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he relationship between genetics/ge-

nomics and the legal and ethical land-

scape has been long and varied, and it is
continually evolving. Depending on the moment
in history and the specific area involved, this re-
lationship has proven tragic (consider eugenics
and the laws it inspired), beneficial (consider the
many criminal cases solved through forensic
DNA) and promising (consider attempts to regu-
late emerging gene editing techniques) — but it
has never been easy.
The idea to dedicate a Special issue of BioLaw
Journal to the origins, state of the art and future
of this interrelation emerged during an interna-
tional symposium organised by the Italian Chap-
ter of the International Society of Public Law
(ICON-S) in Florence in 2019, addressing the
topic of New Technologies and the Future of Pub-
lic Law. A stimulating discussion on the new chal-
lenges of genome editing convinced us that try-
ing to bridge between past and present was im-
portant in order to better imagine the future.
Aware of this issue’s challenging and multifac-
eted nature, we involved outstanding experts
who had devoted vyears of their research
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activities to these topics, together with passion-
ate young scholars whose imaginations had
more recently been captured by these complex-
ities. Relying on a cross-sectoral approach that
embraced — beyond law — medicine, the history
of medicine, philosophy and bioethics, we coop-
erated with interested Authors from different
parts of the world (beyond lItaly, including Aus-
tralia, Belgium, Canada, China, France, Hungary,
the United Kingdom, Portugal, Qatar, South Af-
rica, Spain, Sweden and the United States),
showcasing the global dimension of genetics
challenges.

Far from encapsulating the essential features of
human nature, genetics is undoubtedly tackling
the origins and future development of the very
idea of humanity, rooted in history and pro-
spects for evolution. From this consideration, we
decided to organise this Special issue on the ba-
sis of a timeline moving from traditional con-
cerns towards the most innovative and unex-
plored issues.

To prepare the field for this discussion, the first
part of this Special issue comprises a Forum in
which experts share some visions of the most
sensitive matters. The points touched upon in
this first part of the issue mirror the broader re-
flections presented thereafter, offering a pre-
cious insight into the remainder of the Issue.
The debate is opened by three scientists (Simo-
nato, Verlengia and Barbujani) who offer critical
understandings of the potential and risks of ge-
netic knowledge as a complex subject —and of
the indispensable need for interdisciplinary de-
bate on its applications.

The following contributions discuss the specifici-
ties of genetic information and the dynamics it
triggers in different fields. Genetic data’s ultra-
individual nature, for instance, requires an in-
depth consideration of the importance of shar-
ing within the so called “biological group” (Rial-




V) Sebbag). Beyond the clinical setting, sharing also
. occurs at a different level in the scientific re-

search field, revealing tensions between the
\ “open data agenda” and the protection of tradi-
tional privacy standards and confidentiality,
along with an ideal of self-determination. These
| tensions are particularly evident in specific areas
. of research, such as research on rare diseases
(Rothstein), in which a lack of affected individu-
als to study may compromise research strate-
gies, and shared research protocols are needed
beyond different national systems. More gener-
ally, the frictions produced by the global dimen-
sion of research require the law to rethink itself
— sometimes in provocative terms — in order to
reconsider its role and assess the importance of
spaces dedicated to different instruments, such
as sources of soft law or mechanisms of trust and
responsibility based, for example, on combined
professional discretion and accountability re-
quirements, along with the supervisory role
played by institutions such as Institutional Re-
view Boards or ethic committees (Knoppers and
Beauvais, Rothstein). An area where these needs
are particularly evident is in the application of
new gene editing technologies, where proce-
dural questions about how to deliberate and
make regulatory decisions play a crucial role
(Casabona).

The section closes with a forward-looking philo-
sophical reflection on the concept of embodi-
ment between the human and the artificial, with
which moving from a biological inheritance to a
machine-based future is not a neutral process
but, rather, a cultural inheritance of modernity
(Calo).

The same timeline that characterises the intro-
ductory Forum structures the following part,
made of two Sections of essays: “Troubling his-
torical roots and contemporary challenges” and
“Views into the future”.

I\/Iarta Tomasi, Alessia-Ottavia Cozzi, Simone Penasa, Deborah Mascalzoni

The first Section progresses from the history of
genetics (Ampollini) and the dramatic conse-
guences of its misinterpretations of contents by
public authorities (Tomasi) to the current chal-
lenges stemming from the field’s actual charac-
teristics. In this section, notions of autonomy and
privacy, already presented in the introductory
section, re-emerge in specific declinations. First,
some reflections are devoted to the clinical field,
within which a constitutionally oriented vision
must be applied. Accordingly, the concept of
self-determination and the related instrument of
consent must confront the fact that a person
cannot be understood as an atomistic entity, dis-
connected from the relationships in which
he/she lives. For instance, the configuration of a
right not to know “incidental findings”, is articu-
lated not only in terms of self-determination but
also solidarity and responsibility (Cozzi). Simi-
larly, the field of newborn screenings’ regulation
presents an urgent need for balance between
protecting children’s best interests, exercising
parental responsibility and the collective interest
in preventing serious diseases whose manage-
ment strongly influences — from a socio-eco-
nomic perspective — the whole community (Di
Costanzo). Moreover, these complex balances
and their resulting conflicts find different points
of synthesis, depending on their surrounding
conditions, which can determine — as in the case
of the current Coronavirus disease pandemic —
exceptional states that subvert traditional logics
(Brownsword and Wale).

The context in which these issues primarily
emerge is family relationships, where genetic
bonds produce a strong impact. Two papers in
this Special issue are devoted to a search for ori-
gins. The first of these papers (Agosta) compares
the case laws of the European Court of Human
Rights and Italian Constitutional Court with re-
gard to cases concerning the search for a
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mother’s identity. The second of these papers
(Busatta and Penasa) is dedicated to the right to
know one’s genetic origin, its profoundly rela-
tional nature and the need to balance it with
other competing individual rights, which — ac-
cording to the concrete context at stake (anony-
mous birth, gamete donation and surrogacy) —
can be traced back to donors, to gestational
mothers and even to children themselves (i.e.
the right to a safe birth, as in the case of anony-
mous birth). Other familial issues arising from
genetic data shared nature concern the need to
communicate potentially relevant information
to individuals with a qualified interest. In this
context, any processing of genetic data (also un-
der the European General Data Protection Regu-
lation) should be regarded as an exercise of bal-
ancing interests which cannot be limited to over-
protecting the right to self-determination over
data (De Miguel Beriain and Jove).

Very similar approaches, which require over-
coming a purely individualistic logic of
“closedness”, also emerge in different fields,
such as scientific research. This development
shows that genetic testing is a “complex and in-
tegrated enterprise” which management re-
quires to reinterpret and sometimes transcend
existing regulatory instruments (Slokenberga).
Samples and data are the most valuable re-
sources to the aims of genetic research, and they
are more and more often collected from outside
traditional research settings (Shabani), thanks to
various online tools and platforms (e.g. elec-
tronic health records, mobile health apps, dis-
ease registries and patient-generated data-
bases). These instruments, together with the im-
portant wide sharing of research materials be-
yond national borders and at different times, re-
quire an in-depth discussion of the challenges as-
sociated with data processing’s governance and
traditional instruments of self-determination,

Law, Genetics and Genomics: An Unfolding Relationship

such as informed consent. As the two examples
presented in this part of the Special issue show
— one related to a specific national context (Ma-
homed and Staunton) and the other related to a
concrete research project in South Tyrol (Bi-
asiotto, Pramstaller and Mascalzoni) — privacy it-
self cannot protect participants or properly bal-
ance all relevant interests. Especially when the
sharing and reuse of samples and data are in-
volved, privacy must be combined with external
governance mechanisms to sustain and promote
trust and ensure transparency. Not only are pri-
vacy and consent under pressure, but so are in-
tellectual property rights; for this reason, the
Special issue is enriched by a reflection that as-
sesses possible scenarios for biotech-related pa-
tent applications’ future, starting with a case-law
analysis (Lucchi).

The contents of this Special issue also focus on
the use of genetic analysis in the field of criminal
investigations. Beyond the problems raised by
criminal lawyers, the contributions collected
here reflect on the elements emphasised in clin-
ical and scientific research from a different per-
spective: the links within the family group, which
allow the development of sophisticated investi-
gative techniques, from “familial searching” to
“forensic genetic genealogy” (Formici), and the
need to exchange samples and data at the inter-
national level —in this case, for justice purposes
(Scaffardi). The challenge is to strike a proper
balance between the public interest in security
and a rapid, efficient identification of unknown
offenders, as well as the dangerous shift towards
“genetic surveillance” which jeopardises individ-
ual rights.

The issue’s second Section, dedicated to the
“Views into the future”, considers genetics’ abil-
ity to shape ourselves and the world around us.
The first contribution considers the difficulties of
tracing a sharp line between what is “natural”

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021
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\\‘ and what is “synthetic” and the importance of

\

N

. general principles, such as dignity and justice, as
N well as specific instruments, such as informed

consent, which cannot be fully renounced ahead
of technological advancements of bioengineer-
ing and their circulation in a free market (Pu-

) kovi¢). Among the various technologies that can

now affect the concept of “naturalness”, a wide-
ranging ethical and legal debate surrounds gene
editing techniques. In particular, genetic engi-
neering is on the cusp of a transformational
change, thanks to CRISPR-Cas9, a tool that allows
scientists to alter different organisms’ DNA — in-
cluding humans — with high speed and precision
and at relatively low costs. Two papers in this Is-
sue are specifically dedicated to these tech-
niques and particularly address the importance
of a global approach to this topic, which can rely
on proper regulation levels, based on human
rights law and international law principles (Poli),
and on the recourse to innovative instruments,
such as deliberative democracy (Ragone). The
rising chance of modifying genetic features or se-
lecting individuals on the basis of their genetic
makeup — resulting from advances in genetic
knowledge — affect parent-child relationships,
sparking arguments about intergenerational jus-
tice. Regarding these sensitive issues, diverse at-
titudes and opinions can be shown. The views
presented in two of the papers collected in this
Special issue seem to occupy the two extremes
of this spectrum, but they are actually inextrica-
bly linked. On the one hand, one contribution ad-
dresses parents’ civil liability vis-a-vis claims pre-
sented by their children, not only for their ac-
tions but also for their omissions (Payan Ellacu-
ria). On the other hand, a strong position favour-
ing gamete selection in order to allow parents to
choose non-health-related features is presented
and discussed (Raposo).

We decided to place two very different papers
sharing a common “take-home” message at the
end of this Special issue. This message can be
summarised as the importance of a systemic vi-
sion in addressing the regulations of genetic/ge-
nomic applications. Legal and ethical reflections
must understand that no intervention or activity
in the realm of genetics can be considered neu-
tral — that interrelations are a fundamental fea-
ture of our world. Even choices concerning the
smallest insect inhabiting our planet must be
carefully weighed because they entail broader
considerations that affect all living beings and
our entire environment (Annoni and Pievani). Fi-
nally, human beings today cannot be considered
solitary agents: our biological niche, built on a
complex network of relations, requires a consid-
eration of not only other (past, present and fu-
ture) human beings and animals but also ma-
chines (Santosuosso), always expanding our re-
sponsibilities.

The picture is inevitably incomplete, but the pa-
pers collected in this Special issue offer vivid in-
sights into continually important issues sur-
rounding genetic knowledge — both within and
beyond ethico-legal debates.

We thank each contributing Author for their
commitment, essential contribution, patience
and enthusiasm for this discussion, which aimed
to facilitate intergenerational and interdiscipli-
nary encounters. Special thanks are also due to
Elena Scalcon and Federica Fortunato, whose as-
sistance and expertise were essential for this Is-
sue’s accurate editing.

BioLaw Journal is very attached to the vision of
(bio)law that emerges from this collective effort.
This law pays attention to the concrete reality
which it aims to regulate, and it is up-to-date. It
is proportionate, non-invasive, plural and non-
value oriented. Finally, it recognises the past

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021
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which it encapsulates, and it can adapt to the
challenges ahead.

(J
) BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021
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1. Introduction: what is a complex trait?

i

e wish to suggest a structure
for the salt of deoxyribose nu-
cleic acid (D.N.A.). This struc-
ture has novel features which are of considera-

ble biological interest”!

. This statement by Nobel
Prize winners James Watson and Francis Crick
sparked the first genetics revolution in 1953.
Fifty years later, with the completion of the hu-
man genome project, a second genetic revolu-
tion took place with the publication of the first
draft mapping the complete human genome se-
quence?. With time, errors in the first draft were
corrected and a swift flourishing of powerful
technologies are nowadays enabling the se-
guencing of many thousands of human genomes
per year, a number that is constantly growing.
“We used to think that our fate was in our stars,

1 J.D. WATSON, F.H.C. CRick, Molecular structure of nu-
cleic acids: A structure for deoxyribose nucleic acid, in
Nature, 171, 4356, 1953, 737-738.

2 International Human Genome Sequencing Consor-
tium, Initial sequencing and analysis of the human ge-
nome, in Nature, 409, 2001, 860-921; J.C. VENTER et
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but now we know that, in large measure, our fate
is in our genes” stated James Watson at the start
of the Human Genome project. Now, twenty
years later, he would probably admit that the
project fell short in keeping these promises, for
two reasons. First, our fate is much too compli-
cated to be all written in our DNA; second, what-
ever might be written in the DNA, reading it is
just the first step of a much more complex task
we have not yet accomplished, that is, to under-
stand it.

Our genome is often metaphorically described as
a text. The genome has an alphabet, the four ba-
ses A, C, G and T forming the 46 long “books”
(our chromosomes) where the text is contained.
And it has a lexicon, 21.000 or so words or
genes?, i.e. the regions of the genome that are
transcribed into RNA and then translated to cre-
ate proteins. Knowledge of these genes already
allows us to diagnose many genetic diseases, in-
cluding muscular dystrophies, hemophilia and
cystic fibrosis, all disorders that are caused by
the malfunctioning of a single gene.

However, we do not yet understand the genome
syntax. The diseases causing the heaviest health
burden (like cancers, cardiovascular and neuro-
degenerative disorders) depend on multiple in-
teractions among many genetic and environ-
mental factors, i.e. are complex traits that do not
behave according to simple Mendelian inher-
itance laws. Because the genes involved in these
diseases are many, each playing a limited role,
their identification and use to estimate disease
risk has proved difficult. While we are far from
achieving a general, clear understanding of the
genetic bases of complex diseases, even more

al., The sequence of the human genome, in Science,
291, 2001, 1304-1351.
3 D.R. ZERBINO, A. FRANKISH, P. FLICEK, Progress, chal-
lenges, and surprises in annotating the human ge-
nome, in Annual Review of Genomics and Human Ge-
netics, 21, 2020, 55-79.

(3
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incomplete is our understanding of the genetic
bases of non-pathological complex traits, such as
those related to personality, cognitive abilities or
emotions. These traits do recur in families, and
hence there is reason to suspect that genes play
a role. However, it is notoriously hard to dissect
the effects of shared genes from those of shared
environments. One example of a particularly un-
successful attempt to identify the genes govern-
ing a complex trait has been the search for I1Q (In-
telligence Quotient) determining-genes. A re-
cent, colossal study of nearly 80,000 subjects led
to the identification of 22 candidate genes,
which, however, could globally account for just
1,5% of the differences between very high and
very low 1Q values®.

While science struggles to address these issues,
the advancement in knowledge already poses
many outstanding ethical and legal problems.
Below, we discuss some of these issues.

2. Criminality genes

Despite all, deterministic views have all but dis-
appeared in biology, and are well documented
by the century-long search for genes determin-
ing criminal attitudes. Much like intelligence,
criminal behavior is another ill-defined topic, and
so it comes as no surprise that the investigation
of criminality genes has been as frustrating and
vain as the search of intelligence genes. Around
1960, the idea that an extra Y-chromosome in
males could lead to criminal behavior achieved
popularity, largely through the media. The first
case of a man carrying an XYY chromosome

4'S. SNIEKERS et al., Genome-wide association meta-
analysis of 78,308 individuals identifies new loci and
genes influencing human intelligence, in Nature Ge-
netics, 49, 2017, 1107-1112.

5P. Jacoss et al., Aggressive behavior, mental sub-nor-
mality and the XYY male, in Nature, 208, 1965, 1351-
1352.

complement was described in 1961, and four
years later Patricia Jacobs published a survey of
315 men at a hospital for developmentally disa-
bled in Scotland, 9 of whom (all characterized as
violent criminals) apparently carrying an extra Y
chromosome®. In 1968, a US serial killer, Richard
Speck, was described as XYY in three articles on
the New York Times. In fact, Speck had a normal
chromosome set, but this fake news contributed
to create the myth of the XYY man as a congeni-
tal criminal, which persisted even when M. Court
Brown failed to confirm it in a large study (more
than 5000 subjects) in Scottish prisons®. The Y
chromosome is a small chromosome; the sim-
plest explanation for Jacobs’ findings was that
she mistook for Y chromosomes some dark spots
on the printed photographs. Yet, as late as 1974,
13 men and boys with XYY chromosome comple-
ment were sentenced to chemical castration in
Maryland’. The scientifically unsupported stere-
otype of XYY men as violent criminals lasted for
decades after its scientific dismissal; it was used
as a plot device in horror films such as Dario Ar-
gento’s The Cat o' Nine Tails (1971) and David
Fincher’s Alien 3 (1992).

In later times, another gene, MAOA, mapping on
the X-chromosome, enjoyed a transient popular-
ity as a criminality gene. MAOA codes for a pro-
tein, monoamine oxidase A, involved in the me-
tabolism of several neurotransmitters, such as
dopamine and serotonin, and hence is a key reg-
ulator of many functions of the brain. A low-ac-
tivity variant, MAOA-L, was identified in a Dutch
family in which several males had shown border-
line mental retardation and abnormal behavior

6 M. CouRT BROWN, Males with an XYY sex chromo-
some complement, in Journal of Medical Genetics, 5,
1968, 341-359.

7R. PYERITZ et al., The XYY male: The making of a myth,
in Ann Arbor Science for the People Collective (eds.)
Biology as a social weapon, 1977, 86-100.
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including impulsive aggression, arson, at-
tempted rape, and exhibitionism®. When the
MAOA-L variant was detected in 17 out of 46
Maori men, it took very little to attribute to it the
warlike attitudes of the entire Maori population
and to christen the variant as “warrior gene”®.
However, successive studies in one of the world
populations showing the lowest rates of violent
crime, Taiwan, found an even higher percentage
of carriers of MAOA-L™X. Far from being a warrior
gene, the MAOA-L variant is now known to be
widespread (of course, in different proportions)

in all populations studied so far.

3. DNA evidence on genetic determination of
behavior in court

Nobody denies that genes play a crucial role in
the development and function of the brain. How-
ever, for no gene so far it has been possible to
establish a causal relationship with any specific
behavioral trait, largely for the complex determi-
nation of such traits. Still, there have been mul-
tiple attempts to use genetic evidence in court,
to claim that a defendant could not be consid-
ered fully responsible for her/his actions be-
cause such actions were somehow genetically
determined. Two rather famous case studies
have to do with MAOA. In 1991, Stephen Mobley
killed John Collins in a pizzeria, in Georgia (USA).
His lawyers asked for a genetic test, claiming
Mobley could carry a MAOA variant predisposing
him to violence. The judge stated that no scien-
tific evidence justifies the test, and Mobley was
condemned (and ultimately executed in 2005).

8 H.G. BRUNNER et al., Abnormal behavior associated
with a point mutation in the structural gene for mon-
oamine oxidase A, in Science, 262, 1993, 578-580.

° R. LEA, G. CHAMBERS, Monoamine oxidase, addiction,
and the "warrior" gene hypothesis, in The New Zea-
land Medical Journal, 120, 2007, U2441.

10N.J. KoLLA, M. BORTOLATO, The role of monoamine ox-
idase A in the neurobiology of aggressive, antisocial,

Law, genes and bioethics: A biomedical perspective

On the contrary, a judge of the Appeal Court of
Trieste innovated world jurisprudence, by grant-
ing Abdelmalek Bayout genetic (with T, not with
R) extenuating circumstances because, accord-
ing to the experts, he was “heterozygous carrier
of a MAOA variant predisposing him to become
particularly aggressive under stress situations”.
Bayout, an Italian citizen, in 2007 had bought a
20cm-long knife, ambushed and stubbed to
death Felipe Novoa Perez, who had previously
made fun of him. Confronted by the same re-
guest as in the Mobley case, the Trieste judge de-
cided instead to ask for an expert opinion. At any
rate, the two experts that were chosen, a bio-
chemist and a psychologist, seem to have some
problems with genetics, since male cells contain
only one X-chromosome, and hence Bayout can-
not possibly be heterozygote for any X-linked
gene.

Nineteenth century science was deterministic
and looked for laws establishing a tight relation-
ship between causes and effects. With excep-
tions, 21° century genomics recognizes the limi-
tations of our ability to know, and hence is prob-
abilistic?.

4. Genomic data obtained from patients in clin-
ical studies: is consent really informed?

Despite all hindrances and limitations, the ad-
vent of innovative screening and diagnostic tests
based on genetic fingerprinting opened the way
for radical challenges to the classical concept of
evidence-based medicine, shifting towards pro-
active interventions in the ambitious perspective

and violent behavior: A tale of mice and men, in Pro-
gress in Neurobiology, 194, 2020, 101875.

11 WiLiams R., WIENROTH M., Social and ethical aspects
of forensic genetics: A critical review, in Forensic Sci-
ence Review, 29, 2017, 145-169.
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of a patient-tailored healthcare. Major invest-

ments in sequencing technologies and genome-
wide association studies (GWAS) allowed the im-

* plementation of large-scale genetic datasets

with the related health and phenotypic data, en-
abling geneticists to characterize variants associ-
ated with complex traits and common diseases.
These approaches may represent a step toward
the development of a predictive and individual-
ized, patient-centered medicine. However, ethi-
cal and legal constraints underlying these new in-
sights often failed to keep pace with the scien-
tific and technological advancements. While in
the next future several millions of individuals are
expected to have their genome sequenced, con-
cerns are growing about how consent is ob-
tained, use of the genetic information collected,
threats on genetic privacy and risk of discrimina-
tions based on DNA signatures. For example,
many clinical trials sponsored by pharmaceutical
industries envisage the collection of biological
material from patients and the sequencing of
their genome. These intentions are not always
clearly stated in the informed consent that pa-
tients sign to enroll in the study, nor is often
clearly described the use that the company will
make of this information. In other words, large
genetic datasets are becoming the property of
private companies, that expect to generate
profit (not only knowledge) out of them.

Availability of genetic information may entail the
risk of discrimination based on identification of
particular traits or risk of disease, leading for ex-
ample to loss of job opportunities or higher in-
surance rates. Therefore, genetic privacy stands

12|, MARELLI, G. TESTA, Scrutinizing the EU general data
protection regulation. Science, 360, 2018, 496-498.

13 R. RAMEZANKHANI et al., Two Decades of Global Pro-
gress in Authorized Advanced Therapy Medicinal
Products: An Emerging Revolution in Therapeutic
Strategies, in Frontiers in Cell and Developmental Bi-
ology, 8, 2020.

in urgent need for regulation, in particular for ge-
nomic data access and sharing but, even more
importantly, for the individual’s consent to their
use. In order to delineate a dedicate framework
on personal data at EU level, the General Data
Protection Regulation (GDPR) entered into force
in May 2018, with the purpose of defining all the
details required for personal data sharing at an
international level, along with the obligations for
individual data usage and processing'?. However,
the advent of the GDPR raised some discussion,
in particular with regard to the legitimacy and
utility of obtaining such a broad consent.

5. Gene editing

A third genetics revolution has just begun. Prod-
ucts of gene therapy aimed at modifying the
gene pool of human cells are already an estab-
lished and rapidly expanding reality in the clinical
practice, with thousands of potential new gene
therapies submitted every year to the regulatory
agencies®®. The advent of sophisticated molecu-
lar techniques, the most promising called
CRISPR-Cas system, makes now possible to easily
and precisely “hack” the human genome?*. There
is an urgent need to engage in a public and ex-
pert dialogue about the use of these powerful
tools. This issue became dramatically clear two
years ago, when the Chinese scientist He Jiankui
declared to have generated the first gene-edited
babies using the CRISPR/Cas9 system, in the at-
tempt of avoiding the vertical transmission of
HIV from a seropositive mother. An announce-
ment that outraged the

public opinion

14 R, JANSEN et al., Identification of genes that are as-
sociated with DNA repeats in prokaryotes, in Molecu-
lar Microbiology, 43, 2002, 1565-1575; H. Li et al., Ap-
plications of genome editing technology in the tar-
geted therapy of human diseases: mechanisms, ad-
vances and prospects, in Signal Transduction and Tar-
geted Therapy, 5, 2020.
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worldwide: “He was widely criticized for ignoring
important ethical consideration and exposing
the girls to unknown risks for an uncertain bene-
fit”, as stated in a Nature magazine editorial®.
One year later, eighteen scientists and ethicists
from all over the world called for the adoption of
an international moratorium on all clinical uses
of heritable genome editing, suggesting a perma-
nent ban on all germline cell gene editing®®.

6. Patenting of nucleotide sequences

Aside from the undeniable value for the present
and future of medicine, an issue arising with the
ability to re-shape the characteristics and struc-
ture of genes is the protection of the scientist’s
discovery as an intellectual property, i.e. by
means of patents, whenever the requirements of
novelty, utility and non-obviousness are met.
Gene patents are issued to cover the composi-
tion of a specific nucleotide sequence and/or the
functional or diagnostic employments of derived
products. However, it is debated if products that
derive from a gene sequence should be consid-
ered inventions or discoveries. Numerous ethical
and practical concerns arise on how these pa-
tents could be exploited, with reference in par-
ticular on the potentially detrimental effect on
the process of discovery and development of
new diagnostics and therapeutics. Although sev-
eral theories have been proposed to assess the
legitimacy of gene patents, there is still a com-
pelling need of clearly defined rules for genetic
patentability. Indeed, the practical criteria for
granting authorizations of gene patents are quite
different among the various countries, and it re-
mains urgent to develop clear and effective
guidelines based on international best practices.

15 D. CYRANOSKI, Baby gene edits could affect a range
of traits, in Nature, 2018.

Law, genes and bioethics: A biomedical perspective

7. Conclusions

There is no simple and handy solution for many
of the issues raised in this article. The debate is
in progress; often, and not unpredictably, scien-
tists, bioethicists, law experts and legislators
tend to pay special attention to specific and dif-
ferent aspects of the problems. Needless to say,
any lasting solution will have to be respectful of
all points of view, finding a balance between the
desire to fully exploit the new opportunities of-
fered by science and the protection of individual
and collective rights. This is not an easy goal.

16 E.S. LANDER et al., Adopt a moratorium on heritable
genome editing, in Nature, 4, 2019.
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1. Introduction

enetic information has been scrutinized

by scholars for years. Lawyers and mul-

tiple legal frameworks intend to define
and classify it in order to secure its production,
storage and use. Most of the legal and soft law
instruments, at national, European and interna-
tional levels, consider genetic information as a
special category of heath information to be par-
ticularly protected regarding potential misuses.
This cautious, even not always justified by all
lawyers, can be explained because of the charac-
teristics of genetic information which is making
individuals identifiable, which can be shared
with family members or which can also be mis-
used for discriminatory purposes. Beyond this in-
dividual dimension, genetic information is also
characterized by its ontological one, namely the
part we are all sharing as members of the Hu-
mankind. This difference by nature of genetic in-
formation leads to various principles, values and
legal frameworks worldwide which have all the
same goal of protecting individuals’ rights. In this
paper, we will argue that genetic information
cannot be seen as a unique concept and that fur-
ther legal and ethical studies are still needed.

2. Genetic information and the individual

Revealed thanks to the realization of a personal
genetic test, individual genetic information can
either be used for care purposes or for research.
In these two areas, the main issue is to ensure

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

trust between patient and health professionals
through the enforcement of individual funda-
mental rights. In this regards, two core principles
are usually covered by laws and regulations: the
respect for autonomy and the respect for pri-
vacy. When produced and used in the care set-
tings, genetic information is considered as stand-
ard of care when a genetic disease is suspected
(existing clinical evidence in symptomatic or
asymptomatic individuals). Autonomy is at the
heart of the patient-health professionals (medi-
cal care providers, genetic counsellors, nurses)
relationship where the goal is to provide patients
with accurate scientific data and practices for the
benefit of their health. In that sense, autonomy
imposes to medical professionals to clearly in-
form patients about the test to be performed,
the risks and benefits, the expected results and
the medical treatment if any. These require-
ments are considered the basis to ensure that
patients have clearly understood the goals and
the impact of the realization of a genetic test and
to give them the possibility to accept or refuse
such a test. Then, autonomy results in the capac-
ity of choice, an enlighten choice, to be formal-
ised into an informed consent which is usually re-
quired in written. This formal acceptance
through a signature, although the usual way to
gather consent in medical care is by oral, empha-
sizes on the importance for health law to ensure
patients to be fully aware of a genetic test’s con-
sequences for themselves and for their family
members. Written informed consent is also re-
quired when the genetic test is used for the
needs of a research. However, this formal pre-
requisite is more inherited from ethics research
basic principles but can be reinforced when ge-
netic information is about to be interpreted. Re-
search intends to evaluate the benefit-risk bal-
ance to allow researchers to validate their scien-
tific hypothesis. In that case, individual genetic
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information is different in nature and cannot be

, mistaken with validated genetic information

used in care. Even though patients are involved
in research protocol they are no longer consid-
ered only as patients but also as research partic-
ipants which implies the application of other
pieces of law. This change of status is one of the
challenges to be faced by health professionals
which are in charge of clarifying this issue for the
patients notably regarding the return of results
of research outcomes. Despite the two frame-
works are clearly separated in law, genetic test
performed in research can reveal information
that are already validated in care and which re-
sults can be useful for individual’s health. This
blurring between care and research is, then, in-
terrogating health professionals’ duties to in-
form patients back and to reincorporate them in
a routine care. Laws and regulations adopted
several mechanisms to try to articulate these po-
sitions but communication of results or of inci-
dental findings is still debated. Several comple-
mentary issues are still subject to ongoing dis-
cussions when it comes to enforce the protec-
tion of privacy. As a basis of the medical care and
research relationships, confidentiality of medical
information is also protected in most of the na-
tional laws. Patient must be ensured that the
medical, and genetic, information to be revealed
during a medical consultation or a research pro-
ject will be kept secret to third parties. Thus, pro-
fessional secrecy is considered to be one of the
means to ensure trust between health profes-
sionals and patients, and is one of the strongest
principle for medical information to remain in
the hands of the individual. Health law has en-
forced this principle for a long time and it has
been reinforced through the adoption of Regula-
tions regarding data protection. In that sense,
the General Data Protection Regulation (Regula-
tion (EU) 2016/679 of the European Parliament

and of the Council of 27 April 2016 on the pro-
tection of natural persons with regard to the pro-
cessing of personal data and on the free move-
ment of such data, and repealing Directive
95/46/EC), has issued a complete (complicated)
legal regime for health data and genetic data to
be used in the care and in the research settings.
GDPR has provided for the first time a definition
of genetic information (Article 4 GDPR), but has
not drafted a specific legal regime for their pro-
cessing: they are part of health data (sensitive
data) and are falling under this scope. However,
Member States still have the possibility to adopt
more protective provisions in their national law
for the use of genetic data which will probably
lead to a jeopardisation of its framing in Europe.
Another question remains unclear under the
GDPR provisions, regarding family members’ ac-
cess to genetic information.

3. Genetic information and the family

As already mentioned, family members can have
interest in being informed of a genetic infor-
mation which has been diagnosed in the family.
Constitutional genetic information is inherited
and thus can be transmitted through procreation
or can exist in several family members. To date,
legal frameworks usually tend to protect individ-
ual fundamental rights and have less identified
family members as potential rights’ owner. The
place and rights of family members regarding the
access to an existing genetic information is dif-
ferently addressed in laws, countries balance be-
tween no regulation and detailed regulation to
solve the dilemma between ensuring the respect
of the professional secrecy and ensuring the re-
spect of the duty of family members to be in-
formed of an information which could impact
their health. In the countries where the laws are
unclear or are not covering this issue, profession-
als have adopted a case by case approach based
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on their deontological rules and ethical princi-
ples. In that cases, the legal interpretations of
professionals’ duties and family members’ rights
have been provided by judges and courts on
which genetic information can or cannot be dis-
closed to family members. In the countries
where the law has precisely tackled this ques-
tion, usually a procedure is in place in order to
allow the transmission of genetic information to
family members. In line with the spirit of the
Council of Europe Additional Protocol to the Con-
vention on Human Rights and Biomedicine, con-
cerning Genetic Testing for Health Purposes
(2008), all necessary information about the con-
sequences of the result for the family members
should be provided to the patient prior the real-
ization of a genetic test. For example, according
to the French law, patient is in charge of com-
municating with family members (identified with
the professionals) thanks to a document pre-
pared by the health professionals. Where pa-
tients do not want to communicate with the
identified family members, the procedure allows
medical doctors to communicate with family
members without being prosecuted for breach
of professional secrecy. In the latter case, profes-
sionals are, thus, more protected regarding the
release of genetic information to family mem-
bers than in countries where no regulation exist.
Although several legal positions have been
adopted in Europe and worldwide, this duty to
inform family members is still debated. This re-
veals the need to acknowledge that family mem-
bers can claim rights to access an information
which is, by essence, confidential and is part of
the individual privacy. Family members are rec-
ognized to be rights’ owners and should claim a
loss of chance of being diagnosed or prevented
of a genetic disease. This legal responsibility is-
sue (of the index subject, of the professional)
needs to be further studied.

4. Genetic information and the Humankind

As science advances, the ontological part of ge-
netic information is also now challenged. Hu-
mankind has been recognized for a long time as
subject of rights through the qualification of
“crime against the humankind” (first mention in
the International Court of Nuremberg Charter,
1946), with the aim of preventing part of popu-
lations of being subjects to serious acts commit-
ted as part of a widespread or systematic attack
directed against any civilian population, with
knowledge of the attack’ (article 7 of the Rome
Statute of the International Criminal Court,
1998). In the field of human genetics, Human-
kind was first mentioned by UNESCO in the Uni-
versal Declaration on the Human Genome and
Human Rights (1997) where in its article 1 it rec-
ognizes “The human genome underlies the fun-
damental unity of all members of the human
family, as well as the recognition of their inher-
ent dignity and diversity. In a symbolic sense, it
is the heritage of humanity”. However, this Dec-
laration is less providing full rights to the Human-
kind, than enforcing individual rights with re-
gards to biology and medicine progresses. Only
article 11 refers to practices that are considered
to be contrary to human dignity such as repro-
ductive cloning. At the time of the adoption of
the Declaration, animal cloning was just per-
formed and one the goal of this instrument was
to ensure the practice will not be developed in
humans in order to protect the unity of the Hu-
mankind and most of the national laws have
adopted this principle. In addition, several rules
were adopted in order to promote research ac-
tivities that had to be respectful of fundamental
rights. The debate on how to protect humankind
came back into the bioethics community when
CRISPR-Cas9 genome editing technology was
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developed and published in 2012 Thanks to this
technology, it is now possible to modify the ge-
nome of embryos and, thus, to modify genetic
information that could be transmitted over gen-
erations. Several declarations, statements, posi-
tions were adopted worldwide in order to assess
and frame the potential consequences of this in-
novation at individual and Humankind levels.
However, in these diverse documents, Human-
kind is only referred to in order to protect its
unity whereas individual rights and those to al-
low biomedical research are largely tackled.
Thus, considering this approach it could be use-
ful for lawyers to provide legal clarifications on
what could be needed to map new rights for the
Humankind. One possibility could be to refer to
the project of Universal Declaration of Human-
kind rights proposed in 20152 According to this
project,? initially devoted to environment mat-
ters, Humankind and future generations could
be subject of rights (e.i. article VII - Humankind
has the right to protection of its common, natu-
ral, cultural, tangible and intangible heritage)
and we, the present generation, have duties to-
wards the Humankind (e.i. article XI - The present
generations have a duty to ensure respect for the
rights of humankind as well as of all living spe-
cies). The added value of this proposal is to pro-
vide a new framework to think together individ-
ual and Humankind rights (article XI - The rights
of mankind as a whole and human rights are in-
divisible and applicable to all future genera-
tions). Another example could also be taken
from the French legislation on Bioethics. Thanks
to the first laws adopted in 1994, French legisla-
tors drafted a new crime in the penal code

1 M. JINEK, K. CHYLINSKI, |. FONFARA, M. HAUER, J. A.
DOUDNA, E. CHARPENTIER, A Programmable Dual-RNA-
Guided DNA Endonuclease in Adaptive Bacterial Im-
munity, in Science, 2012; DOI:
10.1126/science.1225829

regarding modification of the ontological ge-
nome alongside the existing Humankind crime:
the crime against the human species. This new
category is characterized by the intention to mis-
use biological techniques in order to clone or to
organize eugenics practices. This offense is one
of the most punishable in the French penal sys-
tem (30 years’ imprisonment and 7,500,000 eu-
ros of fine). Thus, these frameworks could serve
as a basis to more elaborate on potential Hu-
mankind rights in the field of genetic information
and to adopt a more global vision of the future
needs in this field.

5. Conclusion

To conclude, genetic information is a multi-fac-
eted notion which legal regimes should be
crossed with its multiple usages in the health sys-
tem (healthcare, research, public health) and
outside (Direct-to-consumer genetic testing).
We can observe that the current evolutions of
genetic information legal frameworks, tend to
incorporate several innovations either scientific
(constitutional genetics, somatic genetics) or so-
cietal (access to genetic information for the
whole population). These are constituting chal-
lenges, as it is usually difficult to align regulations
and scientific advances, where an enlargement
of owners’ rights from individuals to family
members and may be to the Humankind can be
part the pathways towards acceptable, responsi-
ble and agreed solutions.

2 Available at: http://droitshumanite.fr/?lang=en.

3 C. DuPRAS, Y. JoLy, E. RIAL-SEBBAG, Human rights in the
postgenomic era: Challenges and opportunities aris-
ing with epigenetics, in Social Science Information, 59,
1, 2020, 12-34
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Lasciate ogne speranza, voi ch'intrate
Abandon all hope, ye who enter here

Canto I, Inferno, Dante Alighieri

1. Introduction”

One could be forgiven for surveying the current
landscape of norms that regulate genetic data
and having the first line of Dante’s Inferno in the
back of one’s mind. The terrain is complex and is
full of unsightly scenes. And unlike the melliflu-
ous terza rima of the magnum opus, the going is
tough and there is no guarantee that one will
emerge to see again the stars.

The COVID-19 pandemic exists within this uni-
verse of norms. The crisis has brought into sharp
relief the heterogeneous nature of the public in-
terest rationale in our normative systems. The
public interest is what grounds (justifiably) dra-
conian measures such as enforced isolation,
mandated wearing of masks in public, and other
such incidents that are now part of our new nor-
social life will

mal. Yet, only again be

* The authors thank Mark Rothstein for his comments
on an earlier draft. The authors are also grateful for
the support of the Canada Research Chair in Law and
Medicine.
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recognizable through advances in basic and
translational science.

COVID-19 host genetics research, whereby the
genome of the person infected with COVID-19 is
sequenced and analyzed, holds much potential
to further our understanding of the variability in
response to SARS-CoV-2 and, in turn, to improve
clinical care. Following a spring 2020 call for in-
ternational COVID-19 data sharing and solidarity
from the World Health Organization, Wellcome,
the European Commission, and others, where is
the much-needed international data?

Drawing from recent biolaw events, both pan-
demic and non-pandemic, we will highlight some
of the traps of genetic exceptionalism (1) and
knots of data protection (2) that genomics cur-
rently faces. We then turn to a creation of a lad-
der of knowledge and trust to possibly deliver us
from the status quo (3).

2. Traps of genetic exceptionalism

One key, ongoing issue as regards the ethico-le-
gal dimensions of genetic data relates to genetic
exceptionalism. At its core, genetic exceptional-
ism posits that genetic data merits different
treatment in law and ethics by the very fact that
the information is genetic. It has been called into
guestion by others. Genetic exceptionalism is a
powerful social, political, legal, and ethical idea
that can fuel the propagation of norms. By way
of illustration, the Supreme Court of Canada re-
cently upheld the constitutionality of the federal
Genetic Non-Discrimination Act in part because
the “potential for genetic test results to reveal
highly personal information about the individual
tested and their relatives is immense”! and

1 Reference re Genetic Non-Discrimination Act 2020
SCC 17 per Abella, Karakatsanis, and Martin JJ at para
88.
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" because genetic information is “uniquely ele-
mental to identity, and uniquely vulnerable to
. abuse”.2The intensity of language that the mem-
bers of the Court employ raises eyebrows and
underscores genetic exceptionalism.

Indeed, nowhere is genetic exceptionalism more
| evident than in the past 25 years of legislation
prohibiting “genetic” discrimination. Such legis-
lation seeks to protect access to health, life, and
disability insurance and prevent discrimination
by employers. Yet, the only evidence we have
thus far of genetic discrimination having a mate-
rial effect on people’s lives is in the realm of life
insurance. Individuals with a family history of ge-
netic illnesses will forego essential presympto-
matic testing for fear of being denied life insur-
ance.? The fear that genetic discrimination in-
spires may lead to overbroad laws that essential-
ize genetic information and which do not serve
their purported policy objectives.

Singling out genetics under law can actually cre-
ate additional problems of justice and fairness as
discrimination based on physical and mental dis-
abilities has already been long prohibited under
human rights law and could well be an avenue
for any genetically based injustice. Genetic ex-
ceptionalism may further exacerbate the social
stigma and perceived “abnormality” of genetic
conditions as distinct from other medical condi-
tions. Singling out genetics over other health in-
formation may also give a false sense of security.
With the -omics revolution, other unique, prob-
abilistic insights can be drawn about individuals,
such as with polygenic risk scores, and on which
important individual-level decisions may be
made. Current approaches to genetic discrimina-
tion tend not to have sufficient flexibility to

2 Ibid. per Abella, Karakatsanis, and Martin JJ at para
92.

protect against multi-faceted informational and
discriminatory harms.

This biolaw trend of singling out genetic data has
had a spillover effect beyond the domain of ge-
netic discrimination. Explicit participant consent
is typically required to examine the role of ge-
netic factors in research. For prospective studies,
this is not an issue. Where, however, important
retrospective data analysis is carried out in the
public interest, issues may arise. For example,
host genetic data from COVID-19 patients is
missing from the early months of the first wave
of the pandemic. Samples and data collected
prior to the creation and ethics approval of
multi-site research endeavours had no possibil-
ity of prospective participant consent. Although
still too early to take stock of the effects the in-
accessibility of this data has caused, a postmor-
tem is in order when we are on the other side of
the pandemic.

3. Knots of data protection

Related to genetic exceptionalism, the norma-
tive claims of data protection over genetic and
health-related data have the scientific commu-
nity in a bind. We have plenty of biolaws, but
few, if any, aim to promote international collab-
oration in a way that strikes a proportionate bal-
ance between the fundamental data protection
and privacy interests of individuals and the col-
lective interest of humanity in the fruits of scien-
tific research. Gone is the age where scientific
advancement is the brainchild of a handful of in-
dividuals whose data scarcely left their lab note-
books. Instead, insights are drawn through in-
tense, international collaboration where the
broad sharing of data is needed.

3 M. ROTHSTEIN, Can Genetic Nondiscrimination Laws
Save Lives?, in Hastings Center Report, 51, 1, 2021.
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Instead of biolaw that supports collaboration,
we witness the imposition of cumbersome legal
processes on data sharing between institutions
and countries, due to the already existing data
silos and legal drawbridges. Data linkages need
to be robust and secure, but also efficient and
low-cost. Genetic and familial medical records
and administrative health data should be further
linked. While after a decade, national resources
such as biobanks have succeeded in lowering
some of the legal drawbridges, the same is not
true for the transfer of medical and genetic data
across jurisdictions.

Consider the European Data Protection Board
(EDPB)’s statement on COVID-19 research. The
EDPB merely states that international coopera-
tion is “probably” required and that interna-
tional data transfers “may” be implied.* (To say
nothing of the complexities genetic and health-
related research faces for international transfers
following the Schrems Il decision.) The EDPB’s
guidelines “lack both any sense of urgency and
any consideration of the public good, and fail to
take into account other fundamental rights, soci-
etal interests, and scientific considerations”.®> By
and large, current approaches to the General
Data Protection Regulation have lost sight of its
recitals, which are meant to guide its interpreta-
tion and emphasize the need to strike a propor-
tionate balance of fundamental rights and to
promote the welfare of citizens.

4 European Data Protection Board, Guidelines

03/2020 on the processing of data concerning health
for the purpose of scientific research in the context of
the COVID-19 outbreak.

5 ). BOVENBERG et al., How to fix the GDPR's frustration
of global biomedical research, in Science, 370/6512,
2020, 41.

6 B.M. KNOPPERS, Scientific Breakthroughs: The Prohibi-
tion Reflex (From IVF to Al), 2019 Friesen Lecture at

4. A ladder out: prioritizing knowledge and trust

Policy making requires a strong social nexus.
Generalized social sensitivity to genetic data can
give rise to a “prohibition reflex”, whereby with
certain advances, the public swiftly demand a
law against “it”.° Yet, despite these pressures,
there is little empirical data regarding the pub-
lic’s attitudes about the sharing of genetic data
and of their genetic data literacy. A first-of-its-
kind global survey of 36,268 individuals across 22
countries (and in 15 languages) indicated that
those individuals who had greater knowledge of
genetics and trusted the users asking to use their
genetic data were more likely to be in favour of
donating data.” This suggests that knowledge
and trust are central to delivering on the promise
of genetics. Both are fiercely difficult to estab-
lish. A simple prohibition does not serve the for-
mer and only serves the latter when the prohibi-
tion is tailored to preventing behaviour that is re-
pugnant to social expectations.

Promoting knowledge calls for a reasoned look
at genetic data to take stock of its features and
implications. Any data type has its own distin-
guishing characteristics. Indeed, a taxonomy of
data would not be possible without recognizing
such characteristics. Rather than saying sim-
pliciter that genetic data is different, we can look
at the ways in which it is functionally different.
Yes, genetic data can give us probabilistic in-
sights about one’s future health status. But, so
does one’s postal code (as a proxy for both

the  University of Ottawa, available at
https://www.youtube.com/watch?v=TnA6f4Jr2FI.
See also B.M. KNOPPERS, Does policy grow on trees?, in
BMC Medical Ethics, 15, 87, 2014.

7 A. MIDDLETON et al., Global Public Perceptions of Ge-
nomic Data Sharing: What Shapes the Willingness to
Donate DNA and Health Data?, in The American Jour-
nal of Human Genetics, 107, 2020, 743-752.
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~ environmental and socio-economic factors). In-
deed, even conditions with significant familial
aggregation, such as type-2 diabetes and obe-
sity, are increasingly understood as the result of
complex relationships between and among ge-
netic, epigenetic, and environmental factors.
Further reflecting on the relational aspects of ge-
netic data, familial implications emphasize the
importance of examining the ambit of the (ex-
panding) duty of care that clinicians owe not only
to patients but also to family members. Potential
ways to mediate among competing priorities
such as the right not to know and the duty to
warn must also be considered and translated
into appropriate contexts through tools such as
familial consent clauses. Perhaps, however, such
work is better contextualized within a broader
debate that patients need to be in dialogue with
their genetic relatives and relevant healthcare
professionals regarding the implications of any
diagnosis or risk factor for others.

Increasing scientific literary, and genetic literacy
in particular, requires broad coordination be-
tween the State and civil society in providing
both accurate, accessible information and the
creation of education opportunities for children,
adolescents, and adults alike. Indeed, awakening
the human right to science implicates better sci-
entific education. Beyond prohibitions, trust re-
quires that what actually happens with genetic
data accords with the expectations of interested
individuals and groups. One hopes that, in the
longue durée, the dialectic between knowledge
and trust will create evidence-based policy that
supports international collaboration.

5. Conclusion

Genetic testing is no longer only for individuals
with rare diseases, nor for research purposes
alone. With the development of clinical ge-
nomics services, the importance and relevance

of genetic information for medical diagnoses and
care is greater than ever. Stewardship of this
area of biomedicine calls for policy that supports
knowledge and trust of actual and future pa-
tients and citizens alike.

We have come a long way from the 1996 Ber-
muda Principles, which mandated the rapid,
open release of genetic sequences for the bene-
fit of humanity. In the intervening years, we have
become an information society with acute con-
cerns about unscrupulous uses of personal data.
Concerns about informational harms, discrimi-
nation and stigmatization, combined with no-
tions of genetic exceptionalism, have largely
caused policy discussions to lose sight of the
need to secure benefits alongside reducing the
likelihood of harms.

Any biolaw, then, must have this concern of pro-
portionately balancing risks and benefits at its
heart. Autonomy and privacy must be furthered
alongside strong, open science. Long ago, schol-
ars identified that genetic data implicated the in-
terests of multiple groups such as the proband,
their genetic family, healthcare professionals, re-
searchers, the State, insurance companies, and
others. The proband’s prerogatives will be the
starting point, but they alone cannot determine
the course of policy making. Rather, any sensible
normative framework must balance these varied
interests in a way that is sensitive to context and
to a society’s core values and principles.

The limitations of (statutory) law should also be
recognized. Positions may crystallize in a way
that is increasingly in tension with contemporary
scientific knowledge. Do not let overly simplistic
accounts of genetic exceptionalism fool you.
Complexity must be embraced in conjunction
with normative flexibility in the face of such a
rapidly progressing domain.

We encourage lawmakers and policymakers
alike to seize upon the entire normative toolkit
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at their disposal: policies, standards, memo-
randa of understanding, regulations, interna-
tional declarations, codes of ethics, and, if appro-
priate, primary legislation (statutes). These
norms should not claim the entire decisional
space. There must be room for transparent, pro-
fessional discretion combined with effective
mechanisms of accountability. If anything, the
COVID-19 pandemic highlights the urgency to
ensure that clear pathways exist for the invoca-
tion of the public interest by trusted experts who
are accountable to the public.
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Overcoming legal obstacles to
international direct-to-partici-
pant genomic research”

Mark A. Rothstein
Institute for Bioethics, Health Policy and Law, Univer-
sity of Louisville School of Medicine

he relationship between genetics/ge-

nomics and the law has been varied, com-

plicated, and continually evolving. In
some areas, such as eugenics-inspired steriliza-
tion laws, it has been disastrous. In other areas,
such as newborn screening and DNA forensics,
legislation has been generally beneficial. In re-
search and clinical applications, the record has
been mixed, containing legislative successes
tempered by occasional failures that serve as
cautionary tales. Such is the case with laws appli-
cable to international genomic research. This ar-
ticle reviews legal regulation of international di-
rect-to-participant (DTP) genomic research as a
case study of the challenges of combining sci-
ence, law, ethics, and other issues.
Among the most important recent trends in ge-
nomic research are international collaborations
and DTP recruitment of research participants.
The combination of these two elements is essen-
tial for research on rare disorders because there
may not be enough affected individuals in any
country to study and genomic heterogeneity is
often a key element of the research strategy. The
use of DTP recruitment using the internet, espe-
cially when endorsed and supported by patient
advocacy groups, has received approval from

* The research described in this article was supported
by grant No. 5R01HG009914, Regulation of Interna-
tional Direct-to-Participant Genomic Research, from
the National Human Genome Research Institute of the
U.S. National Institutes of Health, Mark A. Rothstein
and Bartha Maria Knoppers, Principal Investigators.
The complete set of 34 papers drafted for this study
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institutional review boards (IRBs) and research
ethics committees (RECs) for national studies,
and it has proven to be effective in genomic re-
search compiling and analyzing biospecimens. It
is usually far more challenging, however, to ob-
tain a positive research ethics review for interna-
tional studies because the scope is greater and
the legal systems in numerous countries vary
considerably and may be difficult to discern.
Consequently, the prospect of needing separate
approval of a research protocol in every country
where only a few individuals may participate will
make international recruitment impractical and
thwart genomic research on rare disorders.

This article draws lessons from a 31-country
study of international DTP genomic research
funded by the National Institutes of Health of the
United States and published in 2019.! The study
deals with the conceptual and practical chal-
lenges of promoting international genomic re-
search while ensuring compliance with the letter
and spirit of international laws and local norms
governing research ethics. It also serves as a case
study for the larger issues of reconciling legal
principles around the world to enable genomic
research.

Assessing the Laws in Numerous Countries

Researchers undertaking genomic research on
rare disorders face many legal challenges in ex-
panding their efforts to multiple countries. To
begin with, there is no easy way to learn what, if
any, laws around the world apply to foreign re-
searchers soliciting individuals to participate in

are contained in the following symposium: Regulation
of International Direct-to-Participant Genomic Re-
search, in Journal of Law, Medicine & Ethics, 47, 4,
20109.

1 M.H. ZawATI, ED., Country Reports, in Journal of Law,
Medicine & Ethics 47, 4, 2019, 582-704.
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genomic research or facilitating the submission
of biological specimens and health information.
Some compilations of international research

* laws and regulations are published periodically,?

but most of the information sources rarely cover
emerging issues, such as DTP recruitment, and
published information is soon out of date.

Next, there are language and translation issues.
For example, a law might provide that “consent”
is required, but consent has numerous mean-
ings, such as informed consent, written consent,
broad consent, and presumed consent. There-
fore, it is still necessary to identify and retain le-
gal experts from every country in which research
is proposed to explain the precise meaning of a
law or regulation. The difficulty, time, and ex-
pense of such inquiries in numerous countries
imperils international research.

In our study of DTP genomic research, we
learned that very few countries have enacted
laws directly on point, which was not surprising
because of the recency of DTP online recruit-
ment. Therefore, we had to extrapolate from ex-
isting laws (e.g., direct-to-consumer genetic test-
ing laws, human subjects research laws, and ge-
netic privacy laws), to infer the likely legal posi-
tion of each country on DTP genomic research.
Furthermore, we needed to identify “soft” law in
the form of regulations, norms, and cultural con-
siderations so that proposed research would
align with a broad array of values in each coun-
try. Fortunately for our study, we were able to
assemble an incomparable group of 45 experts
to prepare the country reports that led to the
study’s conclusions and recommendations.

2 Office for Human Research Protections, U.S. Depart-
ment of Health and Human Services, in International
Compilation of Human Research Standards, 2020,
https://bit.ly/3240Ssj (last visited 08/11/2020).

Equivalency of Common Principles

Early on, it became clear that an international
treaty or a series of bilateral agreements would
be infeasible. Even assuming there was interna-
tional support for this approach (a grandiose as-
sumption), it would likely take years to negotiate
and implement such an agreement and, in the in-
terim, potentially valuable genomic research
would be significantly delayed. A more expedi-
tious and practical strategy would be to build on
existing, country-specific legislation using a two-
step process of identifying a generally concord-
ant legislative or regulatory framework and then
devising a method for its multilateral application.
Every country we studied had already enacted
laws regulating research with human subjects
based on a similar set of underlying principles.
The United Nations Educational, Scientific and
Cultural Organization (UNESCO), in its Universal
Declaration of Bioethics and Human Rights, spec-
ifies the broad criteria for ethics review, includ-
ing informed consent, privacy/confidentiality,
benefit/risk ratio, return of results, protection of
the interests of vulnerable persons/communi-
ties, and research integrity and safety.? Another
key, non-governmental document is the Global
Alliance for Genomics and Health (GA4GH) Ethics
Review Recognition Policy. Designed to regular-
ize international genomic research review, it is
based on ethics review policies of 39 countries.
The foundational principles are: respect individ-
uals, families, and communities; advance re-
search and scientific knowledge; promote
health, wellbeing, and the fair distribution of
and foster integrity, and

benefits; trust,

3 UNESCO, Universal Declaration of Bioethics and Hu-
man Rights, 2005, https://bit.ly/3g2GH7P (last visited
05/11/2020).
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reciprocity.* We also reviewed several other
sources, including the World Medical Associa-
tion’s Declaration of Helsinki®> and the Council for
International Organizations of Medical Sciences
(CIOMS)-World Health Organization (WHO) In-
ternational Ethical Guidelines for Biomedical Re-
search Involving Human Subjects.®

We drew from these important documents and
other sources additional principles with interna-
tional applicability. First is the requirement of es-
tablishing an independent, external body to per-
In the United
States, this is called an institutional review board

form research ethics review.

because review is conducted largely within a sin-
gle institution. In much of the world these bodies
are called research ethics committees. Second is
the growing trend to have single-site ethics re-
view for multi-site studies, as multiple ethics re-
views tend to cause needless delay without ad-
vancing the welfare of research participants. In
the United States, as of 2019, single-site or “cen-
tral” IRB review is required for multi-site stud-
ies.” Third is recognition that international DTP
genomic research is low risk. Participants typi-
cally spit into a vial or swab the inside of their
cheeks (or merely supply data), and there is no
intervention or alteration of their medical care.
Fourth is acknowledgment that DTP genomic re-
search, especially for rare disorders, is over-
whelmingly supported by affected individuals
and their families. Removing needless burdens
on researchers, such as requiring research ethics

4 Global Alliance for Genomics and Health, Ethics Re-
view Recognition Policy, 2017, https://bit.ly/3mFlu4f
(last visited 05/11/2020).

5 World Medical Association, WMA Declaration of
Helsinki — Ethical Principles for Medical Research In-
volving Human Subjects, 2013, https://bit.ly/3ad4knHc
(last visited 05/11/2020).

6 Council for International Organizations of Medical
Sciences (CIOMS) and World Health Organization, In-
ternational Ethical Guidelines for Health-Related

review in every country, advances the autonomy
interests of participants and their caregivers.
Based on these principles, my colleagues and |
concluded that the most promising, basic ap-
proach would be to have international ethics re-
view undertaken by a single entity (i.e., IRB or
REC) in the researcher’s country. There were
“only” two practical questions. First, why would
the home countries of the potential research
participants agree to defer to an approval by the
researcher’s ethics review body? Second, how
would the researcher’s ethics review body know
whether the research protocol would be lawful
and ethical in the various countries where partic-
ipants might be enrolled?

Adequacy Determinations

The next step was to envision how deferral
agreements could be reached without reconsid-
ering the issue each time a new research proto-
col was submitted. We looked to the principle of
“adequacy” under the General Data Protection
Regulation (GDPR) of the European Union (EU).2
Article 45 of the GDPR provides that personal
data may be exported to a country outside of the
EU only if the European Commission (EC) has
acknowledged the adequacy of data protection
in the recipient country or there are other appro-
priate safeguards such as contractual provisions
or codes of conduct.® Adequacy based on the
equivalency of another country’s laws is deter-
mined by reference to the principles noted in the

Research Involving Humans,
https://bit.ly/3t64x6p (last visited 05/11/2020).
745 C.F.R. §46.114, b, 1.

8 Regulation (EU) 2016/679 of the European Parlia-
ment and of the Council.

% J. WAGNER, The Transfer of Personal data to Third
Countries under the GDPR: When Does a Recipient
Country Provide an Adequate Level of Protection?, in
International Data Privacy Law, 8, 4, 2018, 318-337.

2016,
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GDPR that must be satisfied for an adequacy de-
termination by the EU. Two illustrative principles
are:

“7. The foreign country’s legislation should in-
clude basic data protection concepts and remain
consistent with the general principles enshrined
in the GDPR;

8. Data must be processed in a lawful, fair, and
legitimate manner while being set out in a suffi-
ciently clear manner” 1

Using these criteria, Argentina, Canada, Japan,
New Zealand, Switzerland, and other countries
have been deemed adequate by the EC for trans-
fer of data from EU countries.'* My colleagues
and | concluded that an analogous regime could
be successful for approving international re-
search, especially as applied to DTP genomic re-
search.

Recommendations

We presented our conclusions, rationales, and
supporting documents in an article containing
the following recommendations.

1. International DTP genomic research ap-
proved by an ethics review body in the re-
searcher’s country should be deemed ap-
proved in the participant’s country if the eth-
ics review in the researcher’s country has
been determined to be adequate by the par-
ticipant’s country.

2. To facilitate international DTP research and
to inform potential researchers and partici-
pants, a list of countries whose ethics review
is deemed adequate should be posted on the
website of the

regulatory  authority

10 ARTICLE29 Newsroom — Working Document on Ad-
equacy Referential (Wp254rev.01) — European Com-
mission,  https://bit.ly/3wMSA7S  (last visited
08/11/2020).

11 Adequacy Decisions, European Commission,
https://bit.ly/20Eommg (last visited 08/11/2020).

responsible for the ethical conduct of re-
search with human participants, such as the
OHRP in the United States. Compilations of
these country-developed adequacy determi-
nations by international organizations would
facilitate international reviews.

3. Ethics review bodies evaluating proposals for
international DTP genomic research should
consider whether the countries from which
participants will be enrolled accept single-site
ethics review in the researcher’s home coun-
try.

4. Ethics review bodies reviewing proposals for
international DTP research submitted by re-
searchers in their home country should eval-
uate whether the researchers have given due
regard to cultural considerations in the coun-
tries from which participants will be enrolled.

5. Regulatory authorities responsible for the
ethical conduct of research with human par-
ticipants should inform ethics review bodies
under their jurisdiction of the approval crite-
ria for international DTP genomic research.

6. Additional research is needed to assess the
socio-cultural implications of international
DTP genomic research in various population
subgroups, including minority and indigenous
populations.?

Conclusion

The symposium issue of a leading journal con-
taining the country reports and recommenda-
tions was published at the end of 2019. We orga-
nized a series of presentations for researchers,
research regulators, patient advocates, and

12 M.A. ROTHSTEIN et al., Legal and Ethical Challenges
of International Direct-to-Participant Genomic Re-
search: Conclusions and Recommendations, in Journal
of Law, Medicine & Ethics, 47, 4, 2019, 705-731, 723-
724.
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international governments for 2020. Unfortu-
nately, the coronavirus pandemic precluded
holding these events, which we hope to resched-
ule for 2021. In any event, | believe our experi-
ence in attempting to facilitate international ge-
nomic research in a manner consistent with the
laws of numerous countries illustrates the range
of conceptual and practical issues to be ad-
dressed by laws dealing with genetic technolo-
gies.
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nly a few years ago, a new scientific dis-

covery shocked not only the scientific

community, but also society as a whole:
gene editing using the CRISPR Cas9 technique.
Similarly to what happened when it was re-
ported that a mammal was obtained by means
of an ingenious technique (transferring the nu-
cleus of a somatic cell into a previously enucle-
ated egg cell).
In contrast to cloning, whose spectrum of possi-
bilities focused on reproduction and shortly af-
terwards on research to treat certain patholo-
gies (the misleadingly misnamed “therapeutic
cloning”), gene editing is proving much more
promising than cloning was in the past. Gene ed-
iting is opening up an almost inexhaustible range
of applications, not only in direct relation to hu-
man biology (the prevention of hereditary dis-
eases, their treatment and possibly even proce-
dures to improve or enhance already born hu-
man beings and their offspring), but also with re-
spect to other non-human living beings. All agree
that it is a relatively simple, cheap and efficient
technique, although these are under discussion.
As in the past, scientists (and the institutions and
companies behind the funding of the research)
are pressing for applying this technique to

* This work is carried out within the framework of the
Basque Government funding for Research Groups in
the Basque University System (IT 1066-16).
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human beings, both in the somatic and germ
line. For their part, ethicists, lawyers and policy-
makers face similar dilemmas to those of the
past, based on different techniques: should gene
editing be allowed in the human germ line, or
should it be rejected altogether? What medical,
moral and legal criteria should we keep in mind
to distinguish and assess the permissibility of the
use of gene editing for preventive, therapeutic or
enhancement purposes?

The knowledge and experience gained in the
more than twenty years since a similar dilemma
arose with human reproductive cloning, both sci-
entifically and in the field of normative sciences,
mainly Bioethics and Law, has taught us some
lessons; whether we have been able to learn
them is another matter. It would suffice to recall
reproductive cloning, at the time full of emer-
gencies, as it could satisfy the supposedly press-
ing need of thousands of couples to have chil-
dren. Finally, it was stopped when it was found
that this technique was not so easy to apply to
humans, unlike other mammals (without going
into the significant side effects it had on them),
that other reproductive techniques already
known at the time were more efficient and safer.
Cloning for research purposes was also aban-
doned because of its own technical difficulties;
something similar happened with research with
totipotent human embryonic cells.

Firstly, these issues have shown that extreme po-
sitions should be avoided, as they lead to closing
the doors to further reflection and social dia-
logue. New information and new approaches are
always emerging that can lead to a change of
perspective, albeit in a moderate way.
Secondly, in this form of gene editing as in other
genetic engineering techniques on germ-line and
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in reproductive cloning, the main problem that is
(or was) to be solved is not to save the life of a
patient, even in the foetal stage, nor to improve
his or her health in any significant way. The aim
of this technique is to ensure that a future child,
not yet even conceived, will be engendered and
born free of the diseases that his or her parents
are carriers of. In other words, this is not a vital
or urgent matter for specific individuals. Moreo-
ver, at the moment it does not seem foreseeable
that the CRISPR Cas9 technique will be available
in the short term to be applied to humans, at
least in the germ line.

These facts should lead us to conduct ourselves
with caution, reflection and in a measured man-
ner.

Thirdly, as in other sectors of human productiv-
ity, the globalisation of scientific research has de-
veloped, with high-level scientific projects often
being carried out with the concurrence of a plu-
rality of research groups located in centres of ex-
cellence throughout the world. Consequently,
what were known in the 1990s as “genetic para-
dises” are now less of a concern from the point
of view of the regulatory framework. This term
was intended to describe the risk for states with
specific restrictive regulatory frameworks and
even for international organisations (think of the
important legal instruments adopted by
UNESCO, the WHO and the Council of Europe, for
example) that other countries without legisla-
tion, not characterised by their leadership in the
fields of scientific research in human biotechnol-
ogy, would welcome foreign scientists and com-
panies to their territory, thus causing companies
to translocate to these countries.

The current concern is to find regulatory frame-
works or other procedures for monitoring and
control of these activities that are generally and
universally accepted and shared. It is also a mat-
ter of concern that some states that are

particularly prominent and dominant in interna-
tional politics refuse to apply international
agreements to their respective research collec-
tives, in view of the great economic importance
that many of these activities promise in their in-
dustrialisation and commercialisation phase. We
have examples of great powers with dictatorial
regimes (e.g. P.R. China), or that do dubiously
democratic (Russia) or ultra-liberal (occasionally
the USA) practices that do not always respect
agreements of various kinds or recommenda-
tions to limit certain activities until minimum
points of international consensus are found.
Finally, society claims that the moral assessment
of these matters and the establishment of regu-
latory frameworks, since they can have a radical
impact on the essence of the human being as a
moral entity and as holder of fundamental rights,
cannot remain confined to the circle of reflec-
tions and decisions of researchers, health profes-
sionals or their respective scientific societies.
The whole of society is concerned, both individ-
uals and the political (states), cultural and other
collectivities in which human beings are inte-
grated.

There are issues under discussion which are of
the utmost relevance, but for which cultural, ide-
ological, religious and social diversity does not al-
low for global agreements to be reached without
great difficulty. Thus, the meaning of human life,
human beings’ belonging to their species and the
safeguarding of this in what may be their es-
sence, the moral and legal aspects arising from
these recognitions, such as the moral status of
human life, the right to life and to physical and
moral integrity, the rights related to the human
species, our responsibilities towards future gen-
erations, the specification of the scope of human
dignity in the context of the modification of
one’s own and individual genetic endowment as
part of one’s biology, etc. For the time being, it
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seems that these issues should be left in the re-
serve of the debate, which will have to be long
and will have to be broadened as progress is
made in reaching important, but less ambitious,
consensuses.

Given this current scenario, as opposed to the
maximalisms of the past, there are controversies
for which it seems easier to reach consensus. For
the time being, it seems advisable that points of
discussion focus on specific issues, on which
agreement is easier to reach in the early stages
of the global dialogue. For example, the safety of
the gene-editing technique, its reliability, the oc-
currence of anticipated or unanticipated side ef-
fects, is of general concern, as it has been shown
that there are aspects related to it that are still
far from being resolved: the side effects that may
result from its specific application in human be-
ings (in their reproductive cells, in the zygote and
in the early embryo). This is a crucial issue at the
moment, although there are always those who
argue that it is only a question of time, of re-
searchers finding a safe way to prevent major
risks for the new being. It is also claimed that re-
liability and efficiency is just a matter of time, of
continuing research. This is probably the case,
but it does not exempt us from paying due atten-
tion to it and taking whatever measures are nec-
essary, even if they are provisional and revisable,
to prevent risks and ensure a reasonable level of
efficiency, so as to prevent guinea pig behav-
iours.

Consequently, proposals for universal dialogue
are increasingly being made by numerous inter-
national organisations, as well as international or
supranational conferences, expert groups and
ethics committees. The Council of Europe’s Bio-
ethics Committee (DH BIO) and the European
Commission’s European Group on Ethics in Sci-
ence and New Technologies (EGE) (Opinion on
the Ethics of Genome Editing), for example, are

Gene editing: Do we need a universal approach?

committed to this approach. This is notwith-
standing the fact that the Council of Europe Con-
vention on Human Rights and Biomedicine
(Oviedo Convention) states that “an intervention
seeking to modify the human genome may only
be undertaken for preventive, diagnostic or ther-
apeutic purposes and only if its aim is not to in-
troduce any modification in the genome of any
descendants” (art. 13). UNESCO has also openly
declared its rejection of this type of intervention
(“[...] in particular regarding the identification of
practices that could be contrary to human dig-
nity, such as germ-line interventions”, art. 24).
The wording of Article 13 of the Oviedo Conven-
tion has generated intense debate over the last
few years, and has given rise to various pro-
posals, including: maintaining it in its current
wording; reaching a consensus on a more open
interpretation of this provision, with the risk of
distorting its current legal meaning, whether one
likes it or not; and amending this article (e.g. by
means of an Additional Protocol to the Conven-
tion), in such a way as to allow certain interven-
tions on the human germ line, for example for
preventive or therapeutic purposes against seri-
ous or very serious diseases, subject to the nec-
essary controls, even if it means modifying the
genome of the unborn human being.

It appears to me that it is still premature to ex-
amine the need to revisit in short-term the per-
manence of article 13 in its current wording,
given that we still do not know very well what
the development of this technique applied to the
germ line may be, in particular its reliability and
efficiency, to the point that it may one day be ap-
plied with sufficient margins of success and
safety, without going into the more fundamental
issues mentioned above. This is a clear example
of the fact that Law must follow Science, there is
no need to rush, notwithstanding to maintain an
open dialogue on this issue.
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This perception of how to deliberate and make
decisions or, where appropriate, propose recom-
mendations to authorities and legislators has
been understood and practised for several dec-
ades through standing committees and ad hoc
working groups, ensuring that their composition
is multidisciplinary, independent and ideologi-
cally and culturally pluralistic and inclusive. How-
ever, the application of gene editing in humans
(and other living beings) is now regarded as a
global issue, which requires global governance,
although achieving this goal seems still far from
being achievable. Various proposals point to-
wards the creation of an independent global
committee that for the time being would limit it-
self to giving recommendations to researchers
on what would be acceptable or objectionable
from an ethical and scientific point of view, even
proposing moratoria.

We already have expert group initiatives, such as
the Expert Advisory Committee on Developing
Global Standards for Governance and Oversight
of Human Genome Editing, which was set up in
2018 by the WHO to examine the scientific, eth-
ical, social and legal challenges associated with
human genome editing (both somatic and germ
cell), which in 2020 published the document Hu-
man Genome Editing: A DRAFT Framework for
Governance, the annex to which raised numer-
ous questions that needed to be answered or re-
solved in order to implement international gov-
ernance of gene editing in humans. However, alt-
hough it is a multidisciplinary committee, it does
not seem sufficient to reinforce this requirement
and its recognition as a universal independent
body.

Another proposal consisting of an international
regulatory commission agreed by scientific acad-
emies has been considered a premature and
problematic approach to governing human
germline genome editing; deferring to a single
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commission to set the agenda for global govern-
ance raises troublesome questions of framing
and representation.

A worldwide pluralistic and democratic govern-
ance calls for a new process of active and sus-
tained dialogue among stakeholders as well as
public authorities and society as a whole. How-
ever, there are numerous and important prob-
lems that would have to be resolved for this hy-
pothetical world committee to be able to work
efficiently: defining its structure and composi-
tion, its non-binding nature, but its exhortative
nature through its recommendations. It would
also be necessary to decide to which interna-
tional body it would be associated or whether it
should be detached from any of them, but with
the material and moral support of several bodies
at the same time (consortium of bodies such as
UNESCO, the WHO, the Council of Europe, the
European Union, the OAS, the OAU, ASEAN and
others like them).

Itis true that a formula such as the one proposed
here still needs reflection, dialogue and matura-
tion, so that its moral authority to impose its cri-
teria and proposals is recognised.

N e
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his essay examines the anthropology of
transhumanist and posthumanist
thought, especially its account of human
dignity. Particular attention is given to the place
of embodiment within its philosophical
worldview. It is argued that posthumanism nec-
essarily defines the body as a problem. The body
represents a barrier to achieving dignity rather
than a site of intrinsic dignity. To become more
dignified requires moving beyond the natural in-
heritance of the body and even embodiment it-
self. The framing of dignity and embodiment
within posthumanist thoughts illuminates, in
turn, broader ethical considerations within con-
temporary biotechnology.
The meaning of transhumanism and posthuman-
ism is subject to debate and confusion. They
both concern broadly the ways in which technol-
ogy can be used to change and improve the hu-
man body and even human nature. In an oft
cited definition, The World Transhumanist Asso-
ciation has defined transhumanism as “The intel-
lectual and cultural movement that affirms the
possibility and desirability of fundamentally im-
proving the human condition through applied
reason, especially by developing and making
widely available technologies to eliminate aging
and to greatly enhance human intellectual, phys-

ical, and psychological capacities.”* This project

1 N. BosTROM, Introduction — The Transhumanist FAQ:
A General Introduction, in CALVIN MERCER, DEREK F. MA-
HER (eds.), Transhumanism and the Body: The World
Religions Speak, New York, 2014, 1.
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might encompass a diverse range of ideas, aims,
and technological projects ranging from syn-
thetic biology, prosthetics, and genetic engineer-
ing, to more fantastical visions of the human fu-
ture including the radical extension of life and
even the realization of digital immortality. The
end point of these enhancements is the posthu-
man condition, which might include an evolu-
tionarily new species or disembodied forms of
being. According to this formulation, transhu-
manism and posthumanism are connected in
that transhumanism is the process by which the
posthuman is realized. Of primary concern is the
objective to move beyond the boundaries of hu-
man nature so that human beings can evolve
from a biological inheritance to a machine-based
future —that is, from homo sapiens to techno sa-
piens. This line of thought, however fantastical,
reveals most clearly the anthropological assump-
tions that undergird the transhumanist project.
It reveals the premises that shape posthumanist
understanding of the body’s meaning and signif-
icance.

Posthuman dignity is a term most often associ-
ated with the work of Nick Bostrom, who has ar-
gued that making persons more intelligent, more
self-controlled, more immune from debilitation
or disease, more liberated from the drudgeries
of labor, and even free from the grip of death it-
self is to make them more dignified. Bostrom ar-
gues that “it is possible that through enhance-
ment we could become better able to appreciate
and secure many forms of dignity that are over-
looked or missing under current conditions.”?
Technological enhancement, according to
Bostrom, offers the promise of human better-

ment and a more dignified existence. In this

2 N. BosTROM, Dignity and Enhancement,
https://www.nickbostrom.com/ethics/dignity-en-
hancement.pdf (last visited 23/04/2021)
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| respect, human nature as bequeathed by the

evolutionary process is a barrier to dignity. It is
the role of humanity to arrogate to itself the

> work of overcoming the limits of nature in order

to become more dignified. As Bostrom puts it,
“Transhumanists view human nature as a work-
in-progress, a half-baked beginning that we can
learn to remold in desirable ways.”?

As framed by posthumanist thought, dignity is
not a given characteristic of human nature. It is
not an ontological status bestowed upon per-
sons. Dignity is made and achieved. It emerges
through a process, indeed an ongoing and end-
less process, and can be expanded by improving
the human condition. In other words, nature as
such has no normativity. The body is the site of
pure possibility to be realized. As such, the path
to dignification goes through, or perhaps
around, the human inheritance and especially
the body. Human life is enhanced most fully by
overcoming the human. To be liberated from the
limits of the human is to become more dignified.
Bostrom’s account of dignity contrasts with the
so-called bioconserative position. For biocon-
servatives, nature is normative. There are essen-
tial features of our humanness, bound up in the
limits of nature, that should be preserved even
when technology might permit moving beyond.
There is a fixed givenness to the human inher-
itance that makes moral claims upon us. Chang-
ing the essential character of our personhood is
an affront to the dignity unique to humans. The
limits that define our nature - including the final
limitations of suffering and death — are essential
aspects of what it means to be human. Their
presence within the scope of human life provides
occasions of moral reflection about what it

3 N. BostrRomM, Transhumaist Values, F. ADAMS

(ed.), Ethical Issues for the 21st Century, Char-
lottesville, 2003, 4.

means to live this human life with dignity. It is
dangerous and hubristic to reject them.

The posthuman account of dignity informs its
view of the body. The body is not itself a bearer
of dignity and, in fact, might better be viewed as
an obstacle. It is the site of vulnerability and suf-
fering. To enhance the body is to diminish that
which stains the human condition, and to move
beyond the body is to overcome the risks en-
demic to life. To become less reliant on our bod-
ies —to become, in this respect, less human — is
to become more dignified. In a paradoxical way
therefore, the achievement of ultimate mastery
over human nature requires eviscerating the
naturalness of the body.

It might be the case that even in an imagined
technological future, persons will remain teth-
ered in some ways to bodies and other forms of
physicality. Yet, even if the body cannot be fully
overcome then it should at least be mastered, re-
made, and improved. The human experience of
embodiment is already undergoing a revolution.
The line between human and cyborg is blurred.
Sex dolls, social media, and virtual reality all
point towards new ways of being human and of
experiencing embodiment — and disembodi-
ment. What it means to be an embodied crea-
ture is more complicated and pluralized than
ever.

This emphasis on the malleability of the body ex-
plains the central role that transgenderism holds
within the transhuman movement. Gender, like
the body itself, is merely one expression of form.
It is something that can be chosen, refashioned,
and imposed upon the physical body. The capac-
ity to remake one’s biological sex reveals a wider
freedom of the self over the body. Transgender-
ism vests humans with autonomy over gender,
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sexuality, and embodiment and illuminates the
basic malleability of our inherited nature. It ren-
ders the body an accidental vessel that contains
within it something more essential to be liber-
ated. As Martine Rothblatt observes, “A basic
transhumanist concept is that a human need not
have a flesh body, just as a woman need not have
a real vagina”.? The body is simply a template for
achieving authenticity.

There is a gnostic quality to posthuman thought.
The decentering of the body is paired with the
claim that essential personhood resides in the
brain. We are thinking beings not embodied be-
ings. The body thus has no definitive bearing on
our identity as persons. The ultimate goal, in
fact, is to download the contents of the brain so
that thought and identity might continue in the
form of digital immortality. Salvation comes not
through the resurrection of the body but the res-
urrection of the mind in a supercomputer. This
prioritizing of mind over body is itself hardly
novel within the history of thought, but posthu-
manism vests it with a distinct technological
gloss. Posthuman anthropology combines with
technological sanguinity to envision a means by
which persons might be freed from the limita-
tions and indignities of the body and thereby
achieve a higher more dignified form of exist-
ence.

This impulse to overcome the body is connected
with the posthuman understanding of selfhood.
Russell Blackford describes posthumanism as a
philosophy of “self-transformation” and “self-
overcoming”.’ This use of the language of self is
revealing, for in transhumanism the self is both

4 M. ROTHBLATT, Mind is Deeper Than Matter:
Transgenderism, Transhumanism, and the Freedom of
Form, in M. MoRE, N. VITA-MORE (eds.), The Transhu-
manist Reader, West Sussex, 2013, 318.

5 R. BLACKFORD, The Great Transition: Ideas and Anxie-
ties, in M. MORE, N. VITA-MORE (eds.), The Transhu-
manist Reader, West Sussex, 2013, 422.

Posthuman dignity and the problem of the body

subject and object. The self uses its autonomy to
remake itself. Posthumanism is premised on the
vision of an open future that has no end in a tel-
eological sense. It is a future defined by auton-
omy and freedom from the strictures of nature
and convention alike. It is not anthropology that
limits possibility but only technological feasibil-
ity. Along these lines, Andy Clark proposes “that
human minds and bodies are essentially open to
episodes of deep and transformative restructur-
ing”.% This invites, in turn, the use of technology
to enhance, transform, and ultimately overcome
the human. In the end, everything is malleable.
Everything is open to manipulation. Everything is
the object of will and power.

The irony of posthumanism is that while its looks
to the radical possibilities of the human future, it
remains solidly wed to the cultural inheritance of
modernity. Posthumanism is tethered to moder-
nity’s project of domesticating and controlling
nature. It represents a radical extension of faith
in progress and the possibilities of improving the
human condition, along with the attendant be-
lief that such possibilities lie within the human
prerogative. It is proposed that through techno-
logical mastery the ills of the human condition
can be overcome, perhaps to the point of achiev-
ing a kind of perfection. Posthumanism extends
the Enlightenment pursuit of mastery over na-
ture to mastery over the human. It is, in this re-
spect, the acceleration and fulfillment of moder-
nity’s deepest moral ambitions.

In the end, the posthuman project is only sec-
ondarily a technological endeavor. Itis in the first
instance a moral project that seeks to give

6 A. CLARK, Re-Inventing Ourselves: The Plasticity of
Embodiment, Sensing, and Mind, in M. MORE, N. VITA-
MORE (eds.), The Transhumanist Reader, West Sussex,
2013, 11.
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expression to a normative account of dignity,

happiness, and human flourishing. Posthuman-
ism offers the purest encapsulation of “expres-

> sive individualism,” a term coined by the Ameri-

can sociologist Robert Bellah and recently appro-
priated by Carter Snead in his work on public bi-
oethics. Snead summarizes the anthropology of
expressive individualism as follows: “In its pris-
tine form, expressive individualism takes the in-
dividual, atomized self to be the fundamental
unit of human reality.”” The expressive individu-
alistic self is defined by an emphasis on choice
and authenticity, autonomy as opposed to rela-
tionality, mind over body, and the evasion of vul-
nerability. This theoretical framework might well
be applied towards evaluating issues raised by
transhumanism and posthumanism. Indeed, ex-
amining the anthropology of transhumanism on
these terms illuminates the outworking of deep
entrenched cultural assumptions that might re-
main more occluded in other biotechnological
contexts.

In Snead’s assessment, a central problem with
expressive individualism is that it offers an ac-
count of the human person that “cannot make
sense of the fully lived reality of human embodi-
ment, with all that entails”.® Encounters with
risk, dependency, and relationality are all as-
pects of human experience mediated through
bodies, yet an anthropology premised on expres-
sive individualism cannot render such experi-
ences sensible or meaningful. In fact, if anything,
such experiences only inhibit the free expressive
autonomy of persons. They are points of vulner-
ability that puncture autonomy. Posthumanism
likewise cannot provide an account of the ways
in which embodied experiences such as these,
which carve into the freedom of life, might at the
same time contribute to life’s moral density. In

7 C. SNEAD, What It Means To Be Human: The Case for
the Body in Public Bioethics, Cambridge, 2020, 86.

the end, the body remains a problem. Reducing
the body to a site for imposing will and achieving
authenticity has led to the evisceration of its
moral significance. This is not only the case with
posthuman thought. The evasion of the body
might be seen as endemic to late modern cul-
ture, especially its biotechnological aspirations.
Within a moral universe informed by the anthro-
pology of expressive individualism, the human
person is characterized not by gratuity and vul-
nerability but the drama of being and becoming
into an open future. What then does it mean to
be a dignified human? No coherent answer can
be provided.

8 lvi, 124.
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A BRIEF HISTORY OF GENETICS: CHRONOLOGY, CONCEPTS, AND THEMES

ABSTRACT: The history of genetics, since its origin, has transcended the scientific di-
mension, interweaving social, cultural, and political contexts. This brief contribution
aims both to offer a chronological overview of scientific achievements in the field of
genetics, starting from the pivotal work of Mendel and Darwin, and to outline con-
cepts and themes that have emerged over time. It will show how the history of ge-
netics allows us to reflect on some peculiar dynamics of the history of scientific
thought, such as the evolution of scientists’ image, its relationship with society, the
birth of new forms of cooperation (from the small lab to Big Science), and a constant,
intense dialogue among the different social actors. All these elements still strongly
characterize genetics today and investigating their historical roots will help us under-
stand their nature and raison d'étre.

KeywoRbDs: Chronology; concepts; society; genetics; history

SOMMARIO: 1. Introduzione — 2. Da Charles Darwin al Progetto Genoma: una panoramica cronologica — 3. Con-
cetti in evoluzione — 4. Conclusioni: contesti, volti, dinamiche.

1. Introduzione

a storia degli studi, delle ipotesi e delle scoperte nel campo della genetica non inerisce solo

alla sfera dello sviluppo della scienza stricto sensu. E cosi per qualsiasi cambiamento di pa-

radigma? o nuova teoria, certo; tuttavia, nella nascita e nell’affermarsi delle teorie geneti-
che, gli intrecci tra I’evoluzione del pensiero scientifico e il contesto storico, sociologico e culturale
sono particolarmente evidenti, ricorrenti e, in ultima istanza, meritevoli d’attenzione. E owvio che
qguesto legame tra produzione scientifica e contesti si nutre in questo caso soprattutto della prossimi-
ta del tema al significato della vita umana, della sua origine e del suo futuro. L’'emergere di nuovi
concetti, come quello di “carattere ereditario”, o di “gene”, sul finire dell’Ottocento, ha costretto a
ripensare il passato dell’'uomo, la sua evoluzione, il suo rapporto con le altre forme viventi e le sue
specificita. Il dialogo, tra cio che & avvenuto e avviene nei laboratori e nei luoghi di ricerca e cio che
se ne situa invece al di fuori, nell’ambito della genetica & ad oggi pil intenso che mai, come dimo-
strano i dibattiti epistemologici, filosofici, etici, politici e giuridici sollecitati dalle nuove frontiere
dell’editing genomico, delle biobanche e via dicendo.

* Ricercatrice post-doc, Labex Hastec/IHMC/Paris 1 Panthéon Sorbonne. Mail: ilaria.ampollini@unitn.it. Il con-
tributo é stato sottoposto alla valutazione del comitato editoriale.
L T. KUHN, The Structure of Scientific Revolutions, Chicago, 1962.
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Il concetto stesso di gene, e con esso quello di genetica e quello di DNA, e entrato cosi prepotente-
mente a far parte della nostra cultura® e del nostro modo di pensare, che vari autori, partendo
dall’ormai classico articolo di Star e Griesemer del 1989, ne hanno parlato come di un calzante esem-
pio di “boundary object”. Gli “oggetti di confine” sono «both plastic enough to adapt to local needs
and the constraints of the several parties employing them, yet robust enough to maintain a common
identity across sites. [...] They have different meanings in different social worlds but their structure is
common enough to more than one world to make them recognizable, a means of translation»*. E
piuttosto immediato comprendere perché un “oggetto” come la struttura a doppia elica dell’acido
desossiribonucleico e un termine come quello di “gene” si prestino facilmente a questa definizione.
Questo, tuttavia, € gia in parte un punto d’arrivo, un aspetto della questione che riconosciamo facil-
mente nella sensibilita e nella rielaborazione tipiche della nostra contemporaneita.

Vale allora la pena dare uno sguardo a come gene e genetica si sono costituiti, scientificamente e so-
cialmente, nel tempo, partendo dagli studi di Mendel e fermandoci alla fine del Novecento, quando &
stato lanciato lo Human Genome Project. In un secondo momento, andremo a guardare come si
modificato nel tempo il concetto di gene e come se ne sono costituiti altri, prima diffusi e poi supera-
ti, come quello di razza e di eugenetica. Metteremo infine in evidenza contesti e tematiche centrali
nel dispiegarsi del pensiero scientifico, per i quali lo sviluppo della genetica offre numerosi spunti: si
pensi ad esempio alla nascita dei laboratori in senso moderno e al cambiamento nelle modalita di
collaborazione, oppure alla presenza femminile e ancora all'immagine dello scienziato nel suo rap-
porto con la societa.

2. Da Charles Darwin al Progetto Genoma: una panoramica cronologica

Solitamente, le radici della storia della genetica e degli studi sull’ereditarieta dei caratteri si fanno ri-
salire all’inglese Charles Robert Darwin (1809-1882) e al ceco Gregor Johann Mendel (1822-1884)°.
Certo simili tematiche, di cui troviamo traccia gia in autori classici come Aristotele o Democrito, han-
no da sempre accompagnato la storia del pensiero filosofico e scientifico. A partire dalla prima eta
moderna, le riflessioni circa I'origine e I'evoluzione delle specie e i meccanismi di riproduzione si in-
tensificarono notevolmente, producendo contributi fondamentali che di fatto prepararono la strada
ai tanti passaggi cruciali che segnarono il XIXesimo secolo. Cosi le teorie di Darwin e Mendel, € bene

2 Ad esempio, D. NELKIN, M. LINDEE, The DNA Mystique: The Gene as a Cultural Icon, Ann Arbor, 2004, I1.

3 M. BuccHl, Science and the Media. Alternative Routes in Scientific Communication, London/New York, 1998,
30-32; H.J. RHEINBERGER, Gene Concepts: Fragments from the Perspective of Molecular Biology, in P.). BEURTON, R.
FALK, H.J. RHEINBERGER (eds.), The Concept of the Gene in Development and Evolution: Historical and Epistemolog-
ical Perspectives. Cambridge, 2000, 219-239; E. PARTHENIA SHEA, How the Gene Got Its Groove: Figurative Lan-
guage, Science, and the Rhetoric of the Real, 2008, cap. 5.

4S.L. STAR, J.R. GRIESEMER, Institutional Ecology, Translations and Boundary Objects: Amateurs and Professionals
in Berkeley’s Museum of Vertebrate Zoology (1907-39), in Social Studies of Science, 19, 3, 1989, 393.

5 La ricostruzione cronologica si & basata in particolare sui seguenti testi: P.S. AGUTTER, D.N. WHEATLEY, Thinking
about Life. The History and Philosophy of Biology and Other Sciences, Dordrecht, 2008; P.J. BOWLER, J.V. Pick-
STONE, The Cambridge History of Science. Vol. 6 — Modern Life and Earth Sciences, Cambridge, 2008; e sul piu ri-
salente P. RossI (a cura di), Storia della Scienza e della Tecnica, Torino, 1988, vol. I, tomo II; vol. lll, tomi l e ll. |
capitoli sulla biologia sono firmati da B. FANTINI. Altre fonti sono di volta in volta specificate.
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ricordarlo, furono precedute da lavori essenziali, come la teoria evoluzionistica elaborata da Jean-
Baptiste Lamarck (1744-1829), o come gli studi sui caratteri ereditari condotti dagli ibridatori e da
coltivatori e zootecnici tramite ricerche empiriche, che si moltiplicarono gia nella seconda meta del
Settecento®. Nello stesso tempo, & innegabile che furono proprio Darwin e Mendel a introdurre me-
todologie, contenuti e proposte interpretative che avranno un ruolo centrale per lo sviluppo delle
conoscenze nei decenni successivi —anche se, ribadiamolo fin da ora, I'opera di Mendel sara prima
dimenticata e poi recuperata all’alba del Novecento, a differenza di quella darwiniana, che fin da su-
bito si inseri con forza nei dibattiti dell’epoca.

Dell'importante produzione di Darwin, si ricordi qui I'imprescindibile Origin of the Species, pubblicato
nel 1859: un’opera uscita dopo una lunga gestazione’ e frutto dei viaggi che I'inglese compi a bordo
della HMS Beagle, durante i quali ebbe I'opportunita di raccogliere una impressionante quantita di
dati circa numerose specie animali e fossili. Procedendo per generalizzazione induttiva, Darwin arrivo
a concepire una teoria dell’evoluzione basata sul concetto di variazioni casuali ed ereditabili, sulle
quali I'azione della selezione naturale interviene a favore dell’organismo piu adatto in un dato am-
biente. Darwin avanzd anche una proposta circa il meccanismo di eredita delle variazioni, cui diede il
nome di pangenesi, e che formulo nel testo Variation of animals and plants under domestication
(1868). Secondo questa ipotesi, ogni parte del corpo produce dei corpuscoli, i pangeni, che conflui-
scono nelle cellule uovo e da qui partecipano del meccanismo riproduttivo.

Mendel baso invece le sue teorie su un’ampia serie di esperimenti che condusse tra il 1856 e il 1863,
a Briinn, dove era entrato nel monastero agostiniano e dove insegnava come supplente nelle scuole
secondarie. Basandosi sugli incroci di generazioni di Pisum sativum, la comune pianta di pisello,
Mendel studio la trasmissione e la ricombinazione dei caratteri ereditari nella discendenza. Alla luce
degli incroci ottenuti, ipotizzo I'esistenza di due fattori, uno proveniente dal padre e uno dalla madre,
laddove uno dei due poteva “nascondere” I'altro. Della metodologia messa in campo da Mendel,
quello che piu é rilevante non e solo I'utilizzo di un approccio quantitativo e sperimentale, ma anche,
e soprattutto, I'applicazione del calcolo matematico e statistico ai risultati raccolti.

Ma come mai l'opera di Mendel passo fondamentalmente sotto silenzio? Sono state fatte diverse
ipotesi a riguardo® ma nessuna sembra riuscire a spiegare in modo esaustivo la sostanziale indiffe-
renza della comunita scientifica dell’epoca verso le conclusioni che Mendel presento alla Societa di
Scienze Naturali di Briinn e che poi pubblico negli Atti. Qualunque sia il motivo, bisognera aspettare
I'inizio del Novecento, quando Hugo De Vries (1848-1935) e Carl Erich Correns (1864-1933) recupera-
rono i risultati del monaco ceco, che solo da allora iniziarono ad avere fortuna e a incontrare confer-
me sperimentali e apprezzamenti generali. E a questo punto che entra in scena un volto cruciale per
la storia della genetica: I'inglese William Bateson (1861-1926), che fu il principale sostenitore della
teoria mendeliana e contribui fortemente alla sua diffusione in terra anglofona.

6 Una sintesi si trova anche in E. MAYR, Storia del pensiero biologico (ed. or. The Growth of Biological Thought.
Diversity, Evolution and Inheritance, Cambridge 1982), Torino, 2011, Ill ed., vol. I, 589-599.

7 ). VAN WYHE, Mind the Gap: Did Darwin Avoid Publishing his Theory for Many Years?, in Notes and Records of
the Royal Society of London, 61, 2, 2007, 177-205.

8 Si veda P. Rossi (a cura di), Storia della Scienza e della Tecnica, vol. Il, tomo I, 924-928.
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Con i nuovi studi, divenne fondamentale chiedersi se i fattori mendeliani fossero delle realta fisiche -
e se si, dove si situassero — e come avvenisse la trasmissione di un certo fattore dai genitori alla pro-
le. Acquisi dunque rilevanza lI'incontro tra la sperimentazione nel campo dell’agro-zootecnica, che
aveva da sempre guardato alla trasmissione di caratteri, e le ricerche nel campo della citologia, che
permettevano di comprendere sempre meglio la struttura e la composizione delle cellule.

In realta, fin dalla seconda meta dell’Ottocento si sapeva dell’esistenza sia del DNA, se pur chiamato
in modo diverso, sia dei cromosomi. Era stato lo svizzero Friedrich Miescher, nel 1869, a isolare il
DNA, durante una serie di esperimenti sui leucociti: all'interno dei globuli bianchi, Miescher aveva in-
dividuato un composto ricco di fosforo e lo aveva chiamato nucleina, poiché si era accorto che si tro-
vava nel nucleo cellulare. Quasi vent’anni piu tardi, Albrecht Kossel (1853-1927), premio Nobel nel
1910, mostro che la nucleina si componeva di una parte proteica e di una parte non proteica (I'acido
nucleico). Procedendo con I'analisi degli acidi nucleici, identifico I'adenina, la citosina, la guanina, la
timina e l'uracile. Al tempo, tuttavia, non era certamente possibile avanzare ipotesi circa un coinvol-
gimento del DNA nei meccanismi di trasmissione dei caratteri ereditari.

Un simile discorso vale per i cromosomi: scoperti nel 1878 da Walther Flemming (1843-1905), che
studio anche il processo di divisione cellulare, cui diede egli stesso il nome di mitosi, e chiamati cosi
da Heinrich Wilhelm Gottfried von Waldeyer Hartz (1836-1921), furono messi in relazione con la tra-
smissione dei caratteri ereditari soltanto anni dopo. E, per inciso, bisognera aspettare il 1955 per co-
noscere con esattezza il numero di cromosomi del cariotipo umano, grazie al lavoro di Joe-Hin Tjio
(1919-2001) e Albert Levan (1905-1988), di formazione citologi vegetali.

Tra i primi a ipotizzare che i fattori mendeliani si localizzassero fisicamente su queste strutture fili-
formi, ci furono William A. Cannon (1870-1958) e Walter Sutton (1877-1916), per il quale fu fonda-
mentale la collaborazione, presso la Stazione zoologica di Napoli, con Theodor Boveri (1862-1915),
che aveva gia raggiunto risultati importanti. Sutton, nel 1902, lavorando sui cromosomi della Brachy-
stola magna (cavalletta), si accorse che il numero di cromosomi si dimezzava durante la meiosi e che
ogni spermatozoo o cellula uovo riceveva dunque un solo cromosoma per ogni coppia. Nell’articolo
The Chromosomes in Heredity, uscito nel 1903 sul Biological Bulletin®, Sutton dimostro la sostanziale
coerenza dei risultati ottenuti con le conclusioni cui era arrivato Mendel e ipotizzo che i cromosomi
fossero la base fisica delle leggi mendeliane dell’eredita.

Fu I'inizio di intense ricerche sui cromosomi e sulla localizzazione dei fattori mendeliani, che videro
I'interesse da parte di molteplici studiosi e gruppi di ricerca: € proprio in questo passaggio cruciale,
epistemologico prima ancora che sperimentale, che si identifica la fine della genetica formale e
I'inizio di quella che pud essere chiamata genetica dei cromosomi. Dei numerosi passi avanti realizza-
ti durante i decenni successivi, occorre almeno ricordare i lavori di Nettie Y. Stevens (1861-1912),
grazie ai quali venne identificato il cromosoma maschile Y: la scoperta fu pubblicata nella celebre
opera®® del 1905 Studies in spermatogenesis with especial reference to the accessory chromosome e

9 W. SUTTON, The Chromosomes in Heredity, in Biological Bulletin, 4, 5, 1903, 231-251.

10'N. M. STEVENS, Studies in Spermatogenesis with Especial Reference to the “Accessory Chromosome”, Washing-
ton D.C., 1905, Vol I. Cfr. S. G. BRUSH, Nettie M. Stevens and the Discovery of Sex Determination by Chromo-
somes, in Isis, 69, 1978, 162-72.
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faceva seguito ai risultati cui era giunto Erwin C. McClung (1870-1946), che aveva ricondotto la de-
terminazione del sesso al solo cromosoma X.

Un forte impulso alle nuove linee di ricerca venne inoltre da Thomas H. Morgan (1866-1945), Premio
Nobel per la Medicina nel 1933, e dal suo gruppo di ricerca, le cui sperimentazioni si concentrarono
sull’organismo della Drosophila melanogaster (moscerino della frutta). Inizialmente Morgan, oltre a
essere propenso per una teoria di tipo epigenetico, era anche scettico rispetto agli studi di Sutton ed
era pil incline a credere che fosse il citoplasma, e non tanto il nucleo (e dunque i cromosomi), a svol-
gere un ruolo di rilievo nell’eredita. Dopo aver studiato la mutazione “occhi bianchi” sulla Drosophila
e averne analizzato la trasmissione alla progenie, Morgan rivide completamente le sue posizioni. Ol-
tre a sostenere che i geni si trovassero fisicamente sui cromosomi, spiegd anche il fatto che alcuni
“fattori mendeliani” si ricombinassero durante la meiosi con le teorie di un citologo belga, Frans Al-
fons Janssens (1865-1924), che per primo nel 1904 aveva descritto il fenomeno del crossing-over.
Janssens aveva infatti rilevato come, nel corso della meiosi, i membri delle coppie di cromosomi si ar-
rotolano I'uno con I'altro, favorendo lo scambio di segmenti di filamento. Quanto pilu due fattori soli-
tamente associati (ad esempio ali e colore occhi) finiscono per dividersi, tanto pilu la loro posizione
sui cromosomi deve essere lontana. Proprio questa considerazione fu alla base dei primi tentativi di
mappatura intrapresa negli anni successivi dal gruppo di Morgan, in particolare da Alfred H. Sturte-
vant (1891-1970).

L'ormai assodata variabilita dei geni e la presenza di fenomeni di ricombinazione intensifico
I'interesse per le mutazioni, interesse che porto con sé una stimolante questione metodologica: co-
me fare per studiare in modo sistematico un fenomeno che e di per sé casuale e imprevedibile? Nac-
quero cosi i tentativi di indurre le mutazioni in laboratorio. Uno degli scienziati che piu lavoro al pro-
blema proveniva dal gruppo di Morgan: si tratta di Herman Joseph Muller (1890-1967), Premio Nobel
in Medicina nel 1946, che dimostro come l'utilizzo di massicce dosi di raggi X potesse indurre delle
mutazioni nelle cellule uovo e spermatiche!. Muller sostenne inoltre, a differenza di molti suoi colle-
ghi, che le mutazioni indotte con questo metodo fossero le stesse che avvengono per via naturale®?,
Solo piu avanti nel tempo iniziarono ad essere utilizzati mutageni di tipo chimico.

Gli studi sulle mutazioni rappresentarono un’altra, fondamentale linea di ricerca, che si intreccio con
le ipotesi circa il ruolo svolto dai geni nel controllo e nella regolazione delle reazioni metaboliche.
Uno dei primi esempi in questo senso precede i risultati di Muller: fu tra il 1902 e il 1908, infatti che
Archibad Garrod (1857-1936) osservo che alcune malattie metaboliche, come dell’alcaptonuria,
I"albinismo, la cistinuria e la pentosuria, vengono trasmesse secondo le leggi di Mendel e ipotizzo
dunque che la loro causa fosse da ricercarsi in una mutazione di un fattore ereditario. Sono in effetti
tutte malattie determinate dalla mancanza di uno specifico enzima. Le ipotesi di Garrod torneranno
di forte attualita negli anni ‘40, quando George Beadle (1903-1989) e Edward Tatum (1909-1975) ap-
prodarono alla celebre formulazione un gene-un enzima (divenuta poi un gene-una catena polipepti-
dica, laddove, come sappiamo, una tripletta di basi codifica per un amminoacido) ed inferirono dun-
que che le due funzioni principali dei geni fossero I'auto-replicazione e la produzione di enzimi.

11 H.J. MULLER, Artificial Transmutation of the Gene, in Science, 66, 1927, 84-87; Ip., The Problem of Genic Modi-
fication, in Proceedings of the 5th International Congress 1, 1928, 234-260.
2p,, Artificial Transmutation of the Gene, 84-87.
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Lo sviluppo®® negli anni ‘30 delle analisi dei cromosomi umani, fino ad allora poco studiati, reso pos-
sibile dall’evoluzione delle tecniche citogenetiche, apri la strada alla genetica umana e con essa
all'intensificarsi delle scoperte delle malattie su base genetica. Negli anni ‘40 fu la volta della talas-
semia, la cui origine genetica fu dimostrata da due ricercatori italiani, Ida Bianco (1917-2006) e il ma-
rito Ezio Silvestroni (1905-1990), e da James V. Neel (1915-2000), che prosegui i propri studi interes-
sandosi anche dell’anemia falciforme. Com’e noto, fu poi Linus Pauling (1901-1994), successivamente
premio Nobel per la Chimica e per la Pace, ad approfondire nel 1949 le proprieta fisiche
dell’emoglobina in caso di anemia ed infine a confermare il legame tra geni e sintesi proteiche. Nel
decennio successivo I'attenzione si allargo alle malattie determinate da anomalie cromosomiche. Nel
1959, per esempio, Jérdme Lejeune (1926-1994), contando sulla preziosa collaborazione di Marthe
Gauthier (1925), specializzata nell’analisi delle colture cellulari (e usando la tecnica citologica di Tjio e
Levan), riusci ad osservare che la sindrome di Down era collegata non all’assenza di un cromosoma,
ma alla presenza di un cromosoma in piu.

Nel frattempo, il cosiddetto Gruppo del Fago, una rete informale di collaborazione costituita, tra gli
altri, dal fisico di formazione Max Delbriick (1906-1981), Alfred D. Harshey (1908-1997) e Salvador
Luria (1912-1991), si occupo di un nuovo problema divenuto centrale, ossia cercare di capire se il
materiale genetico fosse trasportato dalle proteine o dal DNA, entrambi presenti nel nucleo. Gli
esperimenti, realizzati utilizzando un batteriofago, di cui erano state caricate radioattivamente le
parti di fosforo, arrivarono a raccogliere evidenze del fatto che fosse il DNA a contenere
I'informazione ereditaria. Si verifico infatti che il virus rilasciava all’interno del batterio, allo scopo di
“colonizzarlo”, non le proteine, ma solo il DNA. La scoperta fruttd a Delbriick, Harshey e Luria il Pre-
mio Nobel per la Medicina nel 1969,

Le crescenti ricerche circa le proprieta dell’Acido desossiribonucleico consentirono, nel 1953, di sco-
prirne la struttura a doppia elica: com’e noto, il lavoro, realizzato da James Watson (1928) e Francis
Crick (1916-2004), non sarebbe mai stato possibile senza gli studi di Maurice Wilkins (1916-2004) e
Rosalind Franklin (1920-1958). A questo punto, era necessario spiegare non solo i meccanismi di au-
to-replicazione del DNA, ma anche in che modo avvenisse il controllo della sintesi proteica:
I'identificazione del’RNA messaggero non tardd ad arrivare. In un articolo® del 1961, pubblicato su
Nature, infine, Crick, assieme a Leslie Barnett (1920-2002), Sydney Brenner (1927-2019) e Richard
Watts-Tobin (1934-), espose la decifrazione del codice genetico: la successione di basi andava letta a
triplette, poiché ogni tripletta (o codone) codifica un amminoacido.

Negli anni successivi, i passi avanti furono innumerevoli e determinanti. Sarebbe troppo complesso
ripercorrere tutte le tappe: si ricordi, a titolo esemplificativo e molto brevemente, la scoperta, nel

13 Non c’é qui lo spazio per parlare della sintesi evoluzionistica, che vide confluire I’evoluzionismo darwiniano e
la teoria mendeliana in uno studio delle popolazioni che teneva conto dei pill recenti risultati nel campo della
genetica e degli strumenti della statistica. Ne sono considerati gli iniziatori John Haldane (1892-1964), Sewall
Wright (1889-1988) e Ronald Fisher (1890-1962). Per una ricostruzione storica firmata da uno dei protagonisti
del dibattito, si rimanda a E. MAYR, op. cit., vol. Il.

14 Le motivazioni si trovano sul sito www.nobelprize.org/prizes/medicine/1969/summary/, consultato il 20
Gennaio 2021.

15 F. CRick, L. BARNETT, S. BRENNER, R. WATTS-TOBIN, General Nature of the Genetic Code for Proteins, in Nature,
192, 1961, 1227-1232.
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1977, dell’esistenza di introni ed esoni, e dunque della presenza di DNA non codificante; i primi passi
nelle biotecnologie; e ancora la localizzazione, nel 1983, del primo marker polimorfico legato a una
malattia genetica, ovvero quello relativo alla Coréa di Huntington, individuato sul cromosoma 4.
L'accumularsi di conoscenze sempre pilu precise e complesse conflui, sul finire degli anni Ottanta, nel-
la nascita dello Human Genome Project. A fronte dei considerevoli costi richiesti dal progetto, il pri-
mo di cosi grande portata nel campo delle scienze della vita, non mancarono critiche e interrogativi.
Di fatto, il sequenziamento completo del genoma umano ha permesso di aprire definitivamente una
nuova fase nella storia della genetica, di cui oggi vediamo solo i primi effetti, incentrata sulla possibi-
lita di intervenire direttamente sui geni, per esempio per prevenire o curare malattie tramite la modi-
fica del DNA.

3. Concetti in evoluzione

Come si intravede da questa sintetica e certo non esaustiva ricostruzione cronologica, la storia della
genetica € segnata dall’emergere e dall’avvicendarsi di nuovi concetti, i cui significati cambiano di
continuo, intrecciandosi di volta in volta con questioni filosofiche, storiche, sociologiche e culturali.
Ad essere centrale € ovviamente il concetto di gene; non e tuttavia I'unico a meritare attenzione. Al-
tri concetti, come quello di ereditarieta, di “razza”, di eugenetica ed epigenetica, hanno rivestito e ri-
vestono tutt’oggi un ruolo fortemente di rilievo, dimostrando, se mai ce ne fosse bisogno, una volta
in pil come e quanto le ricerche sul DNA, I'evoluzione delle specie e i meccanismi di riproduzione cel-
lulari abbiano catalizzato, in passato come ora, riflessioni e dibatti che hanno coinvolto in eguale mi-
sura mondo della ricerca e societa.

Come evidenziato da svariati lavori', il concetto di gene ha assunto, nella storia della genetica, signi-
ficati profondamente differenti, non solo relativamente alle fasi temporali che hanno caratterizzato
gli studi sull’ereditarieta, ma anche a seconda dell’approccio epistemologico dei ricercatori che di
volta in volta se ne sono occupati.

Il termine gene fu introdotto®® nel 1908 da Wilhelm Johannsen (1857-1927), botanico danese, e ando
presto a sostituire una serie di vocaboli che erano stati utilizzati fino ad allora, dal Merkmal, ossia
“carattere”, “fattore”, di Mendel, all’Anlage —unita- dell’olandese De Vries e ancora lo Unit-character
proposto da Bateson e traducibile come “carattere unitario”. Il problema risiedeva nella confusione
semantica che questi termini non riuscivano a risolvere: potevano riferirsi al carattere visibile oppure
alla corrispondente base ereditaria. Proprio per questo motivo, sempre Johannsen introdusse la chia-
ra distinzione tra “fenotipo” e “genotipo”. La proposta di ricorrere al termine “gene” era un richiamo

16 ) F. GUSELLA et al., A polymorphic DNA marker genetically linked to Huntington’s disease, in Nature, 306, 1983,
234-238.

17 Per una trattazione approfondita: E.F. KELLER, The Century of the Gene, Cambridge, 2000; P.J. BEURTON, R. FALK,
H.J. RHEINBERGER, The Concept of the Gene in Development and Evolution: Historical and Epistemological Per-
spectives. Cambridge, 2000; P. PORTIN, The Concept of the Gene: Short History and Present Status, in The Quar-
terly Review of Biology, 68, 2, 1993, 173-223; E.A. CARLSON, Defining the Gene: An Evolving Concept, in American
Journal of Human Genetics, 49, 1991, 475-487.

18 Curiosamente, gia quattro anni prima, in una lettera privata, William Bateson aveva utilizzato il termine “ge-
netica”, che tuttavia non si diffuse se non dopo l'introduzione da parte di Johannsen di “gene”.
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al “pangene” con cui Darwin e De Vries avevano indicato le particelle ereditarie. Questo cruciale
cambiamento lessicale porto con sé questioni non solo di tipo semantico, ma anche epistemologico,
scientifico e filosofico: il primo problema che infatti ora emergeva con rinnovata evidenza era quale
fosse il rapporto tra gene e carattere, quali meccanismi chimici e biologici li mettessero in relazione,
ma soprattutto quale fosse la natura del gene. Se il carattere fenotipico era cio che “si vedeva” empi-
ricamente, come andava inteso il gene? Gli si poteva attribuire una realta materiale o piuttosto an-
dava considerato come un’unita di calcolo? L'approccio formale, termine con cui si € soliti indicare la
fase pre-molecolare, o classica®®, della storia della genetica, di fatto non si preoccupava di cosa fosse,
concretamente e chimicamente, un gene. Lo stesso Johannsen non era interessato a rispondere alla
domanda, come questo passaggio del suo fondamentale testo Elemente der exakten Erblichkeitsleh-
re®® dimostra: «La parola gene & completamente scevra da qualsiasi ipotesi; esprime solo il fatto sta-
bilito, che almeno molte proprieta di un organismo sono condizionate da "condizioni", "fondamenti",
"disposizioni" particolari, separabili e quindi indipendenti»?. Nella terza edizione del 1926, Jo-
hannsen avra a sottolineare la dimensione concreta del gene?? - «[i] geni sono realta, non concezioni
ipotetiche» -, salvo poi concludere ribadendo che i geni sono «unita di calcolo, espressioni di realta
di natura sconosciuta»?®. Nonostante le possibili, apparenti contraddizioni, & piuttosto chiaro che per
Johannsen é importante affermare che i geni esistono, che “ci sono”; meno importante é stabilire
“cosa sono”, perché non funzionale alla spiegazione dei meccanismi di ereditarieta.

Gia la fase citogenetica implica un cambiamento, dal momento che con Sutton e poi gli studi di Mor-
gan e del suo gruppo di ricerca I'interesse si sposta sui cromosomi?, sulla loro costituzione e sulla
possibile localizzazione dei geni. Relativamente a questo periodo, resta fondamentale il testo di
Hermann Muller, letto durante una conferenza nel 1926, in cui il genetista statunitense ribadi la pro-
pria convinzione che il gene fosse la base della vita e non soltanto una base della vita. Per inciso,
Muller sottolined piu volte il ruolo chiave delle mutazioni e, piu di tutto, dell’ereditarieta delle muta-
zioni, laddove era essenziale considerare mutazioni e ereditarieta come componenti chiave dello
stesso meccanismo, e non come due processi separati?>.

Un ulteriore superamento si verifica con I'ingresso nella fase molecolare — che Portin chiama neo-
classica —, e dunque con l'individuazione della struttura a doppia elica del DNA e dei meccanismi di
codifica delle catene polipeptidiche. Gli anni che seguono il 1953 mettono duramente alla prova il
concetto di gene come unita di informazione: basti pensare alla scoperta degli introni fatta nel 1976,
che dimostro la presenza di materiale non codificante, e dunque apparentemente inutilizzato e inuti-
lizzabile, all’interno di ogni gene, ma anche a tutte le successive sperimentazioni che hanno portato

19°P. PORTIN, op. cit., 175-179.

20 \W. JOHANNSEN, Elemente der exakten Erblichkeitslehre, Jena, 1909.

21 |In N. RoLL-HANSEN, Commentary: Wilhelm Johannsen and the problem of heredity at the turn of the 19th cen-
tury, in International Journal of Epidemiology, 43(4), 2014, 1007-1013. Nello specifico, 1011.

22 \W. JOHANNSEN, Elemente der exakten Erblichkeitslehre, Jena, 1926, IIl ed.

23 N. ROLL-HANSEN, op. cit., 1011.

24 E_A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene, in Journal
of the History of Biology, 7, 1, 1974, 31-48.

25 E. A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene, cit., 31. ||
testo di Muller a cui si fa riferimento & H. J. MULLER, Variation Due to Change in the Individual Gene, in The Ame-
rican Naturalist, 56, 642, 1922, 32-50.
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ad intervenire direttamente sul gene per modificarlo. Quanto piu il gene é stato indagato, tanto piu il
suo concetto & andato incontro ad una complessita difficile da maneggiare. Sono molto efficaci in
qguesto senso le parole di Portin, che gia trent’anni fa scriveva:

«[Due to ] the discoveries of repeated genes, split genes, nested genes, overlapping genes, transposable genes,
alter-native splicing, multiple and complex promoters, enhancers and silencers, downstream signals, internal
control signals, proteolytic cleavage of translation products and other types of protein processing, editing of
primary transcripts, the special case of immunoglobin genes, and the detailed analysis of gene complexes [...],
our comprehension of the nature of the gene entered a dramatic new phase. Paradoxically, in spite of the new,
sometimes over-whelming, concreteness of our comprehension of the gene as a result of DNA technology, we
seem to be left with a rather abstract and generalized concept of the gene that has quite different significances
in different contexts»?.

Proprio quest’ultimo passaggio, in cui Portin sostiene che il concetto di gene “ha significati piuttosto
diversi in differenti contesti”, ci riporta all'idea contemporanea del gene come “oggetto di confine”,
che attraversa ambiti e contesti, nei quali di volta in volta assume valenze semantiche rinnovate. In

III

particolare, non si pud non sottolineare come oggi il “gene” non sia in alcun modo un concetto ad
appannaggio esclusivo del linguaggio scientifico, ma appartenga plasticamente alla realta sociale, cul-
turale, nonché giuridica, politica ed economica.

D’altronde, e tipico della storia della genetica, come abbiamo gia avuto modo di ribadire, incrociare
dimensioni eterogenee che esulano da quella meramente scientifica. Un altro concetto ce ne da una
chiara dimostrazione, ed & il concetto di eugenetica?’.

Ben prima delle tristi e note derive a cui condussero il regime nazista e fascista, il termine eugenetica
era stato coniato nel 1883 da Francis Galton (1822-1911) %, che lo avrebbe poi definito come «the
study of the agencies under social control that may improve or impair the racial qualities of future
generations either physically or mentally»?°. Agli inizi del Novecento, i programmi di eugenetica si
moltiplicarono, come testimonia il susseguirsi di convegni, societa e riviste: ne sono un esempio
I"americano Eugenics Record Office, I'inglese Eugenics Society, dedicata alla divulgazione, e la Euge-
nics Review®. l'idea di base era quella di arrivare a “migliorare” la specie umana, eliminando feno-
meni come l'alcolismo, la criminalita, la “degenerazione morale” e addirittura I’erotismo innato: il
programma poggiava su un assunto di fondo e cioé che tutti questi comportamenti fossero caratteri
fenotipici determinati solo e soltanto da un unico gene (I'ambiente o situazioni di degrado non veni-
vano presi in considerazione) e che dunque sarebbe stato facili eliminarli, per esempio procedendo
con campagne di sterilizzazione mirata. Scienziati del calibro di Muller o Morgan vi aderirono e negli
Stati Uniti degli anni ‘30 si arrivdo a mettere in atto una serie di sterilizzazioni forzate. Con la salita al
potere di Hitler e 'utilizzo che il Regime Nazista fece di queste teorie, unitamente alla graduale con-

26 P, PORTIN, op. cit., 174.

27 Sj faccia riferimento a A. BASHFORD, P. LEVINE (eds.), The Oxford Handbook of the History of Eugenics, Oxford,
2010. Si consideri anche F. CASSATA, Molti, sani e forti. L’eugenetica in Italia, Torino, 2006.

28 F_ GALTON, Inquiries into Human Faculty and its Development, London, 1883.

2 |p., Memories of my Life, London, 1908, 321.

30 |, BLAND, L.A HALL, Eugenics in Britain: The View from the Metropole, in A. BASHFORD, P. LEVINE (eds.), op. cit.,
213-227.
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sapevolezza che si trattava di un concetto privo di fondamento scientifico (presto si scopri che ogni
carattere fenotipico e in realta determinato da pil geni), negli ambienti scientifici I'opposizione al
concetto di eugenetica divenne molto forte e si susseguirono critiche sferzanti. Il termine non fu piu
utilizzato, se non in senso negativo, e i primi programmi di genetica umana promossero piu di tutto la
difesa del patrimonio genetico umano e della sua variabilita, intesa come garanzia di sopravvivenza
della specie®..

Un percorso e un destino simile fu quello che incontrod il concetto di razza: le scoperte sull’estrema
variabilita del DNA umano e sull’evoluzione della specie umana ne dimostrarono l'inattendibilita
scientifica e furono la conferma definitiva dell'impossibilita di attuare una classificazione discreta e
oggettiva su base genetica32. La critica al concetto proveniente dal mondo della ricerca di fatto si uni
a una pil ampia rivisitazione del termine, che gli avvenimenti politici e i cambiamenti sociali e cultu-
rali della seconda meta del Novecento avevano reso necessaria e irrimandabile.

Per alcuni termini che furono abbandonati con decisione, se ne citi almeno uno che fu invece intro-
dotto nel 1942 e che ad oggi continua ad essere utilizzato. Si tratta del concetto di epigenetica, una
branca recente della genetica, che si occupa di studiare come I'ambiente influenzi I’espressione geni-
ca, senza tuttavia alterare le sequenze del DNA.

4. Conclusioni: contesti, volti, dinamiche

La storia della genetica & un’incredibile lente di ingrandimento che ci consente di guardare da vicino
come lavora e come ha lavorato la scienza nel corso del secolo scorso. Se ci soffermiamo infatti sui
luoghi e sui protagonisti degli studi sul gene ne ricaviamo non solo un avvicendarsi di ipotesi, scoper-
te e metodologie, ma anche una ricca panoramica di contesti, luoghi e dinamiche socio-culturali.

Iniziamo col guardare ai due scienziati che, come detto, sono generalmente indicati come coloro che
hanno dato I'impulso determinante alle ricerche sull’evoluzione e sull’ereditarieta dei caratteri svi-
luppatesi nel corso del Novecento: Mendel e Darwin. La loro biografia e il loro percorso intellettuale,
sotto molti punti di vista differenti, ci permettono di aprire una finestra su cosa significasse essere un
“uomo di scienza” nella seconda meta dell’Ottocento. Mendel é figlio di contadini e per proseguire
gli studi entra in monastero, dove la nomina ad abate lo allontanera di fatto dal proseguire i propri
lavori scientifici; Darwin proviene invece da una ricca famiglia: figlio di un medico e nipote di un filo-
sofo naturalista, puo sostenere i propri viaggi e le proprie ricerche senza preoccupazioni economiche.
Per entrambi, quella di scienziato non & una professione: & un’occupazione sviluppata seguendo le
proprie inclinazioni e i propri interessi, per la quale non percepiscono alcun guadagno. Questo punto
e cruciale nella storia del pensiero scientifico e nell’evolversi della figura dello scienziato, soprattutto
nel suo rapporto con la societa®. E infatti solo nel corso del Novecento, a fronte di una progressiva

31 B, FANTINI, in P. Rossl (a cura di), Storia della Scienza e della Tecnica, 1988, Vol. lll, Tomo |l, 793.

32 L. CAVALLI-SFORZA, P. MENOZzI, A. PIAZZA, The History and Geography of Human Genes, Princeton, 1994, 16-20.
33 Sulle immagini dello scienziato nel corso della storia della scienza, si vedano i fondamentali lavori di Shapin,
in particolare S. SHAPIN, The Way We Trust Now: The Authority of Science and the Character of the Scientist, in P.
HoODBHOY, D. GLASER, S. SHAPIN (eds), Trust Me, I’m a Scientist, London, 2004, 42-63; S. SHAPIN, “The Man of Sci-
ence,” in L. DASTON, K. PARK (eds), The Cambridge History of Science. Vol. 3: Early Modern Science, Cambridge,
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istituzionalizzazione della scienza e degli ambiti in cui viene prodotta conoscenza, che emerge la figu-
ra dello scienziato di professione, che non fa pil ricerca (solo) per mera vocazione, ma (anche) per
lavoro, percependone un guadagno. Si tratta di un cambiamento paradigmatico, che ha prodotto non
solo nuovi panorami del sapere scientifico, ma anche nuovi interrogativi e rielaborazioni da parte dei
vari attori sociali. Non & dunque un caso che la scelta di Craig Venter (1946) di fondare la Celera Ge-
nomics, come risposta privata allo Human Genome Project abbia catalizzato dibattiti e riflessioni cre-
scenti sulla liceita e la moralita della sua condotta®. Il volto di questo scienziato-imprenditore perso-
nifica il punto piu alto di questa tensione continua tra la percezione, di origine risalente, dello scien-
ziato come qualcuno dotato di una particolare levatura morale, che svolge i suoi studi nel pieno disin-
teresse economico, e I'emergere invece dello scienziato professionista che non solo persegue il gua-
dagno come “effetto collaterale”, ma anzi utilizza la ricerca scientifica come una vera e propria attivi-
ta imprenditoriale.

E d’altronde, il fatto che 'oggetto di ricerca sia il genoma, e dunque I'essenza stessa della vita uma-
na, non poteva non portare con sé intensi interrogativi etici, giuridici e filosofici, ben riassunti dalla
domanda: di chi é il genoma®?

Un’altra dinamica cui la storia della genetica permette di accennare inerisce alla nascita del laborato-
rio in senso moderno. Se guardiamo infatti a Mendel e a Darwin, per quanto inseriti in una rete di
contatti fondamentali per la loro formazione e per la ricezione dei loro lavori, & chiaro che siamo da-
vanti a due uomini di scienza che si dedicano alle proprie ricerche perlopiu in solitaria. Dobbiamo an-
dare avanti nel tempo per trovare collaborazioni piu estese, continuative e finanche istituzionalizzate
e per arrivare ai primi, veri e propri gruppi di ricerca nel campo delle scienze della vita. Uno dei primi
ed anche dei pilu noti e piu importanti laboratori nella storia della genetica € senza dubbio quello na-
to attorno alla figura di Morgan, conosciuto anche come “Gruppo della Drosophila”, con riferimento
al modello animale utilizzato, o “Gruppo delle mosche”, dal nome con cui veniva chiamata la stanza
in cui i ricercatori si riunivano. Qui, all’interno del Dipartimento di Zoologia della Columbia University,
lavoravano insieme biologi come Muller, Sturtevant e Calvin B. Bridges (1889-1938). Un altro
esempio e rappresentato dal celebre Gruppo del Fago: un gruppo informale in realta, pit che un vero
e proprio laboratorio, che ruotava attorno alla figura di Delbriick, in cui gioco un ruolo chiave
I'incontro tra scienziati di formazione diversa. Da questo gruppo nacque il Phage Course, una summer
school presso il Cold Spring Harbor Laboratory, che fu fondamentale nella formazione di numerosi ri-
cercatori.

Ancora piu interessante & notare che, dalla dimensione tutto sommato circoscritta e ristretta del la-
boratorio, il raggio d’azione si & ampliato sempre di pil, prima con l'intensificarsi delle collaborazioni

2006, 179-191; S. SHAPIN, Figures de scientifiques, in Histoire des sciences et des savoirs, Vol. 3: Le siécle des
technosciences (depuis 1914), Paris, 2015, 27-45.

34 per esempio, S. SHAPIN, Figures de scientifiques, 27-45; J. WITKOWSKI, A life worth writing about, in Nature, 449,
2007, 785-786.

35 M. ANGRIST, R. M. COOK-DEEGAN, Who Owns the Genome?, in The New Atlantis, 11, 2006, 87-96.

36 Sj veda E. A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene,
op. cit.. Sulla rilevanza delle specifiche dinamiche di laboratorio nella costruzione della conoscenza scientifica,
non si pud non considerare B. LATOUR, S. WOOLGAR, Laboratory Life: The Construction of Scientific Facts, Beverlt
Hills, 1979; B. LATOUR, Science in Action: How to Follow Scientists and Engineers Through Society, Cambridge,
1987.
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tra vari istituti di ricerca, poi con I'awio dello Human Genome Project’’, una vera e propria finestra
sulla Big Science che caratterizza il nostro secolo e che trova il suo corrispettivo, in altri ambiti, nell’
Large Hadron Collider (LHC) del CERN di Ginevra o nella Stazione Spaziale Internazionale.
L’International Human Genome Sequencing Consortium e arrivato a coinvolgere non solo Stati Uniti e
UK, ma anche Germania, Giappone, Cina e Francia®.

Né va dimenticato, infine, che anche la storia della genetica, come tutta la storia del sapere scientifi-
co, e affollata di figure femminili che la memoria storica ci ha consegnato a fatica, nonostante i con-
tributi fondamentali che hanno dato. Il nome pil noto & certamente quello di Rosalind Franklin, ma
non é la sola. Si pensi alla gia citata Nettie Maria Stevens, a cui si deve la scoperta del cromosomaY,
oppure a Barbara McClintock, Premio Nobel per la Medicina e la Fisiologia nel 1983, che negli anni
‘50 scopri i trasposoni (elementi genetici in grado di spostarsi) o ancora a Martha Chase, cui si deve
I’esperimento cruciale con i batteriofagi che porto all’identificazione del DNA come portatore del ma-
teriale genetico: I'esperimento prende oggi il nome di esperimento Harshey-Chase, eppure di rado &
ricordata la collaborazione della Chase con il Gruppo del Fago.

Tutte queste dinamiche, che la storia della genetica mette ben in luce, sono una finestra sul pit am-
pio panorama dello sviluppo del pensiero scientifico. Certo la genetica & luogo d’osservazione privile-
giato: molto ci dice del nostro passato e del nostro presente e molto continuera a raccontare a chi un
domani si guardera indietro.

37 La bibliografia & davvero ricca. Si veda a titolo d’esempio H. ZWART, Human Genome Project: History and As-
sessment, in International Encyclopedia of Social & Behavioral Sciences, Oxford, 2015, 1l ed., 311-317.
38 Vedi www.genome.gov/human-genome-project, (consultato il 18 Gennaio 2021).
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ABSTRACT: The history of genetics, since its origin, has transcended the scientific di-
mension, interweaving social, cultural, and political contexts. This brief contribution
aims both to offer a chronological overview of scientific achievements in the field of
genetics, starting from the pivotal work of Mendel and Darwin, and to outline con-
cepts and themes that have emerged over time. It will show how the history of ge-
netics allows us to reflect on some peculiar dynamics of the history of scientific
thought, such as the evolution of scientists’ image, its relationship with society, the
birth of new forms of cooperation (from the small lab to Big Science), and a constant,
intense dialogue among the different social actors. All these elements still strongly
characterize genetics today and investigating their historical roots will help us under-
stand their nature and raison d'étre.

KeywoRDs: Chronology; concepts; society; genetics; history

SUMMARY: 1. Introduction — 2. From Charles Darwin to the Genome Project: A chronological overview — 3. Evolv-
ing concepts — 4. Conclusions: Contexts, actors, dynamics.

1. Introduction

he history of studies, hypotheses, and discoveries in the field of genetics is not only a mat-

ter of the development of science. This is true of any paradigm shift! or new theory, of

course, but in the birth and emergence of genetic theories, the links between the evolution
of scientific thought and the historical, sociological, and cultural context are particularly evident, re-
current, and ultimately worthy of attention. Obviously in this case, these links between scientific
production and its contexts are nourished primarily by the proximity of the theme to the meaning of
human life, its origin, and its future. The emergence of new concepts, such as “hereditary character”
or “gene”, at the end of the nineteenth century forced us to rethink humankind’s past, its evolution,
its relationship with other living forms, and its specificities. In the field of genetics, the dialogue be-
tween what has taken place and is taking place in laboratories and research centres and what lies
outside them is now more intense than ever, as demonstrated by the epistemological, philosophical,
ethical, political, and legal debates prompted by the new frontiers of genomic editing, biobanks, and
soon.

* Post-doc researcher, Labex Hastec/IHMC/Paris 1 Panthéon Sorbonne. Mail: ilaria.ampollini@unitn.it. The arti-
cle was peer-reviewed by the editorial committee. The original version of this article is in Italian. This English
translation was provided by the editors, including in-text citations of texts. All resulting mistakes in words or
meanings are their responsibility. The article was peer-reviewed by the editorial committee.

L T. KUHN, The Structure of Scientific Revolutions, Chicago, 1962.
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The very concept of the gene, as well as those of genetics and DNA, has become such an integral part
of our culture? and way of thinking that various authors,® building on the classic article by Star and
Griesemer in 1989, have referred to it as a fitting example of a “boundary object”. Boundary objects
are “both plastic enough to adapt to local needs and the constraints of the several parties employing
them, yet robust enough to maintain a common identity across sites. [...] They have different mean-
ings in different social worlds, but their structure is common enough to more than one world to
make them recognizable, a means of translation”.* It is quite easy to understand why an ‘object’ such
as the double-helix structure of deoxyribonucleic acid and a term such as gene easily lend themselves
to this definition. This, however, is already in some way a point of arrival, something that we easily
recognise in the sensitivity and reinterpretation of our contemporary world.

It is therefore interesting to look at how genes and genetics have been scientifically and socially con-
stituted over time, starting with Mendel’s research and going to the end of the twentieth century,
when the Human Genome Project was launched. In the second step, we will consider how the con-
cept of the gene has changed over time and how other concepts, such as race and eugenics, were
first widespread and then became outdated. Finally, we will highlight the contexts and themes cen-
tral to the development of scientific thought, for which the evolution of genetics offers numerous
opportunities: for example, the birth of laboratories in the modern sense and the changes in their
collaboration, or women’s contributions, or the image of the scientist in his or her relationship with
society.

2. From Charles Darwin to the Genome Project: A chronological overview

The roots of genetics and the study of the inheritance of traits can usually be traced back to the Eng-
lishman Charles Robert Darwin (1809-1882) and the Czech Gregor Johann Mendel (1822-1884).°
Certainly, such themes, which can already be found in classical authors such as Aristotle or Democri-
tus, have always accompanied the history of philosophical and scientific thought. From the early
modern age onwards, reflections on the origin and evolution of species and the mechanisms of re-
production intensified considerably, producing fundamental contributions that paved the way for the
many crucial steps that marked the nineteenth century. Thus, Darwin’s and Mendel’s theories were
preceded by essential works, such as the evolutionary theory developed by Jean-Baptiste Lamarck

2 See, for instance, D. NELKIN, M. LINDEE, The DNA Mystique: The Gene as a Cultural Icon, Ann Arbor, 2004.

3 M. BuccH, Science and the Media: Alternative Routes in Scientific Communication, London/New York, 1998,
pp. 30-32; H.-J. RHEINBERGER, Gene Concepts: Fragments from the Perspective of Molecular Biology, in P. J.
BEURTON, R. FALK, H.-J. RHEINBERGER (eds.), The Concept of the Gene in Development and Evolution: Historical and
Epistemological Perspectives, Cambridge, 2000, pp. 219-239; E. PARTHENIA SHEA, How the Gene Got Its Groove:
Figurative Language, Science, and the Rhetoric of the Real, 2008, chap. 5.

4S. L. STAR, J. R. GRIESEMER, Institutional Ecology, ‘Translations’ and Boundary Objects: Amateurs and Profession-
als in Berkeley’s Museum of Vertebrate Zoology (1907-39), in Social Studies of Science, 19 (3), 1989, p. 393.

5 The chronological reconstruction was based in particular on the following texts: P. S. AGUTTER, D. N. WHEATLEY,
Thinking about Life: The History and Philosophy of Biology and Other Sciences, Dordrecht, 2008; P. J. BOWLER, J.
V. PICKSTONE, The Cambridge History of Science, Vol. 6: Modern Life and Earth Sciences, Cambridge, 2008; and
the older P. Rossi (ed.), Storia della Scienza e della Tecnica, Torino, 1988, vol. Il, tome II; vol. Ill, tomes | & Il. The
chapters on biology are authored by B. FANTINI. Other sources are specified in the following.
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(1744-1829) or the studies on hereditary traits carried out by hybridisers, cultivators, and zootechni-
cians through empirical research, which had already multiplied in the second half of the eighteenth
century.® At the same time, it is undeniable that it was Darwin and Mendel who introduced the
methodologies, contents, and interpretative proposals that were to play a central role in the devel-
opment of knowledge in the decades that followed—although we should remember at this point that
initially, Mendel’s work was forgotten; it was then rediscovered at the dawn of the twentieth centu-
ry, unlike Darwin’s, which was immediately included in the debates of the time.

Of Darwin’s important works, we recall here the indispensable Origin of the Species, published in
1859: a work that came out after a long gestation’ and that was the result of the journeys that the
Englishman made on board the HMS Beagle, during which he had the opportunity to collect an im-
pressive amount of data on numerous animal species and fossils. Proceeding by inductive generalisa-
tion, Darwin developed a theory of evolution based on the idea of random and heritable variation, in
which the action of natural selection intervenes in favour of the most suitable organism in a given
environment. Darwin also made a proposal about the mechanism of inheritance of variation, called
pangenesis, and formulated it in a variety of animals and plants under domestication (1868). Accord-
ing to this hypothesis, each part of the body produces corpuscles, the pangens, which flow into the
egg cells and from there participate in the reproductive mechanism.

By contrast, Mendel based his theories on an extensive series of experiments conducted between
1856 and 1863 in Briinn, where he had joined the Augustinian monastery and taught as a substitute
teacher in secondary schools. Based on crossbreeding generations of Pisum sativum, the common
pea plant, Mendel studied the transmission and recombination of hereditary traits in offspring. In
light of the crossbreeding obtained, he hypothesized the existence of two factors, one from the fa-
ther and one from the mother, one of which could ‘hide’ the other. What is most significant about
Mendel’s methodology is not only the use of a quantitative and experimental approach but also, and
above all, the application of mathematical and statistical calculations to the results obtained.

But why did Mendel’s work go largely unnoticed? Several hypotheses have been proposed,® but none
seems able to fully explain the substantial indifference of the scientific community of the time to the
conclusions Mendel presented to the Natural Science Society in Briinn and published in its Proceed-
ings. Whatever the reason, it was not until the beginning of the twentieth century that Hugo De Vries
(1848-1935) and Carl Erich Correns (1864—1933) rediscovered the Czech monk’s findings, which only
then began to gain popularity and meet with experimental confirmation and general appreciation. At
this point, a crucial figure in the history of genetics entered the scene: the Englishman William
Bateson (1861-1926), the main advocate of Mendelian theory, who contributed greatly to its dissem-
ination in English-speaking countries.

Through new studies, it became essential to investigate whether Mendelian factors were physical re-
alities—and if so, where they were located—and how the transmission of a certain factor from par-

6 A synthesis can be found in MAVYR, Storia del pensiero biologico (ed. or. The Growth of Biological Thought: Di-
versity, Evolution and Inheritance, Cambridge, 1982), Torino, 2011, vol. I, pp. 589-599.

7 ). VAN WYHE, Mind the Gap: Did Darwin Avoid Publishing his Theory for Many Years?, in Notes and Records of
the Royal Society of London, 61 (2), 2007, pp. 177-205.

8 See P. Rossl, op. cit., vol. I, tome I, pp. 924-928.

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021




llaria Ampollini

ents to offspring took place. The encounter between experiments in the field of agro-zootechnics,
which had always looked at the transmission of traits, and research in the field of cytology, which en-
abled us to gain a better understanding of the structure and composition of cells, thus became im-
portant.

In fact, the existence of DNA, albeit called by different names, and of chromosomes had been known
since the second half of the nineteenth century. It was the Swiss Friedrich Miescher who in 1869 iso-
lated DNA during a series of experiments on leukocytes. Inside white blood cells, Miescher found a
phosphorous-rich compound and called it nuclein, because he realised that it was in the cell nucleus.
Almost twenty years later, Albrecht Kossel (1853—1927), Nobel Prize winner in 1910, showed that
nuclein was composed of a protein part and a non-protein part (nucleic acid). Proceeding with the
analysis of nucleic acids, he identified adenine, cytosine, guanine, thymine, and uracil. At the time,
however, it was certainly not possible to hypothesise that DNA was involved in the mechanisms of
the transmission of hereditary traits.

The same applies to chromosomes. They were discovered in 1878 by Walther Flemming (1843-
1905), who also studied the process of cell division, called mitosis, and they were named by Heinrich
Wilhelm Gottfried von Waldeyer Hartz (1836—1921). Their link to the transmission of hereditary traits
became evident only years later. Incidentally, until 1955, the exact number of chromosomes in the
human karyotype was not known; it became clear thanks to the work of Joe-Hin Tjio (1919-2001)
and Albert Levan (1905-1988), both trained plant cytologists.

William A. Cannon (1870-1958) and Walter Sutton (1877—-1916) were among the first to imagine that
Mendelian factors were physically located on these threadlike structures. Their collaboration at the
Zoological Station of Naples with Theodor Boveri (1862—1915) was essential because Boveri had al-
ready achieved important results. In 1902, Sutton, working on the chromosomes of Brachystola
magna (grasshopper), realised that the number of chromosomes was halved during meiosis and that
each spermatozoon or egg cell therefore received only one chromosome per pair. In his article ‘The
Chromosomes in Heredity’, published in the Biological Bulletin in 1903,° Sutton demonstrated the
substantial consistency of his results with Mendel’s conclusions and suggested that chromosomes
were the physical basis of Mendel’s laws of heredity.

This was the beginning of intense research activity into chromosomes and the localisation of Mende-
lian factors, attracting the interest of many scholars and research groups. It is precisely in this crucial
step, epistemological even more than experimental, that we identify the end of formal genetics and
the beginning of what can be called chromosome genetics. Of the many advances made in the dec-
ades that followed, we should at least mention the work of Nettie M. Stevens (1861-1912), who
identified the male Y chromosome. The discovery was published in the famous 1905 Studies in sper-
matogenesis with especial reference to the accessory chromosome'® and followed the results of Er-
win C. McClung (1870-1946), who had traced sex determination to the X chromosome alone.

9 W. SUTTON, The Chromosomes in Heredity, in Biological Bulletin, 4 (5), 1903, pp. 231-251.

10'N. M. STEVENS, Studies in Spermatogenesis with Especial Reference to the "Accessory Chromosome", Washing-
ton, D.C., 1905, Vol I. Cfr. S. G. BRUSH, Nettie M. Stevens and the Discovery of Sex Determination by Chromo-
somes, in Isis, 69, 1978, pp. 162-172.
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A strong impetus for these new lines of research came also from Thomas H. Morgan (1866—1945),
1933 winner of the Nobel Prize for Medicine, and his research group, which concentrated their ex-
periments on Drosophila melanogaster (fruit fly). Initially, Morgan was inclined towards an epigenet-
ic theory. He was also sceptical of Sutton’s studies and more prone to believe that the cytoplasm,
and not the nucleus (and therefore the chromosomes), played a major role in heredity. After study-
ing the white-eye mutation on Drosophila and analysing its transmission to offspring, Morgan com-
pletely revised his position. He argued that genes were physically located on chromosomes, and he
explained that certain ‘Mendelian factors’ recombined during meiosis according to the theories of a
Belgian cytologist, Frans Alfons Janssens (1865—-1924), who in 1904 was the first to describe the
crossing-over phenomenon. Janssens had noted how, during meiosis, members of chromosome pairs
roll over each other, facilitating the exchange of strand segments. The more two factors usually asso-
ciated (e.g. wings and eye colour) end up splitting, the further apart their positions on the chromo-
somes must be. This was the basis for the first mapping attempts by Morgan’s group in the following
years, in particular by Alfred H. Sturtevant (1891-1970).

The established variability of genes and the phenomena of recombination intensified the interest in
mutations, which also led to a challenging methodological question: How can we systematically study
a phenomenon that is in itself random and unpredictable? Attempts were made to induce mutations
in the laboratory. One of the scientists who worked hardest on this problem came from Morgan’s
group: Hermann Joseph Muller (1890-1967), Nobel Prize winner in Medicine in 1946, who demon-
strated how the use of massive doses of X-rays could induce mutations in egg and sperm cells.!! Mul-
ler also claimed, unlike many of his colleagues, that the mutations induced by this method were the
same as those that occur naturally.’ It was only later that scientists began to use chemical mutagens.
Mutational studies are another fundamental line of research intertwined with the hypotheses about
the genes’ role in controlling and regulating metabolic reactions. One of the earliest examples pre-
dates Muller’s findings: Between 1902 and 1908, Archibald Garrod (1857-1936) observed that cer-
tain metabolic diseases, such as alkaptonuria, albinism, cystinuria, and pentosuria, are transmitted
according to Mendel’s laws, therefore assuming that their cause was a mutation in a hereditary fac-
tor. They are in fact all diseases caused by the lack of a specific enzyme. Garrod’s hypotheses became
relevant again in the 1940s, when George Beadle (1903-1989) and Edward Tatum (1909-1975) de-
vised the famous “one gene—one enzyme” formulation (which later became “one gene—one polypep-
tide chain”, in which, as we know, a triplet of bases codes for an amino acid) and inferred that the
two main functions of genes were self-replication and the production of enzymes.

In the 1930s, the analysis of human chromosomes®, which had hitherto been little studied, was
made possible by the development of cytogenetic techniques, paving the way for human genetics

11 H. J. MULLER, Artificial Transmutation of the Gene, in Science, 66, 1927, pp. 84-87; ID., The Problem of Genic
Modification, in Proceedings of the 5th International Congress 1, 1928, pp. 234-260.

124, ). MULLER, Artificial Transmutation of the Gene, pp. 84-87.

13 There is no room here to talk about the evolutionary synthesis, which saw Darwinian evolutionism and Men-
delian theory merge into a study of populations that accounted for the most recent results in the field of genet-
ics and the tools of statistics. John Haldane (1892-1964), Sewall Wright (1889-1988), and Ronald Fisher (1890-
1962) are regarded as its initiators. For a historical reconstruction signed by one of the protagonists of the de-
bate, see E. MAYR, op. cit., vol. Il.
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and the intensification of discoveries of genetically based diseases. In the 1940s, it was the turn of
thalassaemia, whose genetic origin was demonstrated by two Italian researchers, Ida Bianco (1917-
2006) and her husband Ezio Silvestroni (1905-1990), and by James V. Neel (1915-2000), who went
on to study sickle-cell anaemia. As is well known, it was Linus Pauling (1901-1994), later awarded the
Nobel Prize for Chemistry and Peace, who in 1949 investigated the physical properties of haemoglo-
bin in the case of anaemia and finally confirmed the link between genes and protein synthesis. In the
following decade, attention expanded to diseases caused by chromosomal abnormalities. In 1959, for
example, Jérome Lejeune (1926-1994), counting on the valuable collaboration of Marthe Gautier
(1925-), a specialist in the analysis of cell cultures (and using Tjio and Levan’s cytological technique),
observed that Down’s syndrome was linked not to the absence of a chromosome but to the presence
of an extra chromosome.

In the meantime, the so-called Phage Group, an informal collaborative network comprising, among
others, the physicist Max Delbriick (1906—-1981), Alfred D. Hershey (1908-1997), and Salvador Luria
(1912-1991), tackled a new problem that had become central, namely, whether genetic material was
carried by proteins or by DNA, both of which were present in the nucleus. The experiments were car-
ried out using a bacteriophage whose phosphorus parts had been radioactively charged, and the re-
sults gathered evidence that it was DNA that contained the hereditary information. They found that
the virus released not proteins but only DNA into the bacterium to “colonise” it. This discovery
earned Delbriick, Hershey, and Luria the Nobel Prize for Medicine in 1969.%

Increasing research into the properties of deoxyribonucleic acid led to the discovery of its double-
helix structure in 1953. This work, carried out by James Watson (1928-) and Francis Crick (1916—
2004), would never have been possible without the studies of Maurice Wilkins (1916-2004) and
Rosalind Franklin (1920-1958). At this point, it was necessary to explain not only the mechanisms of
DNA self-replication but also how protein synthesis was controlled. The identification of messenger
RNA was not long in coming. Finally, in a 1961 article published in Nature,® Crick, together with
Leslie Barnett (1920-2002), Sydney Brenner (1927-2019), and Richard Watts-Tobin (1934-), set out
to decipher the genetic code: the sequence of bases was to be read in triplets, since each triplet (or
codon) encodes an amino acid.

In the years that followed, the steps forward were countless and decisive. It would be too complex to
go through all the stages: for example, the 1977 discovery of the existence of introns and exons, and
therefore of the presence of non-coding DNA; the first steps in biotechnology; and the localisation in
1983 of the first polymorphic marker linked to a genetic disease, that relating to Huntington’s cho-
rea, found on chromosome 4.°

The growth of increasingly precise and complex knowledge led to the Human Genome Project in the
late 1980s. Given the considerable costs involved in the project, the first of its kind in the life scienc-
es, there was much criticism and discussion. In fact, the complete sequencing of the human genome

14 The reasons can be found at www.nobelprize.org/prizes/medicine/1969/summary/, last accessed 20 January
2021.

15 F. CRricK, L. BARNETT, S. BRENNER, R. WATTS-TOBIN, General Nature of the Genetic Code for Proteins,
in Nature, 192, 1961, pp. 1227-1232.

16 ). F. GUSELLA ET AL., A polymorphic DNA marker genetically linked to Huntington's disease, in Nature, 306, 1983,
pp. 234-238.
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definitively opened up a new phase in the history of genetics, of which we are today only seeing the
first effects, centred on the possibility of intervening directly on genes, for example, to prevent or
cure diseases by modifying DNA.

3. Evolving concepts

This brief, non-exhaustive chronological reconstruction shows how the history of genetics is marked
by the birth and sequence of new concepts, whose meanings constantly change, intertwining with
philosophical, historical, sociological, and cultural issues. Obviously, the concept of the gene is cen-
tral, but it is not the only one to deserve attention. Other concepts, such as heredity, ‘race’, eugenics,
and epigenetics, have played and continue to play an important role, demonstrating once again how
and to what extent research into DNA, the evolution of species, and the mechanisms of cellular re-
production have catalysed, in the past as well as today, reflections and debates in the world of re-
search and in society in equal measure.

As many contributions have shown,'” the concept of the gene has taken on profoundly different
meanings in the history of genetics, in relation both to the periods when studies on heredity were
carried out and to the epistemological approach of the researchers dealing with it over time.

The term gene was introduced®® in 1908 by Wilhelm Johannsen (1857-1927), a Danish botanist, and
soon replaced a series of words that had been used to that point, from Mendel’'s Merkmal—
‘character’, ‘factor’—to the Anlage—‘unit’—of the Dutchman De Vries, and the Unit-character pro-
posed by Bateson. The problem lay in the semantic confusion that these terms failed to resolve: they
could refer either to the visible characteristic or to the corresponding hereditary basis. It was for this
reason that Johannsen introduced the clear distinction between ‘phenotype’ and ‘genotype’. The
term gene recalled pangene, which Darwin and De Vries had used to refer to hereditary particles.
This lexical change was crucial and brought with it questions not only of semantics but also of epis-
temology, science, and philosophy. The first problem emerging with renewed clarity was about the
relationship between gene and characteristic, the chemical and biological mechanisms relating them,
and, above all, the nature of the gene itself. If phenotypic characteristic was the empirically ‘seen’,
how was the gene to be understood? Was it a material reality or, rather, a unit of calculation? The
formal approach, the term used to refer to the pre-molecular or classical phase of the history of ge-
netics,'® did not concern itself with what a gene actually and chemically was. Johannsen himself was
not interested in answering the question, as this passage from his fundamental text Elemente der ex-
akten Erblichkeitslehre® shows: “The word gene is completely free from any hypothesis; it only ex-

17 For an in-depth discussion: E.F. KELLER, The Century of the Gene, Cambridge, 2000; P. J. BEURTON, R. FALK, H.-J.
RHEINBERGER, The Concept of the Gene in Development and Evolution: Historical and Epistemological Perspec-
tives, Cambridge, 2000; P. PORTIN, The Concept of the Gene: Short History and Present Status, in The Quarterly
Review of Biology, 68 (2), 1993, pp. 173-223; E. A. CARLSON, Defining the Gene: An Evolving Concept, in American
Journal of Human Genetics, 49, 1991, pp. 475-487.

18 Curiously, William Bateson had already used the term genetics in a private letter four years earlier, but it did
not become widespread until after Johannsen introduced gene.

9P, PORTIN, op. cit., pp. 175-179.

20 \W. JOHANNSEN, Elemente der exakten Erblichkeitslehre, Jena, 1909.
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presses the established fact, that at least many properties of an organism are conditioned by special,
separable, and thus independent ‘conditions’, ‘foundations’, ‘dispositions’”.?! In the third edition of
1926, Johannsen emphasised the concrete dimension of the gene?’—“Genes are realities, not hypo-
thetical conceptions” —but then concluded that genes are “entities of calculation, expressions of re-
alities of unknown nature”.?® Despite the possible apparent contradictions, it is quite clear that for
Johannsen, it was important to state that genes exist, that “they are there”. It was less important to
establish “what they are” because that is not functional in explaining the mechanisms of heredity.
Already the cytogenetic phase implied a change since with Sutton and then the studies of Morgan
and his research group, interest shifted to chromosomes,? their constitution, and the possible loca-
tion of genes. Regarding this period, Hermann Muller’s text, read at a conference in 1926, remains
fundamental. The American geneticist reiterated his opinion that the gene was the basis of life and
not just a basis of life. Incidentally, Muller argued for the key role of mutations and, more than any-
thing else, their inheritance, maintaining that mutations and inheritance were key components of the
same mechanism, not separate processes.”

A further breakthrough occurred with the entry into the molecular phase—which Portin calls neo-
classical—and thus with the identification of the double-helix structure of DNA and the coding mech-
anisms of polypeptide chains. The years that followed 1953 strongly put the concept of the gene as a
unit of information to the test. Consider, for example, the 1976 discovery of introns, demonstrating
the existence of non-coding—and therefore apparently unused and unusable material—within each
gene. Other examples include all the subsequent experiments that led to intervention directly on the
gene to modify it. The more the gene was investigated, the more its concept became complex and
difficult to handle. The words of Portin, who wrote thirty years ago, are very effective in this respect:

[Due to] the discoveries of repeated genes, split genes, nested genes, overlapping genes, transposable genes,
alter-native splicing, multiple and complex promoters, enhancers and silencers, downstream signals, internal
control signals, proteolytic cleavage of translation products and other types of protein processing, editing of
primary transcripts, the special case of immunoglobin genes, and the detailed analysis of gene complexes [...],
our comprehension of the nature of the gene entered a dramatic new phase. Paradoxically, in spite of the new,
sometimes overwhelming, concreteness of our comprehension of the gene as a result of DNA technology, we
seem to be left with a rather abstract and generalized concept of the gene that has quite different significances
in different contexts.?®

2! Translation by N. ROLL-HANSEN, Commentary: Wilhelm Johannsen and the problem of heredity at the turn of
the 19th century, in International Journal of Epidemiology, 43(4), 2014, pp. 1007-1013.

22 \W. JOHANNSEN, Elemente der exakten Erblichkeitslehre, Jena, 19263.

23N, ROLL-HANSEN, op. cit., p. 1011.

24E_ A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene, in Journal
of the History of Biology, 7 (1), 1974, pp. 31-48.

25 E. A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene, op. cit.,
p. 31. See H. J. MULLER, Variation Due to Change in the Individual Gene, in The American Naturalist, 56 (642),
1922, pp. 32-50.

26 P, PORTIN, op. cit., p. 174.
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It is precisely this last passage, in which Portin maintains that the concept of the gene “has quite dif-
ferent meanings in different contexts”, that brings us back to the contemporary idea of the gene as a
“boundary object” that crosses spheres and contexts and takes on renewed semantic values over
time. In particular, we should emphasise how today the ‘gene’ is not an exclusive preserve of scien-
tific language, belonging plastically to social, cultural, legal, political, and economic reality.

Moreover, it is typical of the history of genetics, as we said, to cross heterogeneous dimensions that
go beyond the purely scientific. Another concept clearly demonstrates this: namely, the concept of
eugenics.?”’

Well before the sad and well-known drifts of the Nazi and Fascist regimes, the term eugenics was
coined in 1883 by Francis Galton (1822-1911),® who would later define it as “the study of the agen-
cies under social control that may improve or impair the racial qualities of future generations either
physically or mentally”.?® At the beginning of the twentieth century, eugenics programmes multi-
plied, together with the number of conferences, societies, and journals. Examples include the Ameri-
can Eugenics Record Office, the English Eugenics Society dedicated to popularisation, and the Eugen-
ics Review.3® The basic idea was to “improve” the human species by eliminating phenomena such as
alcoholism, crime, ‘moral degeneration’, and even innate eroticism. The basic assumption of the pro-
gramme was that all these behaviours were phenotypical traits determined solely and exclusively by
a single gene (the environment or situations of degradation were not taken into account). It would
therefore be easy to eliminate them, for example, by means of targeted sterilisation campaigns. Sci-
entists of the calibre of Muller or Morgan adhered to this idea, and across the USA in the 1930s, a se-
ries of forced sterilisations were carried out. Opposition to the concept of eugenics became very
strong in scientific circles, and fierce criticism arose because of factors including Hitler’s rise to pow-
er, together with the Nazis’ use of these theories, and the gradual awareness of the lack of scientific
basis for the concept (it was soon discovered that each phenotypic characteristic was in fact deter-
mined by several genes). So, the term was no longer used, except in a negative sense, and the first
human genetics programmes promoted at first the protection of the human gene pool and its varia-
bility as a guarantee of the survival of the species.?!

A similar path and fate were met by the concept of race. The discoveries about the extreme variabil-
ity of human DNA and the evolution of the human species demonstrated its scientific unreliability
and definitively confirmed the impossibility of implementing a discrete and objective classification on
a genetic basis.3 The concept of race was so criticised by scientists that this criticism, combined with
political events and social and cultural changes of the second half of the twentieth century, made
necessary and imperative a broader reappraisal of the term.

27 See A. BASHFORD, P. LEVINE (eds.), The Oxford Handbook of the History of Eugenics, Oxford, 2010, and also F.
CASSATA, Molti, sani e forti. L’eugenetica in Italia, Torino, 2006.

28 F, GALTON, Inquiries into Human Faculty and its Development, London, 1883.

2% F. GALTON, Memories of my Life, London, 1908, p. 321.

30 |, BLAND, L. A HALL, Eugenics in Britain: The View from the Metropole, in A. BASHFORD, P. LEVINE (eds.), op. cit.,
pp. 213-227.

31 B. FANTINI, in P. Ross|, op. cit., 1988, Vol. I, tome Il, p. 793.

32 . L. CAVALLI-SFORZA, P. MENOZzI, A. PIazzA, The History and Geography of Human Genes, Princeton, 1994, pp.
16-20.
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So these terms were decisively abandoned, but others were not. Let us mention at least one that was
introduced in 1942 and continues to be used today. This is the concept of epigenetics, a recent
branch of genetics studying how the environment influences gene expression without altering DNA
sequences.

4. Conclusions: Contexts, actors, dynamics

The history of genetics is an incredible magnifying glass, allowing us to take a close look at science
and how it works and has worked over the last century. If we look at the places and actors of gene
studies, we find not only a sequence of hypotheses, discoveries, and methodologies but also a rich
overview of contexts, places, and sociocultural dynamics.

Let us begin by looking at the two scientists who, as we said, are generally referred to as those who
gave the decisive impetus to the research on evolution and the heredity of traits developed during
the twentieth century: Mendel and Darwin. Their biographies and intellectual paths, in many differ-
ent ways, open a window on what it meant to be a “man of science” in the second half of the nine-
teenth century. Mendel was the son of a farmer, and to continue his studies, he entered a monas-
tery, where his appointment as abbot effectively prevented him from continuing his scientific work.
Darwin, on the other hand, came from a wealthy family; the son of a doctor and grandson of a natu-
ral philosopher, he could support his travels and research without financial worries. For both of
them, being a scientist was not a profession; it was an occupation developed according to their own
inclinations and interests without any income. This point is crucial for the history of scientific thought
as well as for the evolution of the figure of the scientist, especially in relationship with society.>* Only
during the twentieth century, due to the progressive institutionalisation of science and the produc-
tion of knowledge, does the figure of the professional scientist emerge as one who researches no
longer for (only) mere vocation but (also) for work, earning a living. This is a paradigmatic change,
giving rise to new areas of knowledge and provoking new questions and reflections by social actors.
It is therefore no coincidence that Craig Venter’s (1946-) decision to found Celera Genomics as a pri-
vate response to the Human Genome Project has catalysed growing debate and reflection on the
lawfulness and morality of his conduct.3* This scientist-entrepreneur personifies the highest point of
this ongoing tension. On the one hand, there is the ancient perception of the scientist as a morally
upstanding figure, who carries out his or her studies with complete economic disinterest. On the
other hand, the professional scientist emerges, pursuing profit as a ‘side effect’ and using scientific
research as a genuine entrepreneurial activity.

33 On the images of the scientist throughout the history of science, see the fundamental works by Shapin, in
particular S. SHAPIN, The Way We Trust Now: The Authority of Science and the Character of the Scientist, in P.
HooDBHOY, D. GLASER, S. SHAPIN (eds.), Trust Me, I'm a Scientist, London, 2004, pp. 42-63; S. SHAPIN, The Man of
Science, in L. DASTON, K. PARK (eds.), The Cambridge History of Science. Vol. 3: Early Modern Science, Cambridge,
2006, pp. 179-191; S. SHAPIN, Figures de scientifiques, in Histoire des sciences et des savoirs, Vol. 3: Le siécle des
technosciences (depuis 1914), Paris, 2015, pp. 27-45.

34 For instance, S. SHAPIN, Figures de scientifiques, pp. 27-45; ). WITKOWSKI, A life worth writing about, in Nature,
449, 2007, pp. 785-786.
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Furthermore, when the subject of the research is the genome, and therefore the very essence of
human life, intense ethical, legal, and philosophical questions arise, summed up by this question:
Who owns the genome?*

Another trend in the history of genetics relates to the birth of the laboratory in the modern sense.
Consider Mendel and Darwin; surely, they were part of a network of contacts fundamental to their
training and to the reception of their work. But it is clear that the two men of science worked on
their research largely alone. We have to go forward in time to find more extensive, continuous, and
even institutionalised collaborations and arrive at the first genuine research groups in the life scienc-
es. One of the earliest, and also best known and most important, laboratories in the history of genet-
ics is undoubtedly the one set up around the figure of Morgan, also known as the ‘Drosophila Group’,
with reference to the animal model used, or the ‘Fly Group’, after the name of the room where the
researchers met. Here, in the Zoology Department of Columbia University, biologists such as Muller,
Sturtevant, and Calvin B. Bridges (1889-1938)¢ worked together. Another example is the famous
Phage Group, an informal group that revolved around the figure of Delbriick rather than a real labor-
atory, in which the meeting of scientists from different backgrounds played a key role. This group
gave rise to the Phage Course, a summer school at the Cold Spring Harbor Laboratory, which was
fundamental to the training of numerous researchers.

It is even more interesting to note that, from the laboratory’s limited and restricted size, the range of
action has increasingly expanded, first with the intensification of collaborations between different
research institutes, and then with the launch of the Human Genome Project,*” a proper window on
the Big Science that characterises our century and finds its counterpart in other fields in the Large
Hadron Collider (LHC) of CERN in Geneva or in the International Space Station. The International Hu-
man Genome Sequencing Consortium has come to involve not only the USA and the UK but also
Germany, Japan, China, and France.?®

Finally, it should not be forgotten that the history of genetics, like the whole of the history of scien-
tific knowledge, is also crowded with female figures that the historical memory has given us with dif-
ficulty despite the fundamental contributions they have made. The most famous is certainly Rosalind
Franklin, but she is not the only one. Think of Nettie Maria Stevens, who discovered the Y chromo-
some; Barbara McClintock, winner of the Nobel Prize for Medicine and Physiology in 1983, who in
the 1950s discovered transposons (genetic elements that can move); or Martha Chase, who per-
formed the crucial experiment with bacteriophages that led to the identification of DNA as the carri-
er of genetic material: the experiment is now known as the Hershey-Chase experiment, yet Chase’s
collaboration with the Phage Group is rarely mentioned.

35 M. ANGRIST, R. M. Cook-DEEGAN, Who Owns the Genome?, in The New Atlantis, 11, 2006, pp. 87-96.

36 See E. A. CARLSON, The Drosophila Group: The Transition from the Mendelian Unit to the Individual Gene, op.
cit. On the relevance of specific laboratory dynamics in the construction of scientific knowledge, see B. LATOUR,
S. WOOLGAR, Laboratory Life: The Construction of Scientific Facts, Beverly Hills, 1979; B. LATOUR, Science in Ac-
tion: How to Follow Scientists and Engineers Through Society, Cambridge, 1987.

37 The bibliography is very rich. See, for example, H. ZWART, Human Genome Project: History and Assessment, in
International Encyclopedia of Social & Behavioral Sciences, Oxford, 2015, 2 ed., pp. 311-317.

3% www.genome.gov/human-genome-project. Last visited on 18 January 2021.
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All these dynamics, which the history of genetics highlights, are a window on the broader panorama
of the development of scientific thought. Genetics is undoubtedly a privileged place of observation. It
tells us a great deal about our past and our present and will continue to do so for those who look
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back in the future.
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ABSTRACT: Beyond the recurring questions “Is race social or biological?”, “Is race real or
illusory?” which encapsulate the philosophical morass of the ontology of race, this

//

C

paper, after a brief summary of the development of the scientific debate, focuses on &

the attitude that the law should take towards this contested concept and the “cursed” N\

word that describes it. In particular, the analysis will focus on a “symbolic” aspect, that k\\
NN

of the use of the word “race” in the constitutional lexicon of different countries, and
on amore “functional” one, related to the use of the “racial argument” in some policies
aimed at overcoming health disparities. Lastly, a brief reference will be made to the
impact of technological innovations on the racial discourse, to understand, in
particular, whether and how A.Il. technologies increase or reduce racial bias.

KEYwoRDS: Race; discrimination law; equality; genetics; constitutional law

SUMMARY: 1. A definitional puzzle: The multifaceted, illusory, “cursed” concept of race — 2. The origins and
present-day relevance of race as a scientific assumption — 3. The two-fold attitude of the law to race —3.1. Can
constitutional amendments provide a solution? — 3.2. The contribution of race to (in)justice and (in)equality:
From blindness to consciousness — 4. From yesterday's discrimination to tomorrow's: A.l. as a multiplier or
reducer of racial bias?

1. A definitional puzzle: The multifaceted, illusory, “cursed” concept of race

he term race is common in scientific, social, political, and legal discourse around the world.

The word, with its uncertain etymology, refers to a multifaceted concept with a long history

which has, over the years, developed a complex relationship with biology, social sciences,
and the law. Its significance is due to its position at the interface between science and society. The
concept, shaped by its surroundings over generations, has historically been used as a mechanism to
group human beings and, consequently, as a powerful tool to legitimize systemic oppression.2
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* Assistant Professor (rtd b) in Comparative Public Law, Faculty of Law, University of Trento. Mail:
marta.tomasi@unitn.it. The article was peer-reviewed by the editorial committee.

1 According to some authors, the term derived from “ratio”, but others have provided evidence demonstrating
that it originates from “haraz”, an old French word which refers to horse breeding (G. FRANZINETTI, The Historical
Lexicon of Nationalism: Ethnicity, Ethnos, Race, Volksstamm: Historical Footnotes, in Colloquia Humanistica, 5,
2016, p. 56).

2 H. MOHSEN, Race and Genetics: Somber History, Troubled Present, in Yale Journal of biology and medicine, 93(1),
2020, pp. 215-219.
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The concept’s long use to justify the hierarchization of society links it explicitly with power, and some
scholars have, in fact, conceived race and racisms (understood as the “political abuse of science”?) as
structural and formative features of the colonialist era*. Claims of racial superiority — supposedly
authorized by the laws of nature — have lurked in many places and times, producing aberrant episodes
of human history, such as the Holocaust and apartheid, all interwoven from the threads of race and
nature.’

The category of race has imbued social relations so deeply that Bauman, in his study of the Holocaust,
identified the need for modernity to carefully construct a “new naturalness”, grounded in an authority
“different from that of the evidence of sensual impressions”.®

Race can only be analyzed and understood within the interplay of politics and science. And now,
genetics, which had historically provided an alleged basis for oppressive policies and the spread of
systemic racism, is contributing to the delegitimization of “race”. Scientific knowledge employed to
biologize imaginary hierarchies of human variation has been superseded by the best research in
genetics, revealing that the concept of “race” is elusive and has no scientific basis or reliable definition.
The link with science does not, however, seem to have been completely severed, and the category of
race has not yet altogether disappeared from the field of scientific research and medicine.

Beyond the recurring questions “Is race social or biological?”, “Is race real or illusory?” which
encapsulate the philosophical morass of the ontology of race, this paper, after a brief summary of the
development of the scientific debate, focuses on the attitude that the law should take towards this
contested concept and the “cursed”” word that describes it. In particular, the analysis will focus on a
“symbolic” aspect, that of the use of the word “race” in the constitutional lexicon of different
countries, and on a more “functional” one, related to the use of the “racial argument” in some policies
aimed at overcoming health disparities. Lastly, a brief reference will be made to the impact of
technological innovations on the racial discourse, to understand, in particular, whether and how A.l.
technologies increase or reduce racial bias.

2. The origins and present-day relevance of race as a scientific assumption

While the origins of the term and its earliest uses are debated,® the best known race-based
classification of human beings was proposed by the Swedish naturalist Carl Linnaeus who

3 R. BENEDICT, M. MEAD, Race: science and politics, Athens, 2019, p. vii.

4 A. STOLER, Race and the Education of Desire: Foucault's History of Sexuality and the Colonial Order of Things,
Durham, 1995, p. 9.

5See D. S. MOORE, J. KOsek, A. PANDIAN (eds.), Race, nature, and the politics of difference, Durham and London,
2003, Introduction, pp. 1-70.

6 Z. BAUMAN, Modernity and the Holocaust, Cambridge, 1989, p. 57.

7 This definition was given in Italy during the debates of the Constitutional assembly by Meuccio Ruini (see the
Constitutional Assembly’s debates of 24 March 1947 in www.nascitacostituzione.it).

8 It is interesting to note that, according to an analysis of the uses of the word “race” in different ages, the
physical-biological connotation of the term does not appear until the 18th century. See D. TEYSSEIRE, De l'usage
historico-politique de race entre 1680 et 1820 et de sa transformation, in Mots. Les langages du politique, 33,
1992, pp. 43-52 and N. HUDSON, From “Nation” to “Race”: The Origin of Racial Classification in Eighteenth-Century
Thought, in Eighteenth-Century Studies, 29(3), 1996, pp. 247-264.
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classified Homo sapiens into four groups: europaeus, americanus, asiaticus, and afer. By the tenth
edition of his Systema Naturae, published in 1758, these groups had become subspecies, color-coded
as red Americans, white Europeans, yellow Asians and black Africans.® At the time, various attempts
were made to categorize race scientifically, influenced by Linnaeus’ inclusion of social and personality
traits alongside physical ones in order to further entrench racial hierarchies.?

The more cautious approaches developed by Darwin, who challenged the rigidity of these categories
and emphasized the inconsistency and subjectivity of the criteria chosen to define them?!!, were
followed by the ideas of Galton, who theorized eugenics as the science by which the human stock
would be improved and described how selective breeding could be used to give “more suitable races
[...] a better chance of prevailing”.}? Galton’s ideas, shared by a considerable number of other
members of the scientific establishment at the time, spread and became increasingly influential during
the second half of the 1800s*3.

Early twentieth-century manifestations of the concept marked an important change: whereas previous
theories had based racial distinctions on observable physical traits, such as cranial capacity and skin
color, as knowledge of biology advanced, race came to be conceived as a reflection of unseen
differences attributed to the then newly discovered rules of heredity, based on genes. Eugenics
progressively gained momentum, justifying practices of discrimination and marginalization in a range
of different ways.

It took the Nazi policies of “racial hygiene” and the Holocaust to show the world the logical endpoint
of this horrific ideology®*. And, while these theories are no longer part of the scientific debate, and
openly eugenic practices are no longer tolerated,® the confused relationship between race and biology
has persisted.

1972 marked a turning point in the debate on race, when Harvard geneticist Richard Lewontin, in a
paper titled “The Apportionment of Human Diversity,” showed that most genetic variation (85.4 %)
occurs within human populations, and not among (supposed) racial groups. Lewontin concluded that

9S. MULLER-WILLE, Linnaeus and the Four Corners of the World, in K.A. COLES, R. BAUER, Z. NUNES, C.L. PETERSON (eds),
The Cultural Politics of Blood, 1500-1900, London, 2014, pp. 191-209.

10'H, MoHSEN, Race and Genetics: Somber History, Troubled Present.

11 C. DARWIN in his On the Origins of Species (1859) and The Descent of Man, and Selection in Relation to Sex
(1871). For a reconstruction of the evolution of the concept, see P. Greco, Breve storia del concetto di razza
umana, in M. Monti, C.A. ReDI (ed.), No razza, si cittadinanza, Pavia, 2017, pp. 21-29 and Id., Addio alla razza.
Una parola pericolosa che per la scienza non ha senso, in Scienza e Societa, 27-28, pp. XllI-133.

12 F, GALTON, Inquiries into Human Faculty, London, 1883, p. 25.

13 On the historical evolution of genetics, in this Special Issue, see |. AMPOLLINI, A brief history of genetics:
chronology, concepts, themes.

14 A fundamental reference goes to Gobineau’s Essay on the inequality of races, which had an almost incalculable
effect on late 19th-century social theory. Published in 1853-55, it is thought to be the “intellectual” link between
earlier racial theories and later, explicitly discriminatory scientific systematizations and public policies (J.A. DE
GOBINEAU, Essai sur l'inégalité des races humaines, Paris, 1833-1835).

15 An intuition of race as a social concept with no genetic basis seems first to have been presented by the
anthropologist Ashley MONTAGU in 1942, in his Man’s Most Dangerous Myth: The Fallacy of Race, New York, 1942,
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“Since such racial classification is now seen to be of virtually no genetic or taxonomic significance
either, no justification can be offered for its continuance”.®

The debate around the concept of race resurfaced with the conclusion of the Human Genome Project
in 2003, which seemed to offer an important opportunity to finally lay the race and genetics debate to
rest: announcing the working draft of the human genome, both Francis Collins and Craig Venter clearly
declared the inexistence of a genetic basis for race. Only two years later, however, just before the
official completion of the Project, a report was published in Science, which appeared, to some, to
confirm the biological basis of race. The paper claimed that genetic samples from 52 populations could
be clustered into five geographically based categories: Europe, Africa, East Asia, Oceania, and the
Americas.'” Then, in March 2003, an article in the New England Journal of Medicine argued, to the
contrary, that “although everyone, from geneticists to laypersons, tends to use ‘race’ as if it were a
scientific category, with rare exceptions, no one offers a quantifiable definition of what a race is in
genetic terms.”1®

A decade and a half later, in 2018, the debate flared up again, ignited by the publication of an opinion

”m

piece in the New York Times titled “How Genetics is Changing our Understanding of ‘Race’”. Harvard
geneticist David Reich argued that the consensus around Lewontin’s positions (most of which the
author shared) had calcified over the decades, into an orthodoxy. In particular, Reich contested the
wide-spread anxiety about any research into genetic differences among populations, supposed to be
poised “on a slippery slope” that can lead to the kinds of pseudoscientific arguments that were used
to try to legitimize the slave trade, the eugenics movement and the Nazis’ murder of six million Jews.
Reich expressed his “deep sympathy for the concern that genetic discoveries could be misused to
justify racism”, but said that nevertheless, as a geneticist, he was also clear “that it is simply no longer
possible to ignore average genetic differences among “races.” Reich’s concern was that advances in
the field of genetics could reveal substantial biological differences among human populations, and that
those discoveries might then be cited as “scientific proof” that racist prejudices and agendas are
correct. The topic’s sensitivity was immediately demonstrated by a response to Reich’s opinion, given
by 67 scholars (from disciplines ranging across the natural, medical and population health and social
sciences to law and the humanities) in an open letter, titled “How Not to Talk About Race and
Genetics”. The letter’s intention was to highlight the complexity of the concept of race and the fact
that it does not operate in a political vacuum. Relying on a robust body of scholarship recognizing the
existence of geographically based genetic variation in our species, but at the same time showing that
such variation is not consistent with biological definitions of race, the letter called for a “a more
sophisticated approach to the problem of human group categorization in the biomedical sciences.”

16 R.C. LEWONTIN, The Apportionment of Human Diversity, in T. DOBZHANSKY, M.K. HECHT, W.C. STEERE (eds),
Evolutionary Biology, New York, 1972.

17 N.A. ROSENBERG et al., Genetic Structure of Human Populations, in Science, 298(5602), 2002, pp. 2381-2385. See
also E.D. LANDER, L.M. LINTON, B. BIRREN et al., Initial sequencing and analysis of the human genome, in Nature, 409,
2001, pp. 860-921.

18 R.S. COOPER et al., Race and Genomics, in The New England Journal of Medicine, 348, 2003, pp. 1166-1170.
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/\
While the general consensus among Western researchers is now that human race is a sociocultural

19

construct, and not a genetic variable,” references to “race” or “racial categories” still occur in

biomedical research and medical practice, revealing the persistence of biologic essentialism.?
One of the reasons why racial labels are still in use is that a great deal of research is currently being
done into human biological differences, in order to develop “precision medicine” instruments,

197997,

diagnostic and therapeutic tools that are as well suited as possible to individuals’ genetic makeup.?
Many, therefore, consider the concept of race to provide a useful, if imperfect, method for grouping

C)

//
C

people. Researchers often rely on self-reported race to assess people’s origins,?? despite the fact that

N
this criterion has no scientific basis and does not correspond to real variability, especially in case of N\
admixed populations. Furthermore, the applicability of data drawn from these studies is often §
weakened by researchers’ failure to explain what they mean by “race,” as if its meaning is self- ?Q

evident.?
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1% In a very clear synthesis, the American Association of Physical Anthropologists states that “Race does not
provide an accurate representation of human biological variation. It was never accurate in the past, and it
remains inaccurate when referencing contemporary human populations. Humans are not divided biologically
into distinct continental types or racial genetic clusters. Instead, the Western concept of race must be understood
as a classification system that emerged from, and in support of, European colonialism, oppression, and
discrimination. It thus does not have its roots in biological reality, but in policies of discrimination. Because of
that, over the last five centuries, race has become a social reality that structures societies and how we experience
the world. In this regard, race is real, as is racism, and both have real biological consequences” (Executive
Summary: AAPA Statement on Race and Racism, March 8, 2019).

20R,S.COOPER, Race in Biological and Biomedical Research, in Cold Spring Harbor Perspectives in Medicine, 3(11),
2013. See also V. L. BONHAM, E.D.GREEN, J.PEREZ-STABLE, Examining how race, ethnicity, and ancestry data are used
in biomedical research, in JAMA, 320(15), 2018, pp. 1533-1534.

21 So-called “personalized/precision medicine” refers to the tailoring of medical treatment to the individual
characteristics of each patient. “It does not literally mean the creation of drugs or medical devices that are unique
to a patient, but rather the ability to classify individuals into subpopulations that differ in their susceptibility to a
particular disease, in the biology and/or prognosis of those diseases they may develop, or in their response to a
specific treatment” (NATIONAL RESEARCH COUNCIL, Toward Precision Medicine: Building a Knowledge Network for
Biomedical Research and a New Taxonomy of Disease, Washington D.C., 2011, p. 125). Nevertheless, the use of
the notion of race for these purposes is widely contested: see G. ADIGBIL, Race, science and (im)precision
medicine, in Nature. Medicine, 26, 2020, pp. 1675-1676.

22 This criterion is strongly supported by some authors who consider self-identified race as a useful factor for
understanding differences in disease and in the response to drugs: see among others, N. RISCH, E. BURCHARD, E.
2\v, H. TANG, Categorization of Humans in Biomedical Research: genes, race and disease, in Genome Biology, 3(7),
2002, pp. 1-12, according to which “self-defined race, ethnicity or ancestry are actually more genetically
informative than clusters based on analysis of random genetic markers” (p. 6). Others highlight how “Group
identity (...) and genetic heritage are much more complex than self-identity” (T.B. MERSHA, T. ABEBE, Self-reported
race/ethnicity in the age of genomic research: its potential impact on understanding health disparities, in Human
Genomics, 9, 2015, pp. 1-15.

2 One paper examined how race and ethnicity terms are used in publications on genetic research and,
sampling over 300 studies published between 2001 and 2004, found that fewer than 10 percent of the articles
contained any discussion of how racial labels were assigned (P. SANKAR, M.K. CHO, J. MOUNTAIN, Race and ethnicity
in genetic research, in American Journal of Medical Genetics, Part A, 143A, 2007, pp. 961-970). Furthermore, it
has to be acknowledged that racial categories are dynamic designations which have to be understood as specific
to the time and place in which they occur and are constantly being redefined. For example, in the U.S. census
racial categories have changed every decade since 1790 (M. NOBLES, Shades of citizenship: Race and the census
in modern politics, Stanford, 2000).
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In addition to being inaccurate, the use of an unspecified criterion of race can be dangerous, for at
least two reasons: on the one hand it can reinforce the assumption that human races have a biological
basis and, on the other, it can blind scientists to other factors that contribute much more to health
disparities.

Despite frequent attempts to replace “race” with other terms, free of stigma or oriented to show how
humanity can be organized but not hierarchized (such as “ethnicity” or “ancestry”) and despite
mounting scientific evidence showing that humans are fundamentally more similar than different from
each other, the legacy of the past still shadows genomic research. For example, even though ancestry
testing is often marketed as a celebration of diversity and a way to overcome difference, racial
supremacists, such as members of the Alt-right in the U.S., have embraced these tests as a way to
prove their “pure white heritage” (while often rejecting or reinterpreting “unsatisfactory” results).?*
Regardless of the words chosen, the concept of race is an epistemological category that operates
independently of the aims of any individual geneticist. That said, the latter should not ignore the social
implications of what they do.?

3. The two-fold attitude of the law to race

Reference to race in the legal sphere can be interrogated from two perspectives. First, in view of the

”26 and therefore also symbolic value of the law, should the use of the term in legal - and

“expressive
particularly in constitutional - texts be reconsidered, or is it appropriate to retain it?

Secondly, it is necessary to acknowledge the perennial ambivalence of the concept of race in the legal
domain. On the one hand, especially in the past, public power seized upon it, using “race” as a pseudo-
scientific argument for the categorization and hierarchization of human beings and thereby causing
tangible harms. Conversely, more recently, “race” has been employed by the law to protect and benefit
minority groups. It has also increasingly become an important identity factor, whether individually or
collectively chosen.?” The same concept has thus sometimes proved profoundly dangerous, at others,

potentially empowering.

3.1. Can constitutional amendments provide a solution?

As the scientific debate has progressed, in recent years, so too has the law, which has also questioned
the validity of the notion of race and, in particular, whether the term should enter, or remain in, the
constitutional lexicons of various states. As is well known, the constitutions of many countries refer to
the category of race, generally included as one of the factors that do not justify differential treatment.

24 A, PANOFSKY, J. DONOVAN, Genetic ancestry testing among white nationalists: From identity repair to citizen
science, in Social studies of science, 49(5), 2019, pp. 653-681. On the use of ancestry testing in different legal
contexts, T. JONES, J.L. ROBERTS, Genetic race? DNA, Ancestry tests, racial identity, and the law, in Columbia Law
Review, 120(7), 2020, pp. 1929-2016.

25 R.S. CooPER et al., Race and Genomics, cit., p. 11609.

26 On the “expressive” role of the law in shaping public ideology: C.R. SUNSTEIN, On the Expressive Function of Law,
in University of Pennsylvania Law Review, 144, 1996, pp. 2021-2053.

27 See the political ontology of race constructed by M.R. JAMES, The political ontology of race, in Polity, 44(1),
2012, pp. 122 ff.
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The word “race” was first used in legislation in 1870, when the United States decided to prohibit
discrimination “on the basis of race” in the 15th Amendment to the Constitution.

In Europe, “race” first appeared in 1920 in the Treaty of St. Germain (which established peace between
Austria and the Allied Powers), soon afterwards entering the Austrian and Czech Constitutions. After
World War I, of course, “race” was heavily identified with Nazi ideology and thus considered a well-
nigh pathogenic concept. It was within this context that it entered many post-War constitutions.
Similar provisions can also be found in more than 140 more recent constitutions worldwide, such as
those that emerged from the collapse of the Soviet bloc and apartheid South Africa, for instance. It is
worthy of note that while fewer than half of the Constitutions adopted before 1970 include the
protection of equal rights on the basis of race/ethnicity, 89% of those adopted between 2000 and 2009
and 79% of those adopted between 2010 and 2017 do s0.%®

The 1947 peace treaties obliged the defeated countries to prepare the necessary constitutional
instruments to ensure the protection of fundamental rights “without distinction of race, sex, language
or religion”.?®

Despite these international indications, and at a time when many people still believed in the scientific
basis of human races, the problematic nature of the concept sometimes emerged during the drafting
of constitutional texts. In Italy, for example, while art. 7 of the draft Constitution (which would later
become art. 3) was being discussed, an amendment by Mario Cingolani was debated: “In the first
paragraph, replace the word race with the word lineage (stirpe)”. Cingolani justified his proposal by
describing the need expressed in this regard by the Jewish communities, a need which deserved to be
heard, in recognition of their recovery of absolute equality as Italian citizens.®

This proposal was opposed by other members of the Constituent Assembly, who considered that the
term “race” (razza) should be maintained as it referred to historical fact, to acts of real discrimination
which had taken place in Italy; the word was free of any negative connotation and its inclusion was
intended to draw a line under what had happened in the past and to affirm equality among all human
beings (Laconi and Ruini).

In Italy, however, the issue has recently re-emerged, in response to the consolidation of new scientific
knowledge: on 14 October 2014, two scientists, Olga Rickards and Gianfranco Biondi, appealed to the
President of the Republic, the Presidents of the Chambers of the Parliament and the President of the
Council of Ministers to remove the term “race” from the Constitutional Charter, for lack of any
objective basis. The ensuing, and ongoing, debate3! has still not led to any concrete results.

28 A significant exception is Latin America: the word “race” is not present in the constitutions of Argentina, Costa
Rica, Guatemala, Haiti, Paraguay, the Dominican Republic or Uruguay. Interestingly, while Bolivia and Ecuador
removed the word during recent constitutional reforms, it has made its way into the new constitutional text
proposed in Chile (see www.constituteproject.org).

2 See, for example, Art. 15 of the Treaty of peace with Italy (Paris, 10 February 1947), according to which “Italy
shall take all measures necessary to secure to all persons under Italian jurisdiction, without distinction as to race,
sex, language or religion, the enjoyment of human rights and of the fundamental freedoms, including freedom
of expression, of press and publication, of religious worship, of political opinion and of public meeting.”

30 Constitutional Assembly debates of 24 March 1947 in www.nascitacostituzione.it.

31 On the use of the word “race” in the Italian Constitution, among others, G. SILVESTRI, Il termine “razza” nella
Costituzione, in A. MENICONI, M. PezzeTTl (eds.), Razza e inGiustizia, Consiglio Superiore della Magistratura -
Consiglio Nazionale Forense, 2018, pp. 69-76; G.M. Fuck, Verso la convivenza: leggi razziali, eguaglianza e pari
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In other jurisdictions, in contrast, more significant developments are occurring with regard to such
references (now shown to be scientifically unfounded) and whether or not they should be retained.3?
France is one of the countries where this issue has been most hotly debated. After the Second World
War, France, like most European countries, banned racial discrimination in its 1946 Constitution,
intended as a clear rejection of racist theses and 19th century theories of race. The use of the term
“race” was not discussed, and it was also incorporated into the 1958 Constitution.

Then, in 1992, a scholarly debate around “race” was initiated by two law professors, Danieéle Lochak
and Jean-Jacques Israél, who were convinced that, since genetics had shown the term to have no basis
in science, it should be abandoned. The proposal was that any legal text containing the word should
be amended, replacing it with a reference to racism.

Almost ten years later, the Communist MP Michel Vaxés proposed removing the term “race” from the
Constitution and other legislation,®® but was opposed, mainly by those who feared that the removal of
the term could mean the loss of a valuable tool for combating racism. Debating a similar proposal,
advanced six years later, Jean-Luc Mélenchon suggested adding the adjective “prétendue” before the
term “race”, but this was also rejected. The debate did not entirely die down and was then rekindled
a few years later, by a statement made by the then presidential candidate Francois Hollande: “ll n'y a
pas de place dans la République pour la race. Et c'est pourquoi je demanderai, au lendemain de la
présidentielle, au Parlement de supprimer le mot race de notre Constitution”.

After another failed attempt to reform the French legislation,** the first tangible results were obtained
when the Law for the modernization of justice in the 21st century® and the law on equality and
citizenship®® replaced the word “race” with the expression “so-called race” in some articles of the

dignita sociale, in Rivista AIC, 1, 2019, pp. 72-82; A. MORELLI, Should Italy follow Germany’s lead and remove ‘race’
from the Constitution?, in Il Manifesto Global Edition, 6 December 2020, online: https://global.ilmanifesto.it/; V.
TONDI DELLA MURA, La parola razza nella Costituzione, ovvero: della rilevanza costituzionale di una nozione
scientificamente infondata, in Diritti fondamentali, 2, 2019, pp. 1-17; S. SALARDI, “Razza”: falsi miti e danni reali
di un concetto. Abolirlo serve alla causa anti-discriminatoria?, in Materiali per una storia della cultura giuridica,
2, 2016, pp. 451-478; V. SATTA, Principio di eguaglianza e razza, tra dibattito costituente e giurisprudenza
costituzionale, in Jus-online, 5, 2020, pp. 298-330.

32 Some intermediate solutions have been adopted in the course of constitutional revision processes. For
instance, in Sweden, the 1974 Constitution was amended in 2012 and the term race, which was present in art.
15, prohibiting discrimination on various grounds (Art. 15. “No act of law or other provision may imply the
unfavourable treatment of a citizen because he belongs to a minority group by reason of race, colour, or ethnic
origin”), and also in articles 14 and 22.7, was cancelled and can now be found only in art. 4.11, among the limits
to freedom of the press.

33 proposition of law n. 623: Proposition de loi tendant & la suppression du mot « race » de notre legislation,
presented on 13 February 2003, online: https://www.assemblee-nationale.fr/12/propositions/pion0623.asp.

34 1n 2003 the National Assembly passed a bill to remove the word “race” from all French statutes (Proposition
of law n. 218: Proposition de loi tendant a la suppression du mot « race » de notre législation, presented on 13
February 2003, online: https://www.assemblee-nationale.fr/14/pdf/propositions/pion0218.pdf).

35 Loi n°2016-1547 du 18 novembre 2016 - Art. 86

36 Loi n°2017-86 du 27 janvier 2017, Art. 171 and Art. 13.
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criminal code.’” Despite these and other changes, the term remains in some parts of French
legislation.3®

It also, moreover, remained in the Constitution. Nevertheless, in 2018 a proposal to remove “race”
from art. 1 of the Constitution was advanced by LREM MPs,* using the now standard argument that
the use of the term implied its reality. The bill was passed unanimously on Thursday 12 July 2018 by
the Assemblée Nationale. However, the constitution has not been amended, as the process was
interrupted by the so-called “Benalla affaire”.

It is interesting to note, however, that even if the reform had taken place, “race” would have remained
in the French constitutional lexicon, since the word also occurs in the preamble to the 1946%
Constitution, having been included in the bloc de constitutionnalité.** No proposal to amend the latter
has ever been made, since it is a text of historical value,*? unlike the 1958 Constitution, which has been
amended more than twenty times.*®

The different value attributed to the two (1946, 1958) texts somewhat reflects the two main positions
taken on these legal debates, which we will now explore in more detail: some believe that the word
race has a symbolic, monitory value, and should therefore be maintained, particularly in constitutional
texts, given their foundational nature, others believe that constitutional texts are living instruments
which should be adapted to contemporary needs and facts.

In Germany too, and the history of the country’s legal system lends this proposal particular
significance, a large political majority (CDU-CSU-SPD) has recently signaled its intention to amend
Article 3, Section 3 of the German Basic Law, according to which “No person shall be favoured or
disfavoured because of his sex, parentage, race, language, homeland and origin, faith or religious or

political opinions. No person shall be disfavored because of disability”.**

37 See also Art. 225-1 and Articles 132-76 and 222-13 of the Code pénal.

38 See, for example, Art. 695-9-17 of the Code de procédure pénale and Art. D4122-8 of the Code de la défense.
Furthermore, the Code pénal still contains a reference to “groupe racial” (see. Art. 212-1).

39 “Le terme de « race » a été introduit dans la Constitution en 1946, aprés le nazisme, pour indiquer que toute
race était égale, pour mettre fin aux discriminations et rejeter les théories racistes. Toutefois, la persistance de
sa mention est aujourd’hui mal comprise, a rebours de I'intention initiale. Il est donc proposé de supprimer ce
terme de I'article premier” (Amendment CL847, adopted on 27 June 2018).

40See par. 1(“[...] the people of France proclaim anew that each human being, without distinction of race, religion
or creed, possesses sacred and inalienable rights”) and par. 16 (“France shall form with its overseas peoples a
Union founded upon equal rights and duties, without distinction of race or religion”).

41 As is well known, the bloc de constitutionnalité was “created” by the Conseil Constitutionelin a decision of
1971 (décision n° 71-44 DC) to compensate for the lack of a bill of rights in the 1958 Constitution. Relying on the
preamble of the 1958 Constitution, which refers to the Preamble of the 1946 Constitution and the Declaration
of 1789, the Conseil gave fundamental rights full constitutional value, allowing the Conseil to protect those rights
and asserting itself as a modern constitutional court.

42 Although nothing prevents a modification of these pieces of legislation, there is a broad
scholarly consensus that the texts of 1789 and 1946 should not be modified or updated. On this, see the report
of 2008 Redécouvrir le Préambule de la Constitution - Rapport du comité présidé par Simone Veil, online:
https://www.vie-publique.fr/sites/default/files/rapport/pdf/084000758.pdf.

% The list of the constitutional amendments is available at: https://www.conseil-constitutionnel.fr/la-
constitution/les-revisions-constitutionnelles.

4 German Basic Law, 8 May 1948. In German: “Niemand darf wegen seines Geschlechtes, seiner Abstammung,
seiner Rasse, seiner Sprache, seiner Heimat und Herkunft, seines Glaubens, seiner religiosen oder politischen
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The current provision has been criticized on the grounds that the use of the word “race” could lead to
the erroneous conclusion that the text recognizes the existence of categorical differences between
human beings, a conclusion reinforced by the presence of the adjective “his” before the word “race”.
According to the German Institute for Human Rights (Deutsches Institut fiir Menschenrechte), the
current wording of the article risks perpetuating racist thinking®® and contains an irresolvable
contradiction, requiring those affected by racial discrimination to declare that they have been
discriminated against on the basis of their “race”, thus making the use of racist terminology
unavoidable.® According to others, however, the decisive argument would derive from the Basic Law's
“negative” use of the term, since it rejects discrimination based on race, thereby stigmatizing both the
word and the terminology related to it. The constitutional statement is thus connected with a historical
tradition to which it is proposed as an alternative.*’

The proposal put forward by the Federal Ministry of Justice and Consumer Protection, sent for
comment to all bodies with an interest in the topic at the beginning of February 2021, charts a course
between the two extremes: on the one hand, it suggests eliminating the direct reference to the word
race, on the other - in order not to weaken an important barrier to the spread of racism - it proposes
the addition of a reference to “racial motives”. Specifically, the proposal is to delete the expression
“seiner Rasse” and to add “oder aus rassistischen Griinden” at the end of the sentence. The new
version of the article would thus read: “No person shall be favoured or disfavoured because of sex,
parentage, language, homeland and origin, faith or religious or political opinions or on racist grounds”.
This wording is inspired by that already contained in the constitutions of some Lander, such as
Brandenburg (art. 12, par. 2) and Sachsen-Anhalt (art. 7, par. 3).

The new wording, according to its proponents, would have the following advantages: the use of the
adjective “racist” denotes an action or an opinion and would enable — even more explicitly than the
contested notion of “race” - the inclusion of both actual and merely presumed biological features.
Secondly, the abandonment of the term race means that the article transcends the origins of the
formulation (a response to National Socialism), thus extending to cover wider forms of discrimination.
Finally, the discussion paper clarifies that the use of the term “Griinden” rather than, for instance,
“Kriterien”, means that no objective connecting factors for discrimination are required.*

Anschauungen benachteiligt oder bevorzugt werden. Niemand darf wegen seiner Behinderung benachteiligt

werden”.

% H. CREMER, Das Verbot rassistischer Diskriminierung. Vorschlag fiir eine Anderung von Artikel 3 Absatz 3,
Deutsches Institut fur Menschenrechte, 2020, online: https://www.institut-fuer-
menschenrechte.de/publikationen/detail/das-verbot-rassistischer-diskriminierung.

4 H. CREMER, Ein Grundgesetz ohne ,Rasse” Vorschlag fiir eine Anderung von Artikel 3 Grundgesetz, Deutsches
Institut far Menschenrechte, 2020, online: https://www.institut-fuer-
menschenrechte.de/fileadmin/ migrated/tx commerce/policy paper 16 ein _grundgesetz ohne rasse 01.pd

f.

47 See the debate between Hendrik Cremer (a researcher at the German Institute for Human Rights)and Uwe

Volkmann (Professor of Public Law and Philosophy of Law at the University of Frankfurt), available at
https://www.deutschlandfunk.de/hendrik-cremer-vs-uwe-volkmann-rasse-raus-eine-

grundgesetz.2927.de.html?dram:article_id=478960.

4 The new proposal and the reasons supporting it can be found in the draft Discussion at:
https://www.bmijv.de/SharedDocs/Gesetzgebungsverfahren/Dokumente/DiskE Ersetzung Begriff Rasse.pdf?
blob=publicationFile&v=3.
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The proposed formula, however, has not escaped criticism since, according to some (e.g. the Greens),
it would require discriminatory intent, thus privileging a subjective element rather than the objective
circumstances, resulting in diminished levels of protection.

The Greens, in fact, had already submitted a different proposal, in which they suggested the deletion
of the word race and the introduction of the adverb rassistisch. Rassistisch Benachteiligung (racial
disadvantage) and rassistisch Bevorzugung (racial preference) should be understood objectively, like
the other (substantive) prohibitions of discrimination of Article 3, section 3 of the Basic Law, and do
not presuppose a subjective-intentional element.*

While Germany seems — at least according to some — to be ready to break with the past, a similar path
may not be possible in legal systems where the scars of racism are even farther from being healed. The
extent to which a system’s history affects not only the structure and content but also the vocabulary
of the constitutional text in the country concerned is evident from reading the 1996 South African
Constitution, where the words “race”, “racial” and “non-racialism” are mentioned in several
provisions.

From a South African legal perspective, the European debate can appear “perplexing”, since the
removal of the term race from the Constitution could be read as a “regressive step aimed at protecting
white privilege and reinforcing the social and economic dominance of the white minority”. Here, the
explicit and recurring references to race have a dual function, to “prevent the perpetuation of public
and private forms of racial discrimination and racism” and “to address the effects of past and ongoing
racial discrimination and racism by allowing or mandating race-based redress measures to correct the
racial injustices of the past”.®

The importance of the issue is clearly evident in Section 1 of the Constitution which lists “non-
racialism” as one of the fundamental values of the whole constitutional system. Among the different
interpretations of this principle, one is especially significant, particularly for the discourse being
developed in this article. The South African Constitutional Court sees “non-racialism” as an ideal
towards which to strive; the creation of a non-racial society has to start from an acceptance that “race”
produces significant effects in daily life, otherwise the results of lingering racism and formal and
informal racial discrimination cannot be dealt with effectively.>!

This approach focuses on the function of the — albeit objectively unfounded — concept of race and the
concrete effects it has in society.

4 A further proposal is to add a sentence about the role of the State in protecting against any group-related
violation of the equal dignity of all people and in working towards the elimination of existing disadvantages (Der
Staat gewahrleistet Schutz gegen jedwede gruppenbezogene Verletzung der gleichen Wiirde aller Menschen und
wirkt auf die Beseitigung bestehender Nachteile hin).” The text of the proposal can be found at
https://dserver.bundestag.de/btd/19/244/1924434.pdf.

50 p. pE VoS, “Race” and the Constitution: A South African perspective, in Verfasssungsblog.de, 26 June 2020, at:
https://verfassungsblog.de/race-and-the-constitution-a-south-african-perspective/.

51 This was clearly stated by the Constitutional Court in a 2004 judgement: “However, it is also clear that the long-
term goal of our society is a non-racial, non-sexist society in which each person will be recognised and treated as
a human being of equal worth and dignity. Central to this vision is the recognition that ours is a diverse society,
comprised of people of different races, different language groups, different religions and both sexes. This
diversity, and our equality as citizens within it, is something our Constitution celebrates and protects.” (Minister
of Finance and Other v. Van Heerden, CCT 63/03 [2004], par. 44).
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With reference to the constitutional language, in conclusion, it can be observed that the choice either
to eliminate or to maintain the term race is profoundly influenced by each legal order’s relationship
with history, the substance of the social issues with which it is confronted and the constitutional
moment in which it finds itself.

The functional approach, which requires a focus on the effects concretely produced in society by the
category of race, can undoubtedly be used to interpret some of the issues in biomedicine.

3.2. The contribution of race to (in)justice and (in)equality: From blindness to consciousness

As we have seen, the study of genetics has always been enmeshed with racist ideas and all
developments in this science should therefore be carefully monitored. A tendency to misappropriate
the principles of genetics, as we have seen, continues. In 2018, the American Society of Human
Genetics (ASHG) issued a strong statement denouncing attempts to link the science to white
supremacy: “Any attempt to use genetics to rank populations demonstrates a fundamental
misunderstanding of genetics”. It went on to urge scientists to “debunk genetics-based arguments
promoting racial supremacy.”>> Even more recently, the society reiterated its strong opposition to
efforts that twist genetic knowledge for social or political ends, affirming “the biological reality that
we are one people, one species, and one humanity.”>3

More than a decade after leading geneticists argued that race is not a true biological category, the
concept continues to be used in many studies. Race, as Troy Duster put it, has been “buried alive.”*
While the scientific community is trying to steer the debate in the right direction,® the law must keep
its focus on equality and the compelling public interest of eliminating disparities, shifting the emphasis
from race to the very real, and very disturbing, phenomenon of racism, both in its more explicit and
more subtle forms. Racism is, first and foremost, not an ideology but a policy, and this is the angle from
which it must be opposed.>®

Racism, for example, has long had a negative impact on the just provision of health care in many

countries.””

52 AMERICAN SOCIETY OF HUMAN GENETICS, ASHG Denounces Attempts to Link Genetics and Racial Supremacy, in
American Journal of Human Genetics, 103(5), 2018, p. 636.

53 AMERICAN SOCIETY OF HUMAN GENETICS, Statement Regarding Concepts of “Good Genes” and Human Genetics, 24
September 2020, at: https://www.ashg.org/tag/statement/.

54T. DUSTER, Buried Alive: the Concept of Race in Science, in The chronicle of higher education, 14 September 2001
55 Instead of throwing out the categories of race and ethnicity in biomedical research, National Institute of Health
(NIH) leaders are calling for the scientific community to develop a consensus on their appropriate use in research:
see J. MJOSETH, NIH leaders call for a consensus on use of race and ethnicity data in biomedical research, online:
https://www.genome.gov/news/news-release/NIH-leaders-call-for-a-consensus-on-the-use-of-race-and-
ethnicity-data-in-biomedical-research.

56 7. BAUMAN, Modernity and the Holocaust, cit., according to whom “Racism is a policy first, ideology second. Like
all politics, it needs organization, managers and experts”.

57 See the data collected by the Centers for Disease Control and Prevention in the U.S., “Health of Black or African
American non-Hispanic population,” available at https://www.cdc.gov/nchs/fastats/black-health.htm. It is
necessary to recognize that health inequities are presented differently, according to context specificities:
whereas in the EU reports usually focus on inequalities in health between people living in different parts of the
Union and inequalities between the most advantaged and disadvantaged sections of the population, in the U.S.
health disparities are reported to be associated with race and ethnicity as the primary focus (see E. DOCTEUR, R.A.
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For instance, the data on Covid-19, in the United States, show a mortality rate almost three times
higher in some groups than in others.”® These studies show that such situations of inequality do not
depend on race as a biological feature, understood as an independent risk factor for disease, but rather
as a mediator of structural inequalities resulting from racist policies,> a “risk marker of vulnerability,
bias or systemic disadvantage”.®°

The policies in question are not, in fact, necessarily explicitly racist, rather many of them create
inequality indirectly. Some contemporary theories highlight the very close link between public policies
and health equality: a group of scholars at Harvard, for example, has developed the so-called

|”

“ecosocial” theory of disease distribution and the construct of “embodiment,” referring to how we
literally (biologically) incorporate, within our societal and ecologic context, the material and social
world in which we live. Relevant factors include food insecurity, poor sanitation and a lack of potable
water, discrimination, toxic exposure, but the theory’s crucial element is its claim that these exposures
are structurally shaped by a society's political economy, political ecology, and social history.5!

If the above thesis is accepted, the role of law cannot be subordinated to science in the field of health
equality: it must move to the fore and has many ways of intervening.

To promote equality, it is not necessary to deny human differences - the latter may, indeed, be
important at a biological level -, but it is essential to decouple the concept of race from its purely

biological component and to endeavor to understand its full complexity. Race should not enter legal

BERENSON, In Pursuit of Health Equity: Comparing U.S. and EU Approaches to Eliminating Disparities, Robert Wood
Johnson Foundation and Urban Institute, available at SSRN: https://ssrn.com/abstract=2462922). Nevertheless,
the idea that race in Europe is not irrelevant and should be “viewed as an absent presence, something that
oscillates between reality and nonreality, which appears on the surface and then hides underground” is
addressed by some authors (see A. M’CHAREK, K. SCHRAMM, D. SKINNER, Technologies of Belonging: The Absent
Presence of Race in Europe, in Science, Technologies and Human Values, 39(4), 2014, pp. 459-467).

58 Data collected in 2020 showed a greater mortality rate among African-American/black individuals compared
with Latino and European ancestry/white individuals. See T.L. Edwards et al., Equity in Health: Consideration of
Race and Ethnicity in Precision Medicine, in Trends in Genetics, 36(11), 2020, pp. 807-809; R.A. Oppel Jr. et al.,
The Fullest Look Yet at the Racial Inequity of Coronavirus, in The New York Times, 5 luglio 2020, at
https://www.nytimes.com/interactive/2020/07/05/us/coronavirus-latinos-african-americans-cdc-data.html,
ant the CDC report at https://www.cdc.gov/coronavirus/2019-ncov/community/health-equity/racial-ethnic-
disparities/disparities-illness.html.

59 J.P. CERDENA, M.V. PLAISIME, J. TSAl, From race-based to race-conscious medicine: how anti-racist uprisings call us
to act, in The Lancet, 396, 2020, pp. 1125-1128, meaning that biological differences do not account for the racial
and ethnic disparities in Covid-19 ilinesses and deaths. The importance of socio-economic and environmental
factors is also highlighted by G. OGEDEGBE et al., Assessment of Racial/Ethnic Disparities in Hospitalization and
Mortality in Patients With COVID-19 in New York City, in JAMA Netw Open, 3(12), 2020, e2026881. Other studies
show the importance of reporting COVID-19 outcomes by race/ethnicity together with socioeconomic measures
including education and occupation, age, and gender (J.T. CHEN et al., Intersectional inequities in COVID-19
mortality by race/ethnicity and education in the United States, January 1, 2020-January 31, 2021, Harvard Center
for Population and Development Studies, Working Paper Vol. 21, n. 3, 23 February 2021pp. 1-14). Tsai interprets
Covid-19 outcomes as a result of racism: COVID-19 is Not a Story of Race, but a Record of Racism—Qur
Scholarship Should Reflect That Reality, in The American Journal of Bioethics, 21(2), 2021, pp. 43-47.

60 ). Tsal, What Role Should Race Play in Medicine?, in Scientific American, 12 September 2018, at:
https://blogs.scientificamerican.com/voices/what-role-should-race-play-in-medicine/.

61 N. KRIEGER, Living and Dying at the Crossroads: Racism, Embodiment, and Why Theory Is Essential for a Public
Health of Consequence, in American Journal of Public Health, 106(5), 2016, pp. 832-833.
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debate as a biological reality, but as a reflection of the cultural and social underpinnings originally used
to justify the creation of groups within humanity and their hierarchization, or, in other words, their
“othering” %2

In the field of medicine, existing disparities can be counteracted in at least two ways. The first is by
recognizing the real differences between individuals described by science and taking advantage of
them to promote forms of equality.

Consider, for example, the field of genetic research, in which some analyses have reported that,
despite an acknowledged need to increase the intensity of research in minority groups, most large-
scale genetic studies (>70%) have focused on European ancestry populations. Poorly calibrated models
can exacerbate disparities because genetic predictors of disease in European ancestry populations do
not maintain consistent predictive power in other populations.®®

It is therefore essential to work out ways of facilitating the recruitment of participants from under-
represented populations for clinical studies. More broadly, if the promise of more precise
individualized medicine is to be realized, not only more diverse research participants, but also more
diverse investigators, funders and editors need to be encouraged, in order to better reflect the
demographics of society and its healthcare needs.®* In this regard, the pluralist spirit of contemporary
legal culture can certainly make a valuable contribution to the appreciation and promotion of any
differences shown to have a sound scientific basis.

On the other hand, policy makers should consider instruments such as affirmative action to restore
balances and equality. Some of the strategies that have been adopted to deal with Covid-19 provide
useful topical examples of possible directions.

A few months before the Covid-19 vaccines began to be approved, many countries started to consider
which criteria to adopt in choosing who in their populations to vaccinate first. Having established
health workers as their absolute priority, more controversial criteria had to be evaluated. In the United
States, for instance, the Centers for Disease Control and Prevention and the Advisory Committee on
Immunization Practices considered the contentious option of prioritizing the vaccination of Black and
Latino people, who have disproportionately fallen victim to Covid-19. The U.S. National Academies of
Sciences, Engineering, and Medicine, too, have recommended prioritization of socioeconomically and
epidemiologically disadvantaged racial minorities and the World Health Organization has cautioned
that “colorblind” allocation frameworks could perpetuate or exacerbate existing injustices.®

62 Referring to “the process whereby an individual or groups of people attribute negative characteristics to other
individuals or groups of people that set them apart as representing that which is opposite to them” (P. ROHLEDER,
Othering, in T. TEO (ed), Encyclopedia of Critical Psychology, New York, 2014).

63 G. SIRUGO, S.M. WILLIAMS, S.A. TISHKOFF, The Missing Diversity in Human Genetic Studies, in Cell, 177(1), 2019, pp.
26-31. The same problem can be observed regarding clinical trials in general and has recently been pointed out
in relation to anti-Covid vaccines (L.E. FLORES et al., Assessment of the Inclusion of Racial/Ethnic Minority, Female,
and Older Individuals in Vaccine Clinical Trials, in JAMA, 4(2), 2021, e2037640).

64 G. ApIGBLI, Race, science and (im)precision medicine, in Nature Medicine, 26, 2020, pp. 1675-1676.

5 WORLD HEALTH ORGANIZATION, Strategic Advisory Group of Experts (WHO/SAGE), Values framework for the
allocation and prioritization of CoVvID-19 vaccination, 14 September 2020,
online: https://apps.who.int/iris/bitstream/handle/10665/334299/WH0-2019-nCoV-SAGE_Framework-
Allocation and prioritization-2020.1-eng.pdf?ua=1.
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% vaccine

As of early March 2021, and despite the efforts shown by the Biden administration,®
distribution data demonstrate that the concerns underpinning the above deliberations are all too
real.®’

These positions, however, have been challenged by some medical experts, who are not convinced that
prioritization on grounds of race has any sound scientific basis. And some legal experts have
questioned whether this “reverse discrimination” could be considered lawful by courts, concluding
that it would be more appropriate to adopt vaccine distribution formulas based on factors like
geography, socioeconomic status, and housing density that would favor racial minorities de facto,
without explicitly referring to race.®® Another complicating factor is that Black Americans would not
necessarily welcome vaccine priority,%® probably because many do not trust the medical
establishment, given the generations of ethical abuse that they have suffered.

A recent South African court decision provides fascinating evidence of the sensitivity of the social issues
involved in such matters: the court had to decide on whether to use “race” as one of the criteria in
allocating Covid-19 related financial aid, and its ruling, that the “Constitution read as a whole cannot
be construed as a libertarian constitution” (as opposed to egalitarian) “or as a race-neutral
constitution”, was greeted without particular surprise. To ignore race, according to the Court, would
be to erase the country’s “egregious history in which race overlaid by class and gender was the central
determinant of the distribution of resources in our society for more than 300 years of its existence.””°
The concept of race will not go away simply because it is denied: race should be spoken about in terms
of current racism, to combat socioeconomic disparities and to move from a “race blind” to a “race
conscious” approach. Race, in its configuration as a multifactorial complex concept, cannot simply be
overlooked if real equality is to be built’!. The political nature of race requires concrete analysis of
various domains in order to determine, firstly, when and where using the concept outweighs the costs

2 and, secondly, which political actions can redirect its effects.

66 S. GAY STOLBERG, As Biden Pushes for Racial Equity in Vaccination, Data Is Lagging, in The New York Times, 9
February 2021, online: https://www.nytimes.com/2021/02/09/us/politics/biden-vaccination-race-data.html.

67 So far, 41 States in the U.S. have released data on vaccine distribution by race and ethnicity, showing great
disparities  (https://www.kff.org/coronavirus-covid-19/issue-brief/latest-data-on-covid-19-vaccinations-race-
ethnicity/). Of relevance here is that data are essential to prioritizing racial and ethnic equity: as of 1 March 2021,
data collected by the CDC showed that race/ethnicity was known for just over half (54%) of people who had
received at least one dose of the vaccine (https://covid.cdc.gov/covid-data-tracker/#vaccination-demographic).
68 H. ScHMIDT, L.O. GOSTIN, M.A. WILLIAMS, Is It Lawful and Ethical to Prioritize Racial Minorities for COVID-19
Vaccines?, in JAMA, 324(20), 2020, pp. 2023-2024. According to the Authors, public health agencies “should not
exacerbate racial divisions” with vaccine allocation decisions, and have an opportunity to become “agents of
change toward improving social and racial justice.”

% |n a late November poll by the Pew Research Center, only 42% of Black adults said they would “probably” or
“definitely” take the vaccine, compared with 61% of white, 63% of Latino and 82% of Asian adults
(https://www.pewresearch.org/science/2020/12/03/intent-to-get-a-covid-19-vaccine-rises-to-60-as-
confidence-in-research-and-development-process-increases/).

70 Case no. 21424/2020, commented by P. DEVos, Court ruling on Covid-19 relief criteria affirms that the pandemic
is not the ‘great equaliser’, in Daily Maverick, 23 June 2020.

71 As recently stated: “Dislodgement of race from research may hide still-evident and often egregious episodes
of health disparities”, see J.P.A. JOANNIDIS et al., Recalibrating the Use of Race in Medical Research, in JAMA,
325(7), 2021, pp. 623-624.

72 M.R. JAMES, The political ontology of race, cit., pp. 106-134.
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4. From yesterday's discrimination to tomorrow's: A.l. as a multiplier or reducer of racial
bias?

A.l. technologies are having a significant impact on the debate around the definition of the concept of
race, its boundaries of truth, and its role in contemporary societies. These technologies are developing
rapidly and their interaction with biotechnologies could very possibly provide immense human health
benefits. In this, as in many other fields, “The way we approach Al will define the world we live in”.”
However, as is so often the case with transformative technologies, new opportunities are accompanied
by new risks.”

One of the many potential pitfalls of artificial intelligence applications - already widely discussed by
legal experts - is the existence of biases that inevitably affect the functionality of these new
applications of technology. Such biases may concern the data sets used (What characteristics do they
include? Where do they come from? How are the data collected and selected?),”® the algorithms
applied (How are they structured? Can they themselves be biased in their operation?), the interaction
between datasets and algorithms (Is it possible for bias to emerge, despite the accuracy of the dataset
and the correctness of the algorithm?). 7®

This issue is extremely relevant to both fully and partially automated decisions (in the latter,
“automation bias” is accompanied by the human tendency to be influenced by the “algorithmically
prepared” decision).”’

Of particular concern to us here is the risk that Al applications either produce new discriminations or
reproduce and amplify old ones. The new systems can inherit human racial prejudices and reproduce
them in digital technological life, thus reinforcing the role of a category which has no scientific basis.
Examples are already familiar: consider the case of self-driving cars that detect pedestrians with
different skin tones with different levels of accuracy’® thereby exposing darker-skinned people to
greater risk; the use of criminal risk assessment technology which has led to black individuals

73 COM (2018) 237 final, Communication from the Commission to the European Parliament, the European
Council, the Council, the European Economic and Social Committee and the Committee of the Regions, Artificial
Intelligence for Europe, 25 April 2018, in www.ec.europa.eu, p. 1.

74 ). T. O'BRIEN, C. NELSON, Assessing the Risks Posed by the Convergence of Artificial Intelligence and
Biotechnology, in Health Security, 18(3), 2020, pp. 219-227.

7> As highlighted by the EU Commission, “The quality of the data sets used is paramount to the performance of
Al systems. When data is gathered, it may reflect socially constructed biases, or contain inaccuracies, errors and
mistakes. This needs to be addressed prior to training an Al system with any given data set” (COM(2019) 168
final, Communication from the Commission to the European Parliament, the Council, the European Economic
and Social Committee and the Committee of the Regions, Building Trust in Human-Centric Artificial Intelligence,
p. 5).

76 See A. SANTOSUOSSO, M. Tomasl, Diritto, Scienza e Nuove Tecnologie, 3 ed., Milano, 2021, p. 353.

77 Cfr. 1.J. SkiTka, K.L. MosIER, M. BURDICK, Does automation bias decision-making?, in International Journal of
Human-Computer Studies, 1999, p. 991.

78 A. HERN, The racism of technology - and why driverless cars could be the most dangerous example yet, in The
Guardian, 13 March 2019, referring to B. WILSON, J. HOFFMAN, J. MORGENSTERN, Predictive Inequity in Object
Detection, in arXiv:1902.11097, 21 February 2019.
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The legacy and future of race between science, constitutional lexicon, and political action

being sentenced to harsher criminal sentences because of a higher risk of recidivism;”® the companies
which have started to use race-detection software to understand how certain customers use their

|”

products, who looks at their ads, or what people of different “racial” groups like;?°_the healthcare
companies that rely on algorithms that deem Black patients less worthy of critical healthcare than
other groups with similar medical conditions.

These examples explain why, as of 2019, in US cities such as San Francisco, Portland, Oakland and
Boston, ordinances have been issued prohibiting the use of facial recognition by municipalities and
individuals. These decisions came after a MIT study found that facial analysis programs had an error
rate of up to 35% for darker skinned women® and the wrongful arrest of innocent people had sparked
protests in a number of cities.® In New York, Amnesty International launched a global campaign to ban
the use of facial recognition systems, on the grounds that they exacerbate systemic racism.8

The danger is insidious because, in most cases, the technology is not created with discriminatory
intent; artificial intelligence systems are assumed to be color blind, since racial information is not
usually an input.

Nonetheless, even unintentional or unconscious discrimination can, of course, cause harm. The
combination of Al technology and an unjust social system risks both spreading and reinforcing injustice
and vesting decisions based on A.l. with a character of neutrality and objectivity that they do not

always deserve.®

7 In 2016 COMPAS the US news organization ProPublica reported that COMPAS (Correctional Offender
Management Profiling for Alternative Sanctions), an algorithm widely used in the US to guide sentencing by
predicting the likelihood of a criminal reoffending, was racially biased. According to the analysis, the system
predicts that black defendants pose a higher risk of recidivism than they actually do, and the reverse for white
defendants. See J. ANGWIN, J. LARSON, S. MATTU, L. KIRCHNER, Machine bias: There’s software used across the country
to predict future criminals. And it’s biased against blacks,in ProPublica, 23 May 2016, online:
https://www.propublica.org/article/machine-bias-risk-assessments-in-criminal-sentencing. The same risk is
highlighted by the EU Commission, according to which: “Certain Al algorithms, when exploited for predicting
criminal recidivism, can display gender and racial bias, demonstrating different recidivism prediction probability
for women vs men or for nationals vs foreigners” (COM(2020) 65 Final, White Paper on Artificial Intelligence - A
European approach to excellence and trust, p. 11). Reference goes to S. TOLAN, M. MIRON, E. GOMEZ, C. CASTILLO,
Why Machine Learning May Lead to Unfairness: Evidence from Risk Assessment for Juvenile Justice in
Catalonia,ICAIL '19: Proceedings of the Seventeenth International Conference on Artificial Intelligence and Law,
2019, pp. 83-92.

80 p_OLsoN, The quiet growth of race-detection software sparks concerns over bias, in The Wall Street Journal, 14
August 2020, at: https://www.wsj.com/articles/the-quiet-growth-of-race-detection-software-sparks-concerns-
over-bias-11597378154.

81 7. OBERMEYER, B. POWERS, C. VOGELI, S. MULLAINATHAN, Dissecting racial bias in an algorithm used to manage the
health of populations, in Science, 336, 2019, pp. 447-453.

82 ), BuoLAMWINI, T. GEBRU, Gender Shades: Intersectional Accuracy Disparities in Commercial Gender
Classification, in Proceedings of Machine Learning Research, 81, 2018, pp. 1-15.

83 A case of faulty facial recognition leading to wrongful arrest is reported by K. HiLL, Wrongfully Accused by an
Algorithm, in The New York Times, 24 June 2020, at: https://www.nytimes.com/2020/06/24/technology/facial-
recognition-arrest.html.

84 See the campaign Ban the Scan in New York which identifies facial recognition as a threat to “the rights of Black
and Brown people” (https://banthescan.amnesty.org/).

85 ). DANIELS, ‘Colorblind’ Artificial Intelligence Just Reproduces Racism, in Huffpost, 16 January 2019.
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In order to achieve equality, the promotion and protection of difference must be ensured when
designing A.l. technologies. Most immediately, perhaps, is the need to address the
underrepresentation of women and people of color in technology, and the under-sampling of these
groups in the data fed to Al systems.®

Only if properly and pluralistically constructed, implemented and interpreted, can Al contribute to a
fairer society. According to some studies, the true potential of Al lies in revealing existing biases and
thereby motivating societal change and, for example, correcting disparities in health care.®’ If this
potential is not met, however, a technology optimized for a small part of the world will circulate and -
regardless of the criteria used to identify us - benefit only certain groups of people.

86 ), BUOLAMWINI, Artificial Intelligence Has a Problem With Gender and Racial Bias. Here’s How to Solve It, in Time,
7 February 2019.

87 For instance, solutions of algorithmic fairness have been developed to create models designed to produce non-
discriminatory predictions by limiting bias with respect to predicted outcomes for protected identities, such as
race or gender. See M.D. MCCRADDEN, S. JOsHI, M. MAzwi, J.A. ANDERSON, Ethical limitations of algorithmic fairness
solutions in health care machine learning, in The Lancet Digital Health, 2(5), 2020, E221-E223.
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Incidental findings and the right not to know in clinical setting:
Constitutional perspectives

Alessia-Ottavia Cozzi*

ABSTRACT: Next generation sequencing (NGS) induces frequent discoveries of
incidental findings. This means that, during the sequencing, primary information
concerning the alteration in gene for which the sequencing test was ordered goes
with other information on different alterations. This problem is first faced by
laboratories, followed by clinicians. The core question is whether to inform patients
of those alterations. The first part of this paper overviews the guidelines adopted by
the scientific community to set incidental findings. References are made to the 2016
European Guidelines for Diagnostic NGS, U.S. Recommendations adopted in 2013
and revised twice, in 2015 and in 2016, Italian Report of Bioethics Committee of
2016, and French Guidelines on secondary findings related to cancer gene of 2018.
The second part of this paper discusses the rationale of “the right not to know” and
analyses two main frameworks: autonomy and privacy. An attempt is made to
consider the issue through different constitutional backgrounds: the U.S. and French
notion of autonomy and freedom, and the Italian constitutional background. This
paper argues that the right not to know is a negative right comprising a denial, but
whose exercise requires positive obligations from clinicians to fulfil an effective and
conscious choice. Recalling a famous U.S. debate on negative and positive liberty, a
synthesis of the two sides could be managed through a procedural setting of consent,
including information about family members. In this sense, the right not to know
refers to a constitutional pattern of principles that is not limited to self-
determination but entails solidarity and responsibility.

KeywoRrbDs: Incidental findings; Genome sequencing; Autonomy; Privacy; Negative and
positive liberties

SUMMARY: 1. Introduction — 2. Incidental findings in clinical setting: A scientific overview — 3. U.S., Italian and
French Guidelines on disclosing secondary findings: Scope of application and working procedures — 4.
(continue) and contents: Types of variations and actionability, the clinician’s viewpoint — 5. (continue) the
patient’s viewpoint: The uncertainty of information — 6. The right not to know: Legal basis and conceptual
objections. —7. Theoretical frameworks between autonomy and privacy — 8. Constitutional backgrounds
between negative and positive liberty — 9. Consent and the right of self-determination in Italian constitutional

# Assistant Professor in Public Law (rtd b), Department of Law, University of Udine. Mail:
alessiaottavia.cozzi@uniud.it. | am grateful to Dr. Flavio Faletra, Geneticist and expert in Medical Genetics at
the Research Institute for Motherhood and Childhood, IRCCS materno infantile Burlo Garofolo, Trieste, for the
great help in collecting and analysing scientific articles on the issue. | remain responsible for any mistake. The
article was peer-reviewed by the editorial committee.
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framework — 10. (continue) The right not to know under Italian constitutional law — 11. The positive side of the
right not to know: Consent — 12. Conclusions: Double consent as a nudge.

1. Introduction

II he right not to know” questions some deeply rooted principles underlying
constitutionalism — the idea to change our lives through human will and action. The
evolution of technology and science faces borders, where knowledge refusal, at the

given state of understanding and depending on intimate and private beliefs, probably is the best
chance to organise a worthy life. Concurrently, such an intimate decision is inextricably intertwined
with others, family members whose relation could be good or bad, as always in life. This paper
argues that exercising “the right not to know” reflects autonomy but refuses isolation and calls for
solidarity and responsibility. In this framework, there is a positive obligation of public authorities to
set appropriate measures through which everyone can manage his faith and expectations for how his
life is supposed to be.

This paper explores incidental findings in a clinical setting. Managing them raises different problems
in both clinics and research, and even if the borders between research and clinic are increasingly
blurring, we concentrate only on clinical aspects.! Also, this paper does not discuss issues concerning
minors and third parties other than family members.

1 The main differences between incidental findings in clinical and research settings are as follows: genome
sequencing for clinical diagnosis primarily entails protecting the individual patient’s health, so an examination
ordered for clinical reasons involves evaluations on prevention or treatment; the interests of others,
particularly family members, are much more compelling in clinical practise than in research activity; genomic
analysis performed for health research sometimes lacks the same sensitivity and quality criteria (depth and
coverage) as that performed in a healthcare context. The main point for incidental findings in research seems
to be the opportunity or duty of recontact, depending on the scale of the study, the object - rare diseases or
not - and the formula of initial consent. See J. VIBERG, M.G. HANSSON, S. LANGENSKIOLD, P. SEGERDAHL, Incidental
Findings: The Time Is not yet Ripe for a Policy for Biobanks, in D. MASCALZONI (ed.), Ethics, Law and Governance
of Biobanking, Heidelberg, 2015, 121-131, and, in Italian literature, M. TOMASI, Genetica e Costituzione. Esercizi
di eguaglianza, solidarieta e responsabilita, Napoli, 2019, 245 ff. On the right not to know in research, S. M.
WoLF, J. PARADISE, C. CAGA-ANAN, The Law of Incidental Findings in Human Subjects Research: Establishing
Researchers’ Duties, in Journal of Law, Medicine and Ethics, 36, 2, 2008, 361-383; B.M. KNOPPERS, From the Right
to Know to the Right Not to Know, in Journal of Law, Medicine and Ethics, special issue no. 1, 2014, 1-10, who
notes that “no return” policies adopted by large population genome studies, for example, P3G, on 23 national
biobanks, have been integrated with new options of consent upon recontact of participants, because the
increasing use of WGS caused the discovery of unsolicited information such as rare mutations or clinically
significant incidental findings, blurring the distinction between research and clinical contexts. Nevertheless, the
borders between research and clinics in the matter still exist. See European Society of Human Genetics’
Guidelines for diagnostic next-generation sequencing, in European Journal of Human Genetics, 24, 2016, 2-5, 5,
on “Distinction between Research and Diagnostic”, Statements no. 32-38. Recently, the American College of
Medical Genetics and Genomics gave a statement to forbid using their clinical recommendations for incidental
findings for general population screening because any of the ACMG SF v2.0 genes, as quoted later, have
uncertain penetrance when identified in asymptomatic individuals (e.g. SCN5A and Brugada syndrome). In the
absence of penetrance data that can only be obtained through robust genotype-phenotype correlation, the
medical ethical principle of nonmaleficence should dominate, in The use of ACMG secondary findings
recommendations for general population screening: a policy statement of the American College of Medical
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The first part of this paper overviews current guidelines and recommendations adopted by the
scientific community to set incidental findings. References are made to the 2016 European
Guidelines for Diagnostic Next Generation Sequencing (NGS), U.S. Recommendations adopted in
2013 and revised twice, in 2015 and in 2016, Italian Report of Bioethics Committee of 2016, and
French Guidelines on secondary finding related to cancer gene of 2018. A comparison is made on the
procedures adopted to define the guidelines and to their content by considering clinicians’
viewpoints (types of variations and actionability) and patients’ viewpoints (right not to know). In this
first part we will use both the acronyms IFs, incidental findings, present in the Italian Report, and SFs,
secondary findings, where U.S. Guidelines since the 2015 version and French Guidelines refer
specifically to secondary findings, as we will better explain later.

The second part of this paper discusses the rationale of “the right not to know” by analysing two
main frameworks having a great echo between scholars: autonomy and privacy. Subsequently, an
attempt is made to consider the issue through different constitutional backgrounds: the U.S. and
French notion of autonomy and freedom, and the Italian constitutional framework. Constitutional
traditions are relevant because the clinician—patient relationship mirrors an individual’s position in
society and the relation with power. The common tread chosen is the negative and positive way “the
right not to know” is framed. The two aspects, in our opinion, do not create dichotomy, but
coexistence — the positive side setting the condition to fulfil the negative one. Hence, this paper
argues that “the right not to know” is a negative right comprising a denial, but whose exercise
requires positive obligations from clinicians to fulfil an effective and conscious choice. Recalling a
famous U.S. debate on negative and positive liberty, synthesising the two sides could be managed
through a procedural setting of consent, including information about family members. In this sense,
“the right not to know” refers to a constitutional pattern of principles that is not limited to self-
determination but entails solidarity and responsibility.

2. Incidental findings in clinical setting: A scientific overview

Next Generation Sequencing? and the increasing use of multi-panel analysis in clinical practise to
discover genes responsible for main diseases induces frequent discoveries of incidental findings. This
means that, during the sequencing, primary information concerning the alteration in gene for which
the sequencing test was ordered goes with other information on different alterations. Geneticists

Genetics and Genomics (ACMG), in Genetics in Medicine, 2019 (21), 1467-1468, and the ongoing debate that
followed. In contrast, French Guidelines, as quoted later, 1736, 1738, concern both somatic analyses performed
in healthcare context for research, and the provided consent forms too. For a recent example of management
in research, see le dossier Comment donner suite aux découvertes fortuites significatives. Lignes directrices sur
I'application de [I'article 3.4 EPTC 2 (2018), Group consultative en éthique de la recherche, 2019, in
https://ethics.gc.ca/fra/incidental findings.html.

2 See the introduction of European Society of Human Genetics’ Guidelines for diagnostic next-generation
sequencing: “Next generation sequencing (NGS) allows for the fast generation of thousands to millions of base
pairs of DNA sequence of an individual patient. The relatively fast emergence and the great success of these
technologies in research herald a new era in genetic diagnostics. However, the new technologies bring
challenges, both at the technical and in terms of data management, as well as for the interpretation of the
results and for counselling”, cit., 2.
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usually divide IFs into different categories: fortuitous or secondary. Fortuitous findings are
completely unexpected, accidental and non-predictable results, while secondary findings are
predictable results, i.e. they can be expected as a part of the results, even if they are unrelated to the
primary research of alteration.? The problem is first faced by laboratories, followed by clinicians. The
core question is whether to inform patients of those alterations.

IFs are well known in the fields of medicine other than genetics. For example, radiographs for a
particular anatomical focus can report abnormal findings in regions not indicated as the primary
reason for investigation. Although it is generally argued that there is a right of the patient to know
this information and a duty of the clinician to report them to protect the patient’s health, the same
pattern may not be suitable for genome IFs. Many differences exist between radiographic images
and genetic information regarding predictability of the information and interpretation, both
technically and clinically.* Furthermore, patient could avoid obtaining genetic information for many
reasons. Learning to be at risk of genetic disease may induce anxiety, depression, changes in self-
image, reduced capacity to organise the future or even stigmatisation and discrimination.> Moreover,
the desire for ignorance could rely on economic and social conditions, concerns about the costs of
therapies, or the fear of being a burden to others.

Few recommendations have been adopted in Europe to manage IFs, and scientific publications have
shown variabilities in European practices for transmitting incidental information both from
laboratories to clinicians and from clinicians to the patient. A need for common guidelines emerged
to help molecular laboratories and clinician physicians harmonise their practice, particularly for
cancer-related genes, and to assure equal access and uniform service across Europe.®

3 We will see later that U.S. Guidelines and French Guidelines refer to secondary findings, while the Italian
Bioethics Committee use the term “incidental findings” because it is common in international debate: Report
Gestione degli “incidental findings” nelle indagini genomiche con le nuove piattaforme tecnologiche, 17 marzo
2016, http://bioetica.governo.it/media/1803/p123 2016 incidental findings it.pdf, 11, note no. 23.

4 See French Guidelines for reporting secondary findings of genome sequencing in cancer gene: the SFMPP
recommendations, in European Journal of Human Genetics, 26, 2018, 1732-1742, spec. 1737, admitting that the
sensitivity of variant detection may vary among genes according to the coverage and depth of the sequencing
process. Thus, the coverage and depth at the position of the gene of interest will differ from that of genes
secondarily and deliberately studied. This concern could induce misinterpretation of the results by the clinician
and/or the patient, such as the absence of a pathogenic variant in secondarily studied genes. Therefore, the
French Guidelines suggest reporting the conditions of sequencing and analysis of secondary data if it differs
from that of the primary data. Similarly, see European Society of Human Genetics’ Guidelines, cit., “The
implications of diagnostic test based on NGS depend on the procedures, platforms, filtering processes and data
storage used in the laboratory. It is crucial that the referring physician is fully informed about the limitations
and possible unfortunate effects of a genetic testing”.

5 R. CHADWICK, The Philosophy of the Right to Know and the Right Not to Know, in R. CHADWICK, M. LEVITT, D.
SHICKLE (eds.), The Right to Know and the Right Not to Know. Genetic Privacy and Responsibility, Cambridge,
1997, 13-22, spec. 18.

5 French Guidelines, cit., 1733, quoting D. F. VEARS, K. SENECAL, P. BORRY, Reporting practices for unsolicited and
secondary findings from next-generation sequencing technologies: Perspectives of laboratory personnel, in
Human Mutation, 38, 2017, 905-911, for variability in transmitting information from laboratories to clinicians,
and J. Y. HEHIR-KWA, M. CLAUSTRES, R. J. HASTINGS, C. VAN RAVENSWAAI-ARTS, G. CHRISTENHUSZ, M. GENUARDI et al.,
Towards a European consensus for reporting incidental findings during clinical NGS testing, in European Journal
of Human Genetics, 23, 2015, 1601-1606, from clinicians to patients. For the need of common guidelines, see C.
G. VAN EL, M. C. CORNEL, P. BORRY, R. J. HASTINGS, F. FELLMANN, S. V. HODGSON et al., Whole-genome sequencing in
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Here the issue is addressed by analysing different sets of recommendations adopted in the U.S., Italy,
France and at the European level by the European Society of Human Genetics. It will be useful to
start from the European level, which demonstrates a lack of common vision for IFs. The 2016
European Society’s Guidelines on Diagnostic NGS recognise that the main implication of a diagnostic
test based on NGS is the chance of unsolicited and secondary findings. To face the problem, under
the paragraph “Informed consent and information to the patient and clinician”, Statement no. 9
suggested focusing on the gene panel under investigation because the chance of unsolicited findings
in a gene panel is very low and mainly depends on the genes involved. However, if the unsolicited
information occurs, choice is given to each laboratory, institute or to authorities at the national level,
whether patients are offered opt-in, opt-out options to get additional information. The only
recommendation is that laboratories disclose the chance of unsolicited findings and set up
“unsolicited and secondary finding protocols”, which must agree with the decision of an ethical
committee. Each protocol should specify whether unsolicited findings are reported and, in that case,
provide for pre-test genetic counselling, including a discussion on both expected results and the
potential for unsolicited and secondary findings, local policies assuring clear dissemination for
patients.” Overall, adopting opt-in and opt-out policies on IFs is discretionary. A definitive settlement
of the interests at stake has not been established, and the balance between the task to report and
the desire of the patient remains open. We will see that this setting has been discussed at the
national level on both sides of the Atlantic.

3. U.S,, Italian and French Guidelines on disclosing secondary findings: Scope of application
and working procedures

After a strong scientific debate in 2013, the American College of Medical Genetics and Genomics
adopted guidelines (in the following, U.S. Guidelines) concerning secondary findings.® For their
organic and influential attempt to set the issue, U.S. Guidelines induced discussion in the scientific

healthcare: Recommendations of the European Society of Human Genetics, in European Journal of Human
Genetics, 21, 2013, 580-584, and M. CLAUSTRES, V. KozICH, E. DEQUEKER, B. FOWLER, J.Y. HEHIR-KWA, K. MILLER et al.,
Recommendations for reporting results of diagnostic genetic testing (biochemical, cytogenetic and molecular
genetic), in European Journal of Human Genetics, 22, 2014, 160-170. Many governments have drawn up plans
to develop and generalise the use of large-scale genetic analysis, such as the UK (100,000 Genomes Project),
Iceland, Estonia (Estonian Genome Project), France (Genomic Medicine France 2025), The Netherlands
(Genome of The Netherlands Project), and Germany (National Genome Research Network). In this dynamic, it
is likely that IFs become frequent and a harmonisation of practices to better care for the patient has become
necessary.

7 European Society of Human Genetics’ Guidelines, cit., 3-4, Statements no. 10, 11 and 12, under “Informed
consent and information to the patient and clinician”; under “Reporting”: all pathogenic (class 5) and likely
pathogenic (class 3) variants have to be reported. Whether or not Unclassified Variants (UVs. class 3) are
reported will depend on local practice, which has to be clear for the laboratory scientist and the referring
clinician. Statement no. 29 re-clarifies that laboratories should have a clearly defined protocol for addressing
unsolicited and secondary findings before launching test.

8 ACMG recommendations for reporting of incidental findings in clinical exome and genome sequencing,
published on 20 June 2013, in Genetics in Medicine, 15, 7, 2013, 565-574, so called ACMG SF v1.0 or “ACMG
56”".
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community. They have been revised in 2015° and 2016 and, in the last version, they listed 59
medically actionable genes recommended for return in clinical genomic sequencing (four genes were
added to the first list and one removed).

In Europe, no common approach was observed. In ltaly, since 2007 the Italian Data Protection
Authority gave general provisions on genetic data processing for clinical and research purposes. The
aim of this regulation, as defined by the Italian Data Protection Code, was to govern all stages of
genetic data processing, from the initial information, to consent, communication and dissemination.
The problem of unexpected results was addressed within the more general definition of data
processing.’! In 2016, the National Committee for Bioethics followed the American debate, adopting
a specific Report on Management of Incidental Findings in genomic sequencings with new
technological platforms. As U.S. Guidelines, to define IFs, the Committee referred to the 2013 report
of the Presidential Commission for the Study of Bioethical Issues, which divided the findings into
primary (related to the primary investigation), secondary (anticipable results, so results that the
sequencing is looking for) and discovery (non-anticipable results, fortuitous).?

% ACMG policy statement: Updated recommendations regarding analysis and reporting of secondary findings in
clinical genome-scale sequencing, in Genetics in Medicine, 17, 1, 2015, 68-69.

10 Recommendations for reporting of secondary findings in clinical exome and genome sequencing, 2016 update
(ACMG SF v2.0): A policy statement of the American College of Medical Genetics and Genomics, published on 17
November 2016, in Genetics in Medicine, 19, 2, 2017, 249-255, so called ACMG SF v2.0 or “ACMG 59”. Original
version of 2013 uses the term “incidental findings”. In 2015 the Recommendations were first revised, adopting
the term “secondary findings” “because these genes are intentionally being analysed, as opposed to genetic
variations found incidentally or accidentally”; the shift in terminology, it is said, also maintained consistency
with a recommendation by Presidential Commission on Bioethical Issues, C. WEINER, Anticipate and
communicate: Ethical management of incidental and secondary findings in the clinical, research, and direct-to-
consumer contexts, December 2013, Report of the Presidential Commission for the Study of Bioethical Issues, in
American Journal of Epidemiology, 180, 2014, 562-564.

11 The Italian Data Protection Authority (“Garante per la Privacy”, DPA in the following) is an independent
administrative authority established by law no. 675 of 31 December 1996 and regulated subsequently by the
Personal Data Protection Code, Legislative Decree no. 196 of 30 June 2003. Before the entry into force of the
EU Data Protection Regulation no. 2016/679, the processing of genetic data under Italian law was governed by
a so called “general authorisation” issued by the DPA, pursuant to Art. 90 of Legislative Decree no. 196 of 2003,
under which the requirements and conditions laid down in the authorisation were the only cases in which
processing was allowed. The position and force of the authorisation in the hierarchy of sources gave rise to a
wide-ranging debate concerning its assimilation to the law. The first version of the general authorisation dates
back to 2007 and was significantly amended in 2011, with renewals up to 2016
(www.garanteprivacy.it/web/guest/home/docweb/-/docweb-display/docweb/5803688). As will be seen in
more detail below, one of the most significant changes introduced since 2011 concerned precisely the
possibility of allowing the processing of genetic data carried out to protect the health of family members
without the consent of the data subject, and the disclosure to family members of genetic data indispensable to
prevent harm to their health. Legislative Decree no. 101 of 10 August 2018 amended the Code and established
that the Italian DPA is the supervisory authority responsible for monitoring application of the EU General Data
Protection Regulation, pursuant to its Art. 51. The general authorisation no. 8 of 2016 has been replaced by the
no. 146 of 2019, www.garanteprivacy.it/home/docweb/-/docweb-display/docweb/9124510 (last visited on 19
April 2021).

12 Report Gestione degli “incidental findings” nelle indagini genomiche con le nuove piattaforme tecnologiche,
17 marzo 2016, cit.; the Italian National Committee of Bioethics refers to statements of its previous report of
2010, adopted together with the National Committee for Biosecurity, Biotechnologies and Life Sciences, Test
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An attempt to generalise secondary findings in genome sequencing has been made in France. In
2017, the French Society for Predictive and Personalised Medicine (Société Francaise de Médecine
Prédictive et Personnalisée, SFMPP in the following) organised ad hoc working groups to identify
secondary findings (données secondaires) implications and treatments, and in 2018, the French
Guidelines were published (in the following also SFMPP Recommendations).’* They were expressed
regarding an extensive European genome project and aimed at providing a first step towards
standardised guidelines in France and all Europe.

We will focus briefly on the scope of application and the procedure of adoption of the U.S., French
Guidelines and the ltalian Bioethics Committee’s Report.

Concerning the scope of application, all documents aim at giving indications, without limiting or
substituting the judgment of the clinician, whose adherence to recommendations is voluntary. The
U.S. Guidelines self-define as an “educational resource”, and both U.S. and French text refer to the
professional, clinical and ethical evaluation of the practitioner, depending on the specific clinical
circumstances presented by the individual patient.'

Regarding the adoption procedure, the Italian Report, due to the composition and tasks of the
Bioethics Committee, does not enter detailed discussion on the type of genetic variations, while the
U.S. and French Guidelines are the results of a participatory procedure, between the medical
community in the U.S., and more extensively between clinicians, experts in bioethics, philosophers,
sociologists and lawyers in France, both aiming at classifying variations and their management. In
detail, the U.S. list of pathogenic variations was composed following a bottom-up process. The
Secondary Findings Working Group (SFWG) created by ACMG and other colleagues collected
information in a nomination form. Completed forms were reviewed in a study section-like model and
by another working group. Each form was presented in an SFWG meeting or conference called by the
submitter or a designee and discussed. After discussion, SFWG members voted on whether to accept
the submitter’s recommendation. Nominations recommended by the SFWG were sent to ACMG
Board of Directors with a summary of the SFWG discussion, voting outcome, and a recommendation
for the suggested change to the SF minimum list.

In France, from June 2016 to May 2017, the SFMPP established a working group of 47 experts to
elaborate guidelines for managing SFs for cancer-related genes. The experts were divided into two
subgroups regarding ethical and legal questions and medical expertise. The ethical and legal group
comprised 17 members, psychologists, sociologists, ethicists, methodologists, lawyers and members
of patients’ associations, to elaborate general recommendations on information related to patients

genetici di suscettibilitd e medicina personalizzata, in http://bioetica.governo.it/media/4045/test-genetici-
sulla-suscettibilita.pdf, confirming the distinction between research and clinical activity, and the distinction
between minors and adults.

13 See Guidelines for reporting secondary findings of genome sequencing in cancer gene: The SFMPP
recommendations, in European Journal of Human Genetics, 26, 2018, 1732-1742.

4 ACMG SF v2.0, cit., 249; the SFMPP Recommendations, cit., 1739: “The present recommendations are not
meant to substitute for the clinical and ethical judgement of clinician, but they are proposed as a basis for
reflection to help with the prescription and the results of the genomic analyses in a homogeneous way. These
recommendations are not a substitute for a personal bibliographic watch that is an integral part of the
clinician’s work in a context of continuous improvement of medical knowledge due to the variety of cancer-
predisposition syndromes and the technical complexity [...]".
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and consent, and to provide informed consent forms and information media tools. The medical
expertise group comprised 30 members, oncologists, clinical geneticists, molecular biologists, and
cancer gene experts, who provided independent evaluation and classification of cancer genes for
cancer risk and actionability.’> To homogenise the results, evaluation criteria were designed on the
models of the ACMG, with the aim of creating a common global standard. Both U.S. and French
Guidelines are presented as provisional text, calling for updates and research on the list of variations
and psychological impact of returning SFs.

4. (continue) and contents: Types of variations and actionability, the clinician’s viewpoint

As we said, due to the composition and tasks of the National Bioethics Committee, the Italian Report
did not aim at distinguishing types of variations, while both U.S. and French Recommendations
included a detailed list of variants. Both considered differences in genetic variations: pathogenic
(causative) mutations, polymorphisms, variations that can be found also in healthy people. Both
recommended restricting the report of SFs to pathogenic variations, providing a list considered

|”

“minimal”, and open to regular update.’®

Moreover, both rely on the concept of actionability (données secondaires actionnables in French) or
clinical utility. We will see that actionability is the comet guiding clinicians’ perspective.

Broadly speaking, utility measures the personal benefit that someone has from an intervention,
outcome, product or process, and medical clinical utility describes the relevance and usefulness of an
intervention in patient care.l” The meaning of “clinical utility” adopted by both U.S. and French

Guidelines refers to the existence of preventive measures or treatments.’® Since 2013, the U.S.

15 In detail, the ethical and legal group comprised three psychologists, one sociologist, four ethicists, two
methodologists, four lawyers and three representatives of patient associations (BRCA France, the Vaincre les
Maladies Lysosomales association and the Association pour la Prévention, Traitement Etude des Polyposes
Familiales); the medical group eight oncologists, eleven clinical geneticists, three molecular biologists and eight
cancer gene experts.

16 See the SFMPP Recommendations, cit., 1739. ACMG SF v2.0, cit., 251, adopting the classification of variants
in S. RICHARDS, N. Aziz, S. BALE ET AL.,, ACMG Laboratory Quality Assurance Committee. Standards and guidelines
for the interpretation of sequence variants: A joint consensus recommendation of the American College of
Medical Genetics and Genomics and the Association for Molecular Pathology, in Genetics in Medicine, 17, 2015,
405-424.

7L, J. LESKO, I. ZINEH, S.-M. HUANG, What Is Clinical Utility and Why Should We Care?, in Clinical Pharmacology &
Therapeutics, 88, 6, 2010, 729-733.

18 |t seems useful to quote ACMG SF v2.0 on actionability: “Initially, medical actionability was evaluated
according to a semiquantitative metric that included the following major adjudication criteria: severity of
disease/nature of the health threat; likelihood of the disease/health threat materializing (i.e., penetrance);
efficacy of specific intervention(s); and overall strength of the current knowledge base about the
gene/condition. In July 2015, a fifth criterion was added: acceptability of the proposed intervention based on
its risks and benefits. The SFWG acknowledged the inherent subjectivity and difficulty of rating any given
intervention as it applies to an individual but voted unanimously in favour of adding this fifth criterion”. An
example on evaluation of a pathogenic variation could be read in the same Guidelines, concerning genes added
to the original list: ATP7B is associated with autosomal-recessive Wilson disease (MIM 277900). Morbidity
among homozygotes directly correlates with copper deposition in the liver, brain, and eye. The disease is
progressive, and, if left untreated, premature death is likely. In some cases, liver failure may be the presenting
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Recommendations admitted that there was much to be learned about disease predictability from
genomic testing, particularly in asymptomatic individuals. A debate occurred between some arguing
that IFs should not be reported at all in clinical sequencing until there is strong evidence of benefit,
and others advocating that variations in any all disease-associated genes could be medically useful
and should be reported. The working group admitted that there was insufficient evidence about
benefits, risks and costs of disclosure to make evidence-based recommendations, a consensus on the
listed variations having been found on clinical experience largely from patients with symptoms or
positive family histories. The conclusion was that: “Given the low prior probability that an individual
has a monogenic disorder that could be identified incidentally through exome or genome
sequencing, we recommended that only variants with a higher likelihood of causing disease should
be reported as IFs although we recognise that there are limited data available in many cases to make
this assessment”. So, the minimal list was limited to variants “where there is strong evidence of high
probability of severe adverse medical outcomes that can be prevented or ameliorated by existing
modalities”.?® In this sense, actionability is the leading principle driving IFs information, and it mirrors
the bioethics principle of benefit, bienfaisance, in French.?°

French Guidelines also define actionability as availability of screening or prevention strategies, risk
evaluation (severity, penetrance and age of disease onset), and level of evidence from published
data. Under these criteria, genes have been divided into three classes and 60 genes were listed in
class 1, as actionable pathogenic variants.?! There is an important overlap between the ACMG and
SFMPP lists of actionable genes concerning cancer, except for one or two additional genes classified
as class 1.

sign. Given its long recognition as a Mendelian disorder, it is reasonable to consider Wilson disease to be at
least relatively highly penetrant. Expressivity is variable. Treatment for Wilson disease involves administration
copper chelating agents and/or zinc to block intestinal absorption of copper; treatment is extremely effective
when administered prior to the onset of symptoms. Sanger sequencing of the ATP7B gene is considered
confirmatory in asymptomatic patients. In symptomatic patients, in addition to Sanger sequencing, the results
of serum ceruloplasmin, serum copper concentration and 14-hour urine copper excretion can be diagnostic.
The ClinGen Actionability scoring process generated a high actionability score of 10/12 for copper chelation
and zinc therapy in the treatment of ATP7B-associated liver disease and/or neuropsychiatric disease. Based on
this evidence, the SFWG voted unanimously to add ATP7B to the SF list for the recessive state in which two
KP/EP variants are detected in trans through GS. The benefit principle is also based on the recent ACGM,
Patient re-contact after revision of genomic test results: Points to consider—A statement of the American
College of Medical Genetics and Genomics, in Genetics in Medicine, 21, 4, 2019, 769-771.

1% AMGC, Incidental findings in clinical genomics: A clarification in Genetics in Medicine,15, 8, 2013, 664-666,
developing considerations of 2013 AMGC SF v1.0, cit.

20 Three conditions should exist to have benefit: discovery must be scientifically validated; it could be
meaningful for the patient health; and there exist a therapy or a preventive behaviour. For general references,
see M. TomMAsI, Genetica e Costituzione, cit., 33-35.

21 |n detail, for class 1 genes (n = 36), delivering the information on SFs was recommended; for class 2 genes (n
= 5), delivering the information remained questionable because genes include significant risk and
detection/prevention possibilities, but the literature data or level of evidence seems too low to measure the
real benefit of an intervention in an asymptomatic context; and for class 3 genes (n = 19), delivering the
information on SFs was unrecommended because of the moderate risk of cancer and/or prevention or limited
or non-existent therapeutic possibilities.
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Overall, for clarity, in both U.S. and French Guidelines, disclosing secondary findings is now
recommended, but not binding, for actionable pathogenic variants, taking advantage of the patient’s
health. In contrast, a pathogenic variation of an incurable disease will be uncommunicated. The same
is true for variations of uncertain or unknown significance, whose evidence should not be given to
the practitioner (first step) or the patient (second step), because it can involve misinterpretation in
the results, being unnecessary for the patient’s healthcare.?

In Italy, the Data Protection Authority general authorisation no. 8 of 2016 adopted the narrow
concept of clinical utility, defining unexpected findings in the context of genetic testing consent and
communication as those that “represent a concrete and direct benefit in terms of therapy or
prevention or awareness of reproductive choices”.?® But the Italian Committee of Bioethics Report,
as a soft law source specifically focusing to incidental findings, adopted a different way. First, as we
anticipated, the Report did not refer to an explicit list of variations, as cancer-associated genes.
Second, the Committee adopted a smoother and descriptive approach, illustrating different
meanings of clinical utility, the traditional stricter view, present in the U.S. Guidelines and in the
following French ones, where there are preventive measures or treatment, and a broader sense,
including wider considerations on situations of non-immediate interventions, or non-existing
treatment or non-pathogenic information. This broader meaning of clinical utility implies a
corresponding wider assessment of benefits and risks, involving the patient, family or third-person
interests, and concerning all decisions where a choice can occur, like reproductive choices, assurance
schemes, or other planning of life. From this perspective, all information concerning an opportunity
of choice may be reported. The Committee observed that there is a general agreement in the
literature on disclosure of actionable findings, while communication of uncertain results or results
with no prevention or treatment available is discussed. In the end, the Committee suggests leaving
to the patient, during pre-test and post-test counselling, the choice whether to have information and
the kind of information, i.e. only pathogenic variations or even variations related to untreatable
disease. In contrast, the Committee agrees that unknown variations or variations with uncertain
significance should not be reported.?* By this way, an extensive discretionary is given to the patient,
while a relatively less intense duty of qualification of clinical utility remains to the doctor.

22 See also AMCG, Incidental findings in clinical genomics: A clarification, cit.: “We agree that variants of
unknown significance, variants associated with low or unknown penetrance, and variants associated with
disorders not currently amenable to intervention should not be reported”. For incidental findings of unknown
significance, the SFMMP works assessed that additional follow-up tests or procedures could be risky and costly.
23 Jtalian Data Protection general authorisation no. 8 of 2016, cit., par. 6, and now in the same way no. 146 of
2019, par. 4.5. sub 3.

24 Report Gestione degli “incidental findings”, cit., 18: “si rispetti, nella acquisizione del consenso informato, il
diritto all’autodeterminazione del paziente e pertanto sia lasciata al consultando, una volta che ha compreso la
differenza tra le diverse tipologie degli IF, la scelta di decidere quali risultati conoscere. Il paziente deve essere
libero di scegliere se rifiutare le informazioni sugli IF, oppure ricevere solo informazioni relative alle patologie
prevenibili o trattabili, o ancora conoscere anche i dati che riguardano condizioni patologiche al momento non
prevenibili né curabili”, and note no. 39 on uncertain variations: “Non € opportuno invece comunicare le
varianti di significato incerto, né le suscettibilita per i motivi gia ricordati”. In sum, there is a difference
between the strict clinical utility for consent and communication of the DPA general authorisation and the
broad clinical utility of the Bioethics Committee’s Report, where the first is a mandatory source and the second
is not. This is a symptom of the lack of clarity and sensitivity on this issue. For the sake of completeness, the
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Clearly, statements on actionability or clinical utility, and their consequences on information, put the
attention on clinicians’ duties and tasks. Now, it is necessary to investigate the guidelines from the
patient’s viewpoint, and the U.S. debate has been significant again.

5. (continue) the patient’s viewpoint: The uncertainty of information

From the patient’s viewpoint, the U.S. original version of Guidelines in 2013 recommended a
mandatory disclosure of actionable secondary findings, but this statement was revised in 2015, in a
relatively short time. Starting from the beginning, in 2013 the working group recognised that denying
a preference whether to receive information may be seen to violate existing ethical norms regarding
the patient’s autonomy and the “right not to know” genetic risk information. However, they felt that
“clinicians and laboratory personnel have a fiduciary duty to prevent harm by warning patients and
their families about certain IFs and that this principle supersedes concerns about autonomy, just as it
does in the reporting of IFs elsewhere in medical practice”.? In detail, the debate on reporting IFs
was presented as follows: While genetic libertarians believe that patients have the right to full and
complete accounting of all possible risks conveyed by both established and novel variants, or even
variants of unknown significance in disease genes, genetic empiricists believe that there is
insufficient evidence about the penetrance of most pathogenic variants in the general population to
warrant the sharing of any IFs, and that it is irresponsible to create the psychological burdens of
being a “patient in waiting” or to expose patients to iatrogenic harm of possibly unnecessary
surveillance or diagnostic testing.?® The fair balance comprised precisely reporting only the listed
variations, without seeking preference from the patient and family. So, the duty to protect health
prevails when results convey the near certainty of an adverse yet potentially preventable medical

outcome. Not returning under these conditions was considered unethical.?’

DPA general authorisation no. 8 of 2016 and the ongoing no. 146 of 2019 both refer to an extensive meaning of
utility in another stage of data processing, during the pre and post-test genetic counselling. The counsellor is
called upon to help the person concerned to independently take the most appropriate decisions, taking into
account genetic risk, family aspirations and ethical and religious principles, to achieve the best possible
adaptation to the disease (see par. 4.4. of the ongoing authorisation).

25 ACMG SF v1.0, continuing: “whenever clinical sequencing is ordered, the ordering clinician should discuss
with the patient the possibility of incidental findings, and that laboratories seek and report findings from the
list described in the [list] without reference to patient preferences. Patients have the right to decline clinical
sequencing if they judge the risks of possible discovery of incidental findings to outweigh the benefits of
testing”.

26 ACMG SF v1.0, quoting J. M. KwWON, R. D. STEINER, I’m fine; I’'m just waiting for my disease: The new and
growing class of presymptomatic patients, in Neurology, 77, 6, 2011, 522-523.

27 AMCG, Incidental findings in clinical genomics: A clarification, cit.: “The rationale for our recommendations
was that failure to report a laboratory test result conveying the near certainty of an adverse yet potentially
preventable medical outcome would be unethical. A common objection to this recommendation has been that
some genetic test results might not be predictive of disease, either because of incomplete penetrance or
because of the occurrence of variants of unknown significance. The recommendations, however, explicitly
focus only on unequivocally pathogenic mutations in genes in which pathogenic variants lead to disease with
very high probability and cases in which evidence strongly supports the benefits of early intervention. We
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Three points should be clarified. First, the 2013 U.S. Guidelines version clearly explained that concern
and uncertainty surrounding IFs depend on a lack of empiric data, both on predictability and
patients’ behaviours. Second, this position plainly rejected genetic “exceptionalism”, recalling that
reporting IFs is a form of screening that had a long history in clinical medicine, where disease to one
system could call for other systems’ testing in multisystem diseases.?® Third, it relied strongly on the
clinical-patient relationship. The patient has already been presented to the medical care system and
has been evaluated by a clinician who is familiar with the patient’s conditions and family history. The
clinician-patient interaction is the appropriate place for extensively evaluating the opportunity of a
specific genetic testing, and for explaining and discussing IFs eventuality.?® Patients’ opt-out option is
not completely denied in this pattern, but is conceived at the beginning of the procedure. The
patient, conscious of the possibility of extra findings, declines clinical sequencing if the risks of
possible incidental discoveries outweigh the benefits of testing.

Refusing opt-in opt-out induced a controversial debate.*® In 2015, the Guidelines were first revised,
introducing the possibility to decline SFs through “the right not to know”. The version of 2016

agree that variants of unknown significance, variants associated with low or unknown penetrance, and variants
associated with disorders not currently amenable to intervention should not be reported”.

22 ACMG SF v1.0, “When patients complain of symptoms in the digestive system, the well-trained physician
examines cardiac and respiratory systems as well, both for clues to a multisystem disease and to incidentally
discover any unrelated signs. When radiographs are read for a particular anatomical focus, the radiologist scans
the entire radiograph and also reports on abnormal findings in regions not indicated as the primary reason for
the study. In these situations, the patient has already presented to the medical care system, has been
evaluated and is under the care of a clinician [...]"”.

2 See also AMCG, Incidental findings in clinical genomics: A clarification, cit., where the clinician, and his or her
consultant, i.e. clinical geneticists, is the point of reference for ordering and returning laboratory tests: “It is
expected that the clinician will contextualize these findings to the clinical circumstances (e.g., the nature of
ongoing clinical problems, knowledge of personal and family history, patient preferences), and the provider
and patient will participate in a shared decision-making process regarding the return of results. This is similar to
the shared decision-making that is undertaken by patients and physicians: whenever complex medical testing is
contemplated, patients are informed that data generated from such tests can reveal unexpected results”. A
strong concern is expressed on direct-to-consumer testing, where patients directly receive results from
laboratories, but “Patients who seek out their laboratory test results independent of their healthcare providers
have made their own choice about learning these results”.

30 See A. TOWNSEND, F. ROUSSEAU, J. FRIEDMAN, S. ADAM, Z. LOHN, P. BIRCH, Autonomy and the patient’s ‘not to know’
in clinical whole-genomic sequencing, in European Journal of Human Genetics, 22, 2014, 6-11, questioning
constructively the obligation to return IFs because of paternalism, predicating upon “the physician as
gatekeeper” model, instead of the “patient as partner” or “patient as gatekeeper” models. They broadly rely on
autonomy in Andorno sense, following in this paper, arguing that a chance must be offered in all pre-test and
post-test counselling and the choice cannot be presumed, but must be activated by the patient. The position is
based on a focus group study, whose participants strongly supported the right to decline information:
“Individuals may have valid reasons for not knowing results. The “objective” clinical utility of knowledge may
have very different meaning “subjectively” for patient regarding its relevance and manageability for them; all
things considered, they simply may make an informed choice not to have the information disclosed to them.
The impact that all genetic information has on the individual, including psychological, social and financial
consequences or harms, needs to be reconsidered by clinicians at all stages of disclosure”. In contrast, for
further critics to “the right not to know” as an autonomy based right, because the right to refuse medical
treatment is doubtful and with the aim to protect vulnerable people from the risk to decline medically
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confirms this solution and is stated as follows: An additional modification to the original policy
included offering an option to opt out of receiving SFs for individuals undergoing clinical genomic
sequencing (GS). This revision was due, in part, to results from a survey of ACMG members in which
more than 80% of respondents supported an option for patients undergoing GS to decline SF analysis
following appropriate counselling. In conclusion, for U.S. Guidelines now informed consent is
necessary and reporting of secondary findings is optional.

Similarly, the issue has been deeply discussed during the French SFMPP works as well, and many
doubts have arisen. The French working groups considered that genomic consent rules did not
adequately fit with the disclosure of secondary findings from genome sequencing, nether under Art.
L. 1111-4 Code de la santé, inspired by Art. 5 Oviedo Convention, nor as the informed consent under
the Loi Bioétique. Art. 5 Oviedo Convention, in particular, may not be suitable with SFs because there
is no “intervention”, neither “act”, nor “treatment”. Moreover, there is no well-established, but only
possible information. Again, predictability is one of the main problems. The disease is uncertain, but
possible. It depends not only on the genome, but also on lifestyle, environment or other external
factors. The quantity and quality of information have also been questioned because the lack of
knowledge could depend on the scarcity of data, but even their large amount can be a problem,
making their interpretation unclear and doubtful. Therefore, informed consent, as provided in
general for genomic testing, may be unsuitable per se for the communication of secondary findings.
The working groups questioned, in the end, the practical possibility of a right to know or not to know,
because the object of knowledge is too uncertain and undefinable.

Ethically, four alternatives were discussed concerning the degree of disclosure, assuming autonomy
in the meaning of making a life lived according to each own project: first, to be always informed (étre
prévenu systématiquement), expression of the principle of absolute autonomy, i.e. the right to know
everything (droit de tout connaitre); second, to be informed of relevant information (étre prévenu
avec les informations pertinentes), mirroring the principle of controlled autonomy depending on the
relevance of data; third, not to be informed, unless the relevant information is strongly validated or
clinical assistance is very recommended, mirroring again the principle of controlled autonomy, but
focusing on a significant loss of chance; fourth, not to be informed at all. During the works, it has
been specified that all alternatives imply a certain degree of paternalism, either in the obligation to
know, as the only way to make choices and worthily organise life, or in completely avoiding
knowledge, assuming that the patient could not understand the choice or to bear the pain. Finally,
spoiling the end of the story, French Guidelines opt for a model of partial disclosure, admitting “the
right not to know” of the patient as a central feature and adopting a new formula called “double
consent”, which dissociates the announcement of primary findings from SFs, as we will illustrate
later.3!

significant information, B.B. BERKMAN, S.C. HULL, L.G. BIESECKER, Scrutinizing the Right Not to Know, in The
American Journal of Bioethics, 15, 7, 2015, 17-19.

31 See the presentation Consentement éclairé et aspects éthiques of Ms. Michéle Anahory, lawyer, during the
works of SFMMP working groups, available at https://www.sfmpp.org/2019/01/31/recommandations-de-la-
sfmpp-sur-les-donnees-secondaires/ until November 2019. In January 2021, videos and power points were
unavailable anymore. All mistakes reporting the contents are in my responsibility.
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The Italian Bioethics Committee also referred to “the right not to know”, and the report on IFs deeply
discussed its rationale relying on the results of a Canadian Symposium held in Spring 2014.32 The
Committee identified three main meanings of autonomy as the source of the right to decline
information: first, the protection from interferences of others in the most personal choices,
requesting policies that enforce individual liberties, including “the right not to know” health data;
second, autonomy as control by a rational agent of all circumstances of life, to make responsible and
organised choices, and here there is no room for “the right not to know”, lack of information
preventing any rational decision,®® third, “veridicity” in Hans Jonas words in the seventies, facing
biomedical innovations, i.e. the right to find his own way of life and to shape the future. This last
position supports a moral right to ignorance about the future, for example, for genetic diseases
where no treatment is available, to remain free in determining the sense of self. However, these
different theoretical models, in the Committee’s opinion, did not help find a concrete solution if the
patient had not expressed any will about being informed or not. Hence, the Committee referred to
another theoretical scheme, Laurie’s approach to privacy, which we will deeply analyse in the next
paragraph. Finally, the Italian Committee, as we mentioned before, recognised centrality to self-
determination, assigning priority to pre-test and post-test counselling with support of psychological
expertise, and stating the existence of the right to choose whether to be informed and on which
pathogenic results, actionable and non-actionable.3*

Collectively, the U.S. Guidelines recommend the reporting as secondary findings of known or
expected pathogenic variants and do not recommend reporting variants of uncertain significance or
associated with disorders not currently amenable to intervention. The focus is mainly on SFs related
to monogenic disorders for which there is a higher likelihood of causing the disease, i.e. evidence of
clinical utility. Since 2015, informed consent is necessary, and reporting SFs is optional.

Similarly, French Guidelines of 2018 suggest reporting only pathogenic variations and clearly assure
an opt-in opt-out option to patient, adopting the procedural approach of “double consent”. In this
way, for the French too, the knowledge of secondary findings is limited to variations where validated
screening or prevention strategies are available, is optional, even if recommended, and it depends on
the will of patient to know or not to know.

The Italian Bioethics Committee suggested that laboratories should store secondary findings,
including non-known variations; centrality should be given to self-determination of the patient

32 From the Right to Know to the Right not to Know, Special Issue in Journal of Law, Medicine and Ethics, 42, 1,
2014, Special Issue, 1-6.

33 Report Gestione degli “incidental findings”, cit., 16, referring to J. HARRIS, K. KEYwoob, Ignorance, Information
and Autonomy, in Theoretical Medicine, 22, 5, 2001, 415-436.

34 Report Gestione degli “incidental findings”, cit., 18. There is a sort of contradiction in the Report. In the
previous part, concerning the different rationales of autonomy, the Committee observed that the interest
and/or right not to know should be protected to the greatest extension. Later, it is said that being not absolute,
the right can be limited, depending on factual circumstances, to protect other interests, that the Committee do
not explicitly mention, in a case-by-case evaluation. In that context, said the Committee, it is not possible to
completely avoid discretionary because it is in the last resort to clinicians, or researchers, with the help of
consultants, decide to ‘exceptions’, relying on the kind of information at stake. Overall, while great relevance is
given to the patient’s choice by letting him to decide the kind of pathogenic variations to be known, the final
decision is left to practitioners without any clear guideline.
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through consent, leaving him the choice to select which variations to know, pathogenic with clear
clinical utility or pathogenic without available treatment. The difference from U.S. and French
conclusions is consistent, involving non-actionable pathogenic variations.?®> In contrast, all
recommendations refuse reporting and communication of unknown variations.

6. The right not to know: Legal basis and conceptual objections

The overruling of U.S. Guidelines from a mandatory disclosure of secondary findings concerning
pathogenic variations to an optional choice, from 2013 to 2015, is a clear symptom of the very
sensitivity of the issue and the complexity of the interests involved. The same impression comes from
the French debate on the suitability of traditional informed consent because of the uncertainty of
information itself. For the patient, now all guidelines clearly refer to the so-called right not to know.
Despite the incertitude and the intense debate, “the right not to know” in health matters has a clear
legal basis in international law. It dates to 1997 in both the UNESCO Declaration on the Human
Genome and Human Rights, Art. 5.c, and in the Oviedo Convention on Human Right and Biomedicine,
Art. 10.2.3® The Oviedo Additional Protocol concerning Genetic Testing for Health Purpose, entered
into force recently, on 1 July 2018, protects the wish of a person undergoing a genetic test not to be
informed.3” Under both the Oviedo Convention and its Protocol, the right to know or not to know is
part of the right to respect private life. Also, a right to decline information is provided by many
domestic legislations, and recently by Italian law on consent and non-resuscitation orders too, no.
219 of 2017.% Prior to this law, as we mentioned, rules were provided for under the Italian Data
Protection Authority authorisation, with the specific task of regulating the processing of genetic data.

35 Gestione degli “incidental findings” nelle indagini genomiche con le nuove piattaforme tecnologiche, cit., 18.
36 2. Everyone is entitled to know any information collected about his or her health. However, the wishes of
individuals not to be so informed shall be observed. 3. In exceptional cases, restrictions may be placed by law
on the exercise of the rights contained in paragraph 2 in the interests of the patient”. The right not to know is
recognised also in international clinical guideline, the World Medical Association Declaration on the Rights of
the Patient of 1981, revised in 1995, Art. 7.d: “the patient has the right not to be informed on his/her explicit
request, unless required for the protection of another person’s life”, and the World Health Organisation
Guidelines on Ethical Issues in Medical Genetics and the Provision of Genetic Services of 1997, Table 7: “the wish
of individual and families not to know genetic information, including test results, should be respected, except in
testing of new born babies or children for treatable conditions”.

37 2. Everyone undergoing a genetic test is entitled to know any information collected about his or her health
derived from this test. The conclusions drawn from the test shall be accessible to the person concerned in a
comprehensible form. 3. The wish of a person not to be informed shall be respected. 4. In exceptional cases,
restrictions may be placed by law on the exercise of the rights contained in paragraphs 2 and 3 above in the
interests of the person concerned”.

38 Art. 3 It. law no. 219 of 2017: “Ogni persona ha il diritto di conoscere le proprie condizioni di salute e di
essere informata in modo completo, aggiornato e a lei comprensibile riguardo alla diagnosi, alla prognosi, ai
benefici e ai rischi degli accertamenti diagnostici e dei trattamenti sanitari indicati, nonché riguardo alle
possibili alternative e alle conseguenze dell’eventuale rifiuto del trattamento sanitario e dell’accertamento
diagnostico o della rinuncia ai medesimi. Puo rifiutare in tutto o in parte di ricevere le informazioni ovvero
indicare i familiari o una persona di sua fiducia incaricati di riceverle e di esprimere il consenso in sua vece se il
paziente lo vuole. Il rifiuto o la rinuncia alle informazioni e I'eventuale indicazione di un incaricato sono
registrati nella cartella clinica e nel fascicolo sanitario elettronico [...]".
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For what is relevant here, this authorisation referred to secondary discoveries, stipulating that the
information resulting from a genetic testing to be provided to the data subject included among the
results the “unexpected news” and stating that the data subject was required to declare whether or
not he wanted to know the results, including the unexpected one.?® Differently, Italian law no. 219 of
2017 does not explicitly concern genetic testing but gives a general framework on consent and the
substantive values it embodies. Perhaps terms like “informed consent”, “diagnostic assessment”, or
“treatment”, under this law, could not be suitable for genetic information, thereby raising the same
concerns of the French debate resumed before. But we assume that the general framework provided
by this law, giving centrality to the trusty clinical-patient relation, to dignity and self-determination of
the patient and decisional autonomy and expertise of the practitioner, is broad enough to apply to
genetic testing too. Moreover, we consider that IFs returning policies move rapidly, depending on
increasing evidence-based data both on predictability of information and on psychological impact, so
that, at this time, a more specific legislation may not be appropriate, while an adjustment based on
clinical guidelines regularly updated, and hopefully standardised across Europe, seems desirable.
Despite these legal references, as we have seen, the clinical, ethical, and legal debate on IFs
concentrated on the acceptability of a “not to know” pretension. Whole-genome sequencing has
dramatically broadened the scope of available information.*® Nevertheless, the general lines of the
debate about the rationale of the right not to know have not significantly changed. Therefore, it
seems useful to illustrate them.

The relation between the right to know or not to know and genetic information has been explored
since the 2000s.%! Literature specified that “the right not to know” one’s genetic status raised several
objections. Preliminarily, this right goes strongly against the trend of claiming, affirming and
widening the right to know health information by patients, which has been fundamental to re-define
the modern doctor-patient relationship. More generally, politically and philosophically, the right to
remain in ignorance seems contrary to the desire to know, as a feature that distinguishes humans
from other animals, and to the capability of knowledge as a prerequisite for decision, that is, at the
foundation of legal rights since the Enlightenment.

Further, if we leave aside, for a moment, the issue of health information, from a constitutional
perspective the right to know has been questioned by American law scholars since the 1960s as a

39 See the DPA general authorisation no. 8 of 2016, cit., par. 5, lett. b) on unexpected results; par. 6, second
sentence, on informed consent: “the person concerned is required to state whether or not he or she wishes to
know the results of the examination or research, including any unexpected information concerning him or her,
if it represents a concrete and direct benefit for the person concerned in terms of treatment or prevention or
awareness of reproductive choices”. The regulation is remained the same under the ongoing DPA authorisation
no. 146 of 2019, par. 4.3 on Information, including unexpected news among the attainable results, par. 4.5, sub
3, on Consent, par. 4.6. on Communication and dissemination of data, under which: “the results of genetic
testing must be communicated to the person concerned also in accordance with his or her declaration of
willingness to know or not to know such events and, where necessary, together with appropriate genetic
counselling” (our translation from Italian).

40 B.M. KNOPPERS, From the Right to Know to the Right Not to Know, in Journal of Law, Medicine and Ethics,
special issue 42, 1, 2014, 1-10, 6, who argues that the question now is not whether to return results, but how
much information should be returned.

41 For general references, R. CHADWICK, M. LEVITT, D. SHICKLE (eds.), The Right to Know and the Right Not to Know.
Genetic Privacy and Responsibility, Cambridge, 2014 (second edition revised of the first dating 1997).
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basic principle for democracy, referring it to the freedom of press and the public to acquire and share
information on government and the exercise of public powers. Certainly, the context highly differs,
but it is to say how knowledge is perceived as a stronghold, perhaps the most important, for
democracy in Western societies.*? Notably, even in that context, the right to know, as part of the
liberty of expression, also covered a personal intimate position, essential to personal fulfiiment. It is a
significant method for seeking the truth, or at least for seeking the better answer, as it has been
said.”® In addition, in that context “the right not to know” emerged as the other side of the right to
know, particularly in the meaning of not to be forced to receive communication. However,
concurrently, it was relevant in narrower cases, much less significant for democracy than the right to
know ones.*

Overall, knowledge seems to be the essence of human life. This is perfectly described in the famous
words that the Italian poet Dante gave to Ulisse: “Fatti non foste a viver come bruti ma per seguir
virtute e canoscenza”* [Consider your origin: you were not born to live like brutes, but to follow
virtues and knowledge]. However, going back to health information, there are other objections to
“the right not to know”. It would undermine the relationship between doctor and patient, hindering
the duty to disclose health information to the patient and returning to the paternalistic approach by
which doctors are restricted to tell the truth, to supposedly protect the patient from harm.
Moreover, “the right not to know” would be in contrast to the values of solidarity and responsibility,
preventing the possibility of giving vital information to family members, in opposition to the
relational nature of genetic information with relatives.*

42 See for example in the U.S. debate, T. I. EMERSON, Legal Foundations of the Right to Know, in Washington
University Law Quarterly, 1, 1976, 1-24, lecture delivered on March 3, 1976, during the Symposium The First
Amendment and the Right to Know, discussing a constitutional theory and workable operating rules to anchor
the right to know, an emerging constitutional right, in the U.S. Constitution. The A. opens the paper quoting a
letter from James Madison to W.T. Barry, August 4, 1822, in 9 Writings of James Madison 103 (G. Hurst ed.
1910): “A popular government, without popular information or the means of acquiring it, is but a prologue to a
farce or a tragedy; or perhaps both. Knowledge will forever govern ignorance. And people who mean to be
their own governors, must arm themselves with the power knowledge gives”.

43 T.1. EMERSON, op. cit., 2, 4: “Moreover, the right to know serves the same function in our society as the right
to communicate. It is essential to personal self-fulfilment. It is a significant method for seeking the truth, or at
least for seeking the better answer. It is necessary for collective decision-making in a democratic society. And it
is vital as a mechanism for effectuating social change without resort to violence or undue coercion”. Personal
fulfilment is considered an important aspect because “our society moves further and further towards
conformity and depersonalization”.

44 See T.I. EMERSON, op. cit., 22-23, for whom the right not to know is a limit of the right to know, but much less
meaningful than another opposite right, the right to privacy. While privacy needs the application of complex
balancing theories, the right not to know, in U.S. Supreme Court case law at that time, refers to “simple” cases
on the refusal to listen to music and broadcasting during bus travels, or to receive mails from anonymous
senders. In general, concluded the A., the conflict is between the right not to know and the right to
communicate, rather than the right to know.

4> Dante Inferno, Canto ventiseiesimo, vv. 112-120.

6 There would be also a practical impossibility of the right not to know, and a logical contradiction, because “in
the very process of asking “Do you want to know whether you are at risk...?”, the geneticist has already made
the essence of the information known”, in D.C. WERTZ, J.C. FLETCHER, Privacy and Disclosure in Medical Genetics
Examined in an Ethics of Care, in Bioethics, 5, 3, 1991, 212-232, 221. The argument is fascinating, but seems
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7. Theoretical frameworks between autonomy and privacy

Despite the referred objections, as we have seen, the right to refuse health information has a specific
legal basis in international law, and in domestic law too, including now in Italian law. Different
rationales of the right have been proposed to describe its nature and substance. We limit our
analysis to two theoretical frameworks, which have had a great echo in the debate: “the right not to
know” as an expression of autonomy and as an expression of privacy. The first thesis has been
argued by Roberto Andorno. Against the argument that ignorance affects autonomy, preventing any
choice and control,*” Andorno argues that “the right not to know” is part of autonomy itself,
understood as self-determination, mirroring the basic bioethical principle for which everyone should
be free to make choices regarding health information. It is part of autonomy, without any
paternalism, because the decision is in the patient’s hands and does not come from abroad.*®
Autonomy is presented as the immediate source of the right, but the substantive interest protected
in the end is psychological integrity, through the possibility to avoid the harmful effects of genetic
information.** In Andorno’s description, this right relies on an active approach from two
perspectives. First, the opportunity of a choice is given to the patient. Second, the expression of will
from the patient, being an explicit choice, is required®. Unlike, the privacy framework excludes the
disclosure of information even if the patient has not explicitly expressed his or her will. This seems to
be the main difference between the two frameworks, as we will see now.

The second framework, supported by Graeme Laurie, argues that “the right not to know” is not a
right in itself, but an interference to privacy. While the framing paradigm of autonomy is choice, the
framing paradigm of privacy is non-interference. More deeply, for Laurie, the ethical and legal basis
of “the right not to know” is rooted in a “psychological spatial privacy, to the aim of safeguarding
“one’s own sense of the self”.*! The point is that spatial privacy should protect the patient even if no
explicit choice has been made to assure that unsolicited revelations are prevented.

invalid, because prior explanation of the possibility to find something does not say anything about the final
output; so the effectiveness of the right relies, as always happens, on when and how information is given.

47 For example, J. HARRIS, K. KEYwooD, Ignorance, Information and Autonomy, cit, 415-436.

48 R. ANDORNO, The right not to know: An autonomy based approach, in Journal of Medical Ethics, 30, 2004, 435-
440, spec. 436, who refers this meaning of autonomy also to German legal literature, as part of the “right to
informational self-determination” [“Recht auf informationelle Selbstbestimmung”].

49 R. ANDORNO, cit., 436, recalling the oldest principle of medical clinics “first, do not harm” — “Primus non
nocere,” and the modern “principle of non-maleficence,” including patient’s psychological integrity.

50 R. ANDORNO, cit., relies also on normative indications: The European Convention on Human Rights and
Biomedicine, Art. 10.2, the UNESCO Universal Declaration on the Human Genome and Human Rights, Art. 5.c,
as well as the WMA Declaration on the Right of the Patient, Art. 7.d, and the WHO Guidelines on Ethical Issues
in Medical Genetics and the Provision of Genetic Services, Table 7, all require an explicit choice to the
functioning of the right not to know.

51 See G. LAURIE, In defence of ignorance; genetic information and the right not to know, in European Journal of
Health Law, 6, 1999, 119-132; Ip, Protecting and promoting privacy in an uncertain world: Further defences of
ignorance and the right not to know, ivi, 7, 2000, 185-191; Ib, Challenging medical-legal norms. The role of
autonomy, confidentiality, and privacy in protecting individual and familial group rights in genetic information,
in Journal of Legal Medicine, 22, 2001, 1-54; Ip, Genetic privacy. A Challenge to medico-legal norms, Cambridge,
2000, 259, references made by R. ANDORNO, op. cit., notes 30-36. See also ID, Privacy and the right not to know:
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Collectively, the autonomy and privacy framework both protect the same substantive position,
psychological integrity, and both admit that autonomy and privacy often overlap. Also, as Andorno
himself noted, unsolicited information directly interferes with psychological integrity, passing by the
choice on knowledge. However, the two theoretical frameworks differ in differentiating between
general rule and exceptions. Under the privacy approach, non-interference is the rule, so that
information becomes the exception. However, this effect, in Andorno’s opinion, subverts the
clinician’s duty of disclosure principle. In fact, under the autonomy framework, the rule remains that
the patient has the right to know his or her health status and that an alternative should be offered to
him or her, if to have information or to remain in ignorance.>> Non-information as a rule breaks this
pattern. Overall, for the autonomy approach, “the right not to know” cannot be presumed but
should be “activated” by the explicit will of the person.

Alternatively, it is true that the language of privacy has resonance with the ways that Western legal
systems frame the interests involved.> Laurie recalls the “penumbra” definition of privacy in the U.S.
Supreme Court case law on abortion and reproductive choices,® and, in Europe, the Strasbourg
Court case law on Art. 8, par. 1, ECHR concerning respect for private and family life . But, the
theoretical framework of Laurie’s spatial privacy differs in reality from the ECHR interpretation. It is
not the case here to deeply analyse the case law on 8 ECHR. It is enough to say that respect for
private life under Art. 8 ECHR covers, depending on the circumstances of the case, personal
autonomy, physical and psychological integrity, individual’s psychological wellbeing and dignity.>®

a plea for conceptual clarity, in R. CHADWICK, M. LEVITT, D. SHICKLE (eds.), The Right to Know and the Right Not to
Know. Genetic Privacy and Responsibility, cit., 38-51.

52 R. ANDORNO, op. cit., stresses that to determine which right should prevail will depend on the circumstances
of each case, but law and ethics need rules to operate coherently. The right to know too, since its origin, had a
positive shape. See T. |. EMERSON, cit., 2, for whom the right to know focuses on the affirmative aspects of the
first amendment and the system of freedom of expression, the negative right to be free of government
interferences being partial, meaning that the right is entitled to support by legislation or other affirmative
government action.

53 G. LAURIE, Recognizing the Right Not to Know: Conceptual, Professional, and Legal Implications, in Journal of
Law, Medicine and Ethics, special issue 42, 1, 2014, 53-63, spec. 57.

54 1t is well known that privacy has different meanings, depending on each normative background and legal
tradition. In a very general manner, at the origin U.S. privacy referred to a spatial dimension: it was intended to
protect a zone of privacy within which the individual is protected against any intrusion from any rule or
practise, public or private. Actually, the U.S. Supreme Court ruled on the constitutional foundation of consent
under the due process clause of XIV Amendment on the grounds of a common law rule rooted in history and
traditions, which considers forced medication as a battery. See R.R. FADEN, T.L. BEAUCHAMP, A History and Theory
of Informed Consent, New York, Oxford, 1986, 120 ff., and, in Italian literature, C. CASONATO, Introduzione al
biodiritto, Torino, 3" ed., 2012, 160 ff. To question the right not to know, B.B. BERKMAN, S.C. HULL, L.G. BIESECKER,
Scrutinizing the Right Not to Know, cit., 17, argue that the Cruzan v. Director case, 1990, concerning hydration
and nutrition, related to bodily integrity, and cannot be extended to psychological integrity, falling outside the
scope the XIV Amendment.

55 See for all P. VAN DuK, F. VAN HOOF, A. VAN RN, L. ZWAAK, Theory and Practise of the European Convention on
Human Rights, 5th ed., Cambridge, Antwerp, Portland, 2018, 667-734. A recent summary of the case law is
available in the Guide on Article 8 of the European Convention on Human Rights, dated 31.8.2020, at
https://www.echr.coe.int/documents/guide art 8 eng.pdf. The case law is divided in three categories: (i) a
person’s physical, psychological, or moral integrity, (ii) his privacy and (iii) his identity and autonomy. Under the
first one, the rights protected include, among others, wellbeing and dignity (Beizaras and Levickas v. Lithuania,
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Now, the Laurie’s notion of space and preemptive non-interference fits with the original meaning of
privacy, as undue home invasion from unlawful house searches or other police activities. It entails a
negative obligation of abstention by public powers. However, the evolution of ECHR privacy, even
concerning personal and intimate aspects of personality, has given increasingly importance to the so-
called positive obligations.® Applicants claim a violation of eight ECHRs because of omissions by
national authorities. Their quest is for an intervention of State at different levels, legislative,
administrative or in practise, to put in place conditions to effectively develop their intimate
expectations. It is also true that the opposition between negative and positive obligations is a false
one, because negative obligations can easily be restated as positive obligations, and vice versa, and
all rights can just as readily be described as having correlative obligations that are both positive and
negative.”” Anyway, the concept of positive obligation emphasises that standing is not enough for
public authorities to respect rights.

Thus, in our opinion, Laurie’s approach seems less convincing for two reasons. First, it recalls the
ancient model of privacy as a duty of abstention from undue invasions but overshadows the positive
duty of intervention implied in “the right not to know”. For the good intention to avoid unsolicited
information, it overlooks the complexity of positive and negative behaviours which are required by
this right. Second, the “spatial privacy approach” seems to place the patient in a previous condition
of isolation, supposing a pre-emptive opposition to intervention and, in some way, leaving him alone.
Intervention as an assumed intrusion recalls an authoritarian, vertical model, while the doctor-
patient relationship developed through years tends to a horizontal model, inspired by mutual trust.
Further, if an unsolicited information is given, or a problem arises about sharing information or not,

§117), personality development (Von Hannover v. Germany (no. 2) [GC], §95), physical and psychological
integrity (S6derman v. Sweden, [GC], §80), relations with other human beings (Couderc and Hachette Filipacchi
Associés v. France [GC], §83), the protection of personal data (M.L. and W.W. v. Germany, §87) and a person’s
image (Reklos and Davourlis v. Greece, §38). The ECHR ruled for the first time that the notion of private life
covered the physical and moral integrity of the person in X and Y v. the Netherlands, 26 March 1985, §22,
concerning the sexual assault of a mentally disabled sixteen-year old girl and the absence of criminal law
provisions to provide her with effective and practical protection. Since this first case, the Court has held that
the authorities’ positive obligations—in some cases under Articles 2 or 3 ECHR, and in other instances under
Article 8 taken alone or in combination with Article 3—may include a duty to maintain and apply in practice an
adequate legal framework affording protection.

56 See for all A.R. MoOWBRAY, The Development of Positive Obligations under the European Convention on Human
Rights by the European Court of Human Rights, London, 2004; M. KLATT, Positive Obligations under the
European Convention on Human Rights, in Zeitschrift fiir ausldndisches 6fentliches Recht und Vélkerrecht =
Heidelberg Journal of International Law, 71, 4, 2011, 691-718, discussing positive and negative obligations and
the principle of proportionality under Alexy theories. The main reasons why the negative wording of ECHR has
been rephrased in positive terms are the overcome of the distinction between first generation, civil and
political rights, and second generation, social rights, a pure passive approach to human rights being insufficient
due to the complexity of our society, and indivisibility emerging under day-by-day situations; the need for
effectiveness, especially after the reform of 1998 on individual applications; the main critics to this evolution
rely on the lack of democratic accountability of the ECtHR, in. B. DICKINSON, Positive Obligations and the
European Court of Human Rights, in Northern Ireland Legal Quarterly, Special Issue, 61, 3, 2010, 203-208,
collecting the acts of a workshop on positive obligations in ECHR case law held in the Human Rights Centre of
the School of Law at Queen’s University Belfast, 24 March 2010.

57 B. DICKINSON, op. cit., 203.
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probably a movement which breaks individual “separateness” has already happened and maybe it
has been caused by the patient himself, because he or she has already made access to healthcare.
Therefore, the question is how public authorities should manage the situation to let the patient,
whose separateness has already been infringed, enjoy his or her right to refuse information. Overall,
the spatial privacy approach, as mere abstention, contrary to the ECtHR case law, underestimates all
conditions, tasks and duties required to make a right effective, which is at the core of Art. 8 ECHR
interpretation.

Another debate on “the right not to know” concerns the effectiveness of freedom and the possibility
of coercion. Briefly, criticism of the autonomy approach could be formulated considering that people
are not always free to decide according to their real interests, because various forms of coercion, in a
more or less explicit way, may interfere and press their will. We will see now that the effectiveness of

freedom occupies the debate on negative or positive liberties.

8. Constitutional background between negative and positive liberty

It is well known that BioLaw shows a strong trans-nationality due to the cross-communication of
scientists and the growing importance of international instruments, legally binding and non-binding.
Scientific research is naturally cross-border, and its permeability implies a dilution of the distance
between different constitutional cultures and a weakening of borders between common law and civil
law systems. However, concurrently, there are certain “constitutional features” that depend on
history, tradition, doctrine and practise. An attempt is made to analyse whether different approaches
to set the right to know or not to know secondary findings could be justified by different
constitutional cultures. The second part of this paper addresses this issue.

The relatively fast shifting of U.S. Guidelines on secondary findings from mandatory to optional
disclosure, from 2013 to 2015, and the recognition of the right not to know, seem to put greater
emphasis on autonomy of the patient as the only relevant principle at stake. As a first impression,
this interpretation could rely on the primacy of personal liberty in the U.S. constitutional tradition,
mistrusting government and public authorities’ intervention affecting individual choices. This pattern
comes after the origins of American society, where the smallholders refused positive interventions
from authorities, finding a consensus on the core values of individual capacity, property and
limitation of powers.® However, the strong emphasis which the first version of U.S.
Recommendations put on the fiduciary duty of care and the clinician’s obligation to prevent harm, to
justify a mandatory disclosure, shows that this first impression is false.

Also, scholars’ in-depth analysis has demonstrated that American constitutional tradition cannot be
reduced to liberty as an isolated right from different perspectives.® First, American tradition is

8 On the role of property as a model to describe personal rights, see later in the text.

59 A. DI MARTINO, La doppia dimensione dei diritti fondamentali, in V. BALDINI (ed.), Cos’é un diritto fondamentale,
Atti del Convegno Annuale di Cassino, 10-11 giugno 2016, Napoli, 2017, 123-158, spec. 136-142, and
extensively in Gruppodipisa.it, no. 2 of 2016, who compares German, American and Italian constitutional
backgrounds on rights and duties, using as a starting point the relation between individual dimension and
institutional dimension, i.e. the institutional and organisational measures giving substance to rights, where the
term “dimension” is taken from German constitutional interpretation. On Republican liberty see also I. CARTER,
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pervaded by republicanism, which refers to common good, political participation and protection of
liberties through the rule of law. Second, the U.S. Supreme Court case law, while discovering
fundamental rights through the due process clause of the XIV Amendment, often refers to liberty and
justice or, in more recent cases, ruled on freedoms that require a positive intervention of the State,
for example, on the same-sex couple marriage.®° Then, to give place to autonomy and personal
development, public authorities must engage and adopt organisational measures. The same
“positive” background is involved in the debate on privacy, if understood not only as a duty of
abstention, but also as a duty of protection, to create and assure a place for freedom of choice
despite different social and economic conditions. Third, different American constitutional theories
associate rights and autonomy to responsibility, considering the promotional role played by the
State.%! Finally, concerning social rights, it has been demonstrated that they cannot be differentiated
from civil rights regarding the costs and engagement of public authorities because even civil rights
protection needs public expence and organisational measures.

This agrees with the American debate on the negative or positive meaning of liberty. The debate
became stronger between social and political philosophers after the famous distinction defended by
Isaiah Berlin in 1950s.%2 It has been demonstrated that many aspects of negative and positive liberty
overlap, so that the distinction is not theoretically clear, but remains useful in a descriptive sense, at
least to map different theories of liberty. Negative liberty, here, means the absence of obstacles or
constraints, and usually refers to the absence of voluntary, intentional actions of others. Positive
liberty is the possibility of acting, having control of one’s life and realisation of one’s purposes. Thus,
positive liberty can be understood as self-realisation or self-determination. The concept gives
relevance not only to external voluntary interventions of others, but also to internal barriers which
could influence one’s behaviour, for example ignorance, or fear, admitting interventions of the State
to make the individual effectively free, interventions not normally allowed by a liberal conception.5?
As we said, the distinction has a descriptive meaning more than a prescriptive one. Libertarian and
egalitarian in many cases overlap, giving different meanings to the constraint of freedom, where
libertarians count as a restriction of freedom those brought about intentionally, being subject to the
arbitrary will of another, and egalitarians endorse a broader conception of constraints as unintended
obstacles, including economic forces, social conditions, poverty, instruction or other factors which

Positive and Negative Liberty, in Stanford Encyclopedia of Philosophy, in plato.stanford.edu, first published on
February 27, 2003; last revision August 2, 2016, 5.

0 A, DI MARTINO, quoted above.

61 Compare the literature concerning a duty of protection of State, in A. DI MARTINO, cit., 28, who observes that
a general category as the Schutzpflichten lacks in American tradition, but many Authors found a duty of
protection principle rooted in the common law and translated into States’ Constitutions.

62|, BERLIN, Two Concepts of Liberty, in |. BERLIN, Four Essays on Liberty, London, 1969, new edition in 2002.

63 For a full discussion of Berlin’s theory and scholars’ different positions, I. CARTER, Positive and Negative
Liberty, cit., devoting an extensive analysis to G. McCallum’s “one concept of liberty” theory, in 1967, following
F. Oppenheim studies in the 1950s., for whom the dichotomy between “freedom from” and “freedom to” is a
false one and always refer to a triadic relation between three things, an agent, certain preventing conditions,
and certain doings or becoming from agent, so that each theorist could be considered a supporter of the
negative or positive one depending on the viewpoint. In sum “it is conceptually and historically misleading to
divide theorists into two camps, a negative liberal one and a positive non-liberal one”.
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are external, but also the presence of abilities, of capabilities, both influencing the internal sense of
self and self-realisation.%* These nuances lead us to a similar coexistence between negative and
positive sides of liberty in the Italian constitutional framework.

9. Consent and the right of self-determination in the Italian constitutional framework

In the French legal system, free and informed consent is considered an expression of human
dignity.%® In Italian system, consent is usually described as a component of the right to self-
determination.® This right is not explicitly mentioned under the Italian Constitution. Nevertheless,
since the 1990s, the Italian Constitutional Court (ItCC) held that self-determination is a constitutional
right. It could be useful to describe briefly how this right has been woven into Italian basic norms.
The story of self-determination is like the current of a river, born as part of its natural flow, and then
perceived as a single stream. Its origin is peculiar both because of the sources and the meaning.
Starting from the sources, self-determination has always been strictly related to consent. Initially,
consent was required by deontological sources, literature and justice, but not by law. In this way,
rules for practise and a case-by-case approach lay the foundations of consent. As we have seen, only
in 2017 has a general law on consent entered into force, turning the case-law principles into a
legislative written text.

Regarding the meaning, self-determination was discovered by the ItCC as part of the right to health
protected by Art. 32 It. Const. The Italian constitutional right to health is a very complex figure. It
could be described, as the Italian constitutional scholars say, like a figure with different dimensions.®’
It comprehends liberties and duties, individual rights and general interests. Briefly, the constitutional
right to health means freedom to choose if and how to seek treatments and, at the opposite,
freedom not to seek treatment and to refuse them. Concurrently, health entails a typical social right,
the right to access healthcare and to benefit from medical treatment. In other systems, the right to
health could be framed differently. For example, it has been observed that the EU Charter of
Fundamental Rights properly guarantees the freedom side and the social side under different
articles.’® Nevertheless, despite the different formulation, these two dimensions, the freedom to

64 On types and sources of constraints in liberal and egalitarian theories and their nuances, and on the
ambiguity of term “external” as the source of obstacles, I. CARTER, cit., 8, 9.

85 Fr. Conseil Constitutionnel, 24 July 1994: “le devoir d’information est un principe @ valeur constitutionnelle et
trouve son fondement dans I'exigence du respect du principe constitutionnel de la sauvegarde de la dignité de la
personne humaine”.

% For a complete bibliography on informed consent, M. ToMaAs|, Genetica e Costituzione, cit., 38-39, note 82.

67 Constitutional rights are described within dimensions in P. RIDOLA, Diritti fondamentali. Un’introduzione,
Torino, 2006.

68 A. CARMINATI, Libertd di cura e autonomia del medico. Profili costituzionali, Bari, 2018, 55-56, referring to Art.
3.2, Right to the integrity of the person, Title |, Dignity, for the right to consent: “1. Everyone has the right to
respect for his or her physical and mental integrity. 2. In the fields of medicine and biology, the following must
be respected in particular: (a) the free and informed consent of the person concerned, according to the
procedures laid down by law [...]”, in which consent is part of the integrity of the body; Art. 35, Healthcare:
“Everyone has the right of access to preventive healthcare and the right to benefit from medical treatment
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choose treatments and the right to obtain them, are inevitably interconnected. The freedom
dimension may be void if medical treatments are inaccessible, for example, because they are
expensive. Liberty could be formally affirmed, but it is denied if choices are unaffordable.®® Then, in
the Italian constitutional framework, social rights to healthcare and healthcare organisations in
general are strictly connected to the freedom dimension. A clear symptom of this interconnection
lies in the wording of Art. 32 It. Const., which guarantees free medical care to the indigent. Also,
under Art. 32 It. Const. health is a general interest and entails the obligation to behave under the law
to achieve collective health. A typical example of health as a collective interest are mandatory
vaccinations.”

Under this framework, I1tCC found the basis for the right to self-determination. It has been discovered
as a current in the health river, and it has become a single stream. Precisely, the right to self-
determination has been derived from the second paragraph of Art. 32 It. Const. “No one may be
obliged to undergo any health treatment except under the law”. A consent to treatments should be
necessary, to possibly refuse them.”* Then, as a single stream, self-determination became an
autonomous right in the ItCC case law.”? This evolution had important consequences. While the
meaning of heath extended moving from the organic functionality of the body to psychological

under the conditions established by national laws and practices. A high level of human health protection shall
be ensured in the definition and implementation of all the Union’s policies and activities”.

59 B. PezzINl, Il diritto alla salute. Profili costituzionali, in Diritto e societd, 1985, 42-43.

70 For a distinction between mandatory obligations and coactive obligations in ItCC case law concerning Art. 32
It. Const., on health, and Art. 13 It. Const., on personal liberty and integrity of the body, M. CARTABIA, La
giurisprudenza costituzionale relativa all’art. 32, secondo comma, della Costituzione italiana, in Quad. cost., no.
2, 2012, 455-465, spec. 456-460.

71 E. Ross|, Profili giuridici del consenso informato: i fondamenti costituzionali e gli ambiti di applicazione, in
Rivistaaic.it, 2011, 6, who describes consent like a hinge between the negative dimension and the positive
dimension of the right to health, i.e., the negative right to refuse actions of third parties causing damages and
the positive right to ask for assistance and access to healthcare; in details, if mandatory medical treatments
must be imposed only by law, all other treatments are voluntary, thus conditioned to consent. G.U. RESCIGNO,
Dal diritto di rifiutare un determinato trattamento sanitaria secondo I'art. 32, c. 2, Cost., al principio di
autodeterminazione intorno alla propria vita, in Diritto pubblico, 2008, 85 ff., spec. 91, insists on the fact that,
to allow refusal, consent must be informed, i.e. imply a clear and qualified information. On the obligation of a
qualified information as an essential attribute of consent, B. PezziNi, Il diritto alla salute. Profili costituzionali,
cit., 42-43. Following S. RoDOTA, Il nuovo habeas corpus: la persona costituzionalizzata e la sua
autodeterminazione, in S. RODOTA, M. TALLACCHINI (eds.), Ambito e fonti del Biodiritto, in S. RODOTA, P. ZATTI (eds.),
Trattato di Biodiritto, Milano, 2010, 177, Art. 32.2 introduced a sort of new habeas corpus, parallel to the
protection of physical integrity under Art. 13 It. Const. For these and more references, see A. CARMINATI, Liberta
di cura e autonomia del medico. Profili costituzionali, cit., 24 ff., who emphasises that self-determination, and
consent, is part of the right to physical integrity of our own body, protected by Art. 13 It. Const.

72 Self-determination was born “in the shadow” of the right to health and the two proceeded together as travel
companions for A. SANTOSUOSSO, Autodeterminazione e diritto alla salute. Da compagni di viaggio a difficili
conviventi, in Notizie di Politeia, 1997, 27 ff. The leading cases are [tCC no. 438 of 2008 and no. 253 of 2009. In
no. 438 of 2008 the independence of self-determination from health became clear. The autonomy of self-
determination is evident in the case law of civil courts concerning medical treatments, where failure to collect
consent, as an infringement of the right to self-determination, gives cause for compensation claims per se. On
the relation between science and law in ItCC case law under a comparative perspective, deeply S. PENASA,
Presupposti scientifici delle leggi e giudizio di costituzionalita: spunti dal diritto comparato, in M. D’AmIco, F.
BioNDI (eds.), La Corte costituzionale e i fatti: istruttoria ed effetti delle decisioni, Milano, 2018, 255-269.
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integrity, self-determination now comprehends personal aspects such as sexual identity, religious
beliefs, different views on the beginning of life, education, self-development, the meaning of social
relationships, and solidarity. Informed consent is in a way the bridge between the health river and
the single stream of self-determination, giving protection to the whole complex of subjective
aspirations and emotions that the physical dimension evokes.”® Overall, a subjective perception of
health emerged, parallel to its objective meaning.

10. (continue) The right not to know under Italian constitutional law

The question is whether the described constitutional framework fits with the challenges of secondary
findings. Certainly, express reference made by Art. 32.2 It. Const. to the right to refuse treatments,
combined with the constitutional right to self-determination, offers a secured, stable foundation to
“the right not to know”, as a negative expression of liberty. Italian Law no. 219 of 2017, under Art. 1,
Informed consent, par. 3 states that every person “can refuse all or part of information or designate
family members or a person of trust to receive them and give consent if this is the will of the
patient”.

However, the only anchor of self-determination may not be enough to set the issue. As the scholars
have already demonstrated, genome information implies a strong relation between the individual
and those who belong to the same family line. Genome holds messages that project the person back
to the past and forward to the future horizontally and vertically.” So, the genome does not go along
an individual dimension, but a relational dimension. This understanding has significant consequences
in organising genomic information between the single person and the other family member. Then, a
self-determination model that focuses on the individual as an isolated subject seems not to consider
all the interests involved.

We could rephrase the problem from another constitutional viewpoint. If we select consent and the
right to self-determination as the only parameter driving the right to know or not to know secondary
findings, the risk is to approach the issue using a model like a very ancient freedom, the right to
property. In this sense too, Italian constitutional evolution could be useful. Since the sixties of the
past century the relation between each person and his or her body was questioned. The traditional
paradigm, emerging from the liberal approach, considered this relation regarding property. The right
of property was the model on which is still based, for example, Italian Civil Code of 1942, Art. 5,
forbidding acts of disposition of his own body causing a permanent reduction of physical integrity, or
opposing the law, public order or common decency. This model recalls dominion and all powers to
use and abuse things within the limits of the law. After the entry into force of the Italian Constitution
in 1948, many years passed before lawyers and judges finally changed paradigm. In the sixties of
nineteen centuries, a joint reflection was undertaken between civil law and constitutional law
scholars, and the result was a re-definition of this relation of person to his or her body regarding

73 A. CARMINATI, Libertd di cura e autonomia del medico. Profili costituzionali, cit., 34.
74 M. TomasI, Genetica e Costituzione, cit., 14-15, 229 ff.
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responsibility and solidarity towards others.” Art. 2 It. Const. associates the inviolable rights of each
human and the fundamental duties of solidarity. Art. 3 It. Const. recognises equal social dignity, and
states that it is the duty of the Republic to remove those obstacles of an economic or social nature
that constrain the freedom and equality of citizens, thereby impeding the full development of the
human person and the effective participation in the political, economic and social organisation.
Overall, freedom and equality both design the path of self-realisation and personal achievement in a
relational context, associating freedom to solidarity and responsibility.”® This seems to be the
complete set of parameters fitting with genetics and the issue of secondary findings. In this sense,
two interrelated positive aspects of “the right not to know” emerge, the first concerning the
protection of family members, as we said, and the second dealing with the obligations to make the
freedom of choice effective, regarding consent.

10. Right not to know and family members

We have seen in the first part of this paper that one of the main objections to “the right not to know”
concerns responsibility towards others, first family members. Clarification should be made on the
meaning of family. Certainly, family entails bloodline. Somehow genetics moves the concept of family

|”

counter current, focusing on bloody “natural” family, whose human relationship could lack affection
and common will, while legal and constitutional protection has evolved concerning the social
meaning of family. Definitively, due to the hereditary nature of genes, genetic information is relevant
to relatives. So relatives could entail the same health risks and should have the possibility to access
available health remedies, and to change way of life and behaviours as well.”” Also, family
comprehends, under constitutional meaning, spouses or partners, whose involvement could be
opportune for example in reproductive choices, opening strong questions on the protection of future
children.”® Here we leave aside the situation of spouses and partners and we limit our analysis to the
bloodline family. Both from a theoretical viewpoint and in practise, “the right not to know” cannot
supersede the rights of family members.

In the autonomy approach mentioned above, the right to refuse knowledge is not absolute. As a

relative right, it should be restricted when disclosure to the individual is necessary to avoid serious

7> R. RomBoLl, La liberta di disporre del proprio corpo: art. 5, in Commentario del Codice civile Scialoja-Branca,
Roma, 1988; ID. (ed.), U. BRESCIA, A. P1zzZORUSSO, Atti di disposizione del proprio corpo, Pisa, 2007, collecting the
acts of the third joint seminar of the Doctoral School of Private Law and the Doctoral School of Constitutional
Justice and Fundamental Rights. See more broadly, P. VERONESI, I/ corpo e la costituzione, Concretezza dei casi e
astrattezza della norma, Milano, 2007.

76 M. TomaAs|, Genetica e Costituzione, cit., 32, 48. Genetic information are truly intertwining lives in S. RODOTA,
La vita e le regole, Milano, 2006, 71.

77 Due to the relational nature of genetic information, some ethicists argue that the concept of genetic privacy
is a contradiction in terms, in R. ANDORNO, op. cit., 437, referring to A. SOMMERVILLE, English v. Genetic Privacy:
orthodoxy or oxymoron? in Journal of Medical Ethics, 25, 1999, 144-150.

78 On reproductive issue in bioethical perspective, for example N. JUTH, The Right Not to Know and the Duty to
Tell: The Case of Relatives, in Journal of Law, Medicine and Ethics, 1, 2014, Special Issue, 38-52, and references
to R. RHODES, Genetic Links, Family Ties and Social Bonds: Rights and Responsibilities in the Face of Genetic
Knowledge, in Journal of Medicine and Philosophy, 23, 1, 1998, 10-30; T. TAKALA, M. HAYRY, Genetic Ignorance,
Moral Obligations and Social Duties, in Journal of Medicine and Philosophy, 25, 1, 2000, 107-113.
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harm to family members, because some form of prevention or treatment is available.” Similarly,
Italian Constitutional Court case law, since the first judgement in 1956, admitted that any right under
Italian Constitution is not absolute, all rights and interests need to strike a fair balance.®

U.S. Guidelines, since the original version of 2013, have always considered patients together with
family members. Variants with a higher likelihood of causing the disease are treated as potentially
involving family from the pre-test counselling to the return, interpretation and communication of
results. IFs are contextualised regarding personal and family history, in the awareness that further
screening on relatives might be necessary. So, the interests of family members are a fully-fledged
part of IFs’ discovery and communication strategies. Nevertheless, recommendations have not
specified any formula to involve relatives, nor a way to balance the right to know of relatives with
“the right not to know” of the patient.

Under French Guidelines, reporting to patients’ relatives about genetic discovery of a primary or
secondary variant in actionable genes is assumed not only as moral responsibility but also, in terms
of French law, as legal duty for the proband.®! Because the disclosure to relatives can be particularly
painful for families, even deleterious in some cases, French Guidelines state that how this
information is given to relatives should be included in the informed consent to allow the patient a
better understanding and consideration of the implications of results. An envisage solution is that the
medical genetic team, if the patient so authorises, disclose the results to the family, thereby
protecting as much as possible the patient’s anonymity.

The Italian Report of the Bioethics Committee seems to recommend the option of disclosure to
relatives as well. The pre-test counselling should give information about the consequences of
eventual IFs on biological relationships and suggest that results could, and in some circumstance
should, with proper precaution, be reported to family members in case of severe disease needing
immediate interventions.®?

All the examined recommendations, obviously, do not analyse different sets of relations between the
patient and his family, cooperative or conflicting. At a deep insight, it could be said that any problem

79 R. ANDORNO, op. cit., 438.

80 |tCC no. 1 of 1956, on limits as integral parts of rights; more recently, 1tCC no. 85 of 2013, par. 9 Cons. dir.,
the ILVA case, concerning the conflict between safeguarding job conditions and pollution, on the lack of
absoluteness of constitutional rights and the need for a fair balance between health, environmental protection,
jobs, and private economic activity.

81 The SFMPP Recommendations, cit., 1736, quoting M. TOURAINE, Décret no. 2013-527 relatif aux conditions de
mise en ceuvre de l'information de la parentéle dans le cadre d’un examen des caractéristiques génétiques a
finalité médicale, in santéMdased| (ed.), 20 June 2013. M. TOMASI, Genetica e Costituzione, cit., 120-121, 125,
observes that only French legislation concerning genetic data, without mentioning specifically SFs, provides a
duty of communication to relatives, and the patient may ask the clinician to disclose information to remain
anonymous. Comparatively, in most legal systems, regulation of the issue is not provided by legislation, but by
soft laws and in the circle of practitioners’ autonomy.

82 Report Gestione degli “incidental findings”, cit., 18: “Le persone che si sottopongono al test devono, inoltre,
essere informate che i risultati dell’analisi possono avere importanti implicazioni per i loro familiari e che, in
guesto caso, € opportuno, in certe circostanze doveroso, consentire a questi ultimi, con le dovute cautele e
modalita, di venirne a conoscenza” and note no. 38, about a duty of communication: “Ad esempio nel caso di
informazioni di malattie gravi per le quali € necessario mettere in atto subito misure preventive o
terapeutiche”.
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concerning “the right not to know” does not arise when relatives could be autonomously involved in
testing. In this situation, each adult individual will decide, independent of the others, about the
opportunity to be tested and will eventually exercise “the right not to know”. The main issue
concerns situations where the patient has to discover genetic information because, if information is
not made available, relatives unable to be personally investigated would suffer serious harm. In this
case, a first way to facilitate communication goes with information and persuasion of the patient
himself. It means explanation of the family nature of genomic information and encouragement of
family involvement and discussion. This informal approach depends on counselling and consent, as
we will see in the next paragraph.® If this approach is not useful, or not possible in the circumstances
of the case, we argue that a mandatory involvement of family members is required, and that family
members should be contacted, whenever possible, even against the will of the patient. As we said,
family members should have the same opportunity for pre-test evaluation and information, and they
are entitled to the same opt-in opt-out option. If their personal testing is not viable, certainly their
need for protection may affect and endanger “the right not to know” of the patient.®* This seems to
be the main limit to the exercise of this right. In our opinion, this conclusion complies with the
constitutional pattern described above, where self-determination goes with solidarity and
responsibility.

11. The positive side of the right not to know: Consent

Positive obligation as a side of “the right not to know” relies essentially on consent. It is already well
acquired that consent is not a single act, but a procedure. Its centrality being assumed, in recent
years’ literature specified its limits. Attempts are made to avoid consent as a mere ritual, a form to
fill out to defend practitioners, rather than protect patients.®> All the examined guidelines insist on
the need and centrality of pre-test and post-test extensive counselling by the clinician who knows the

8 This is a “responsibility-generating factor” approach for M. TomasI, Genetica e Costituzione, cit., 119.

84 This is in fact the solution provided for in the Italian DPA general authorisation. Compared to the first version
in 2007, since 2011 the authorisation has been revised in the light of ongoing experience and experts’ opinions
to allow the processing and communication of genetic data indispensable to family members for health
protection purposes without the consent of the data subject. The current text of the authorisation no. 146 of
2019, cit., provides that the results of a genetic test may be communicated to members of the same genetic
line at their request when the data subject consented or when it is essential to avoid harm to their health,
including reproductive risk, and the data subject’s consent is not given or cannot be given due to unavailability
(par. 4.6). Furthermore, par. 4.7 is expressly dedicated to the protection of the health of third parties and
provides that if the consent of the data subject is not given or cannot be given due to physical impossibility,
incapacity or unavailability, the processing of genetic data and their communication may be carried out when it
is indispensable to enable the third party to make an informed reproductive choice or is justified by the need
for preventive or therapeutic measures.

85 G. CALABRESI, Reflections on medical experimentation in humans, in Dedalus, Journal of the American Academy
of Arts and Science, 98, 1969, 405, considering that, as an academic, informed consent seemed to strike the
best balance between different interests, while as a judge it was completely insufficient, because beyond the
sheets of paper, people face showed they did not know what happened at all. [My apology if this quotation is
incorrect; it was written in my notebook, and | was unable to check it anymore].
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patient’s physical conditions, history and expectations, with the help of geneticists or other
consultants.®

The U.S. and ltalian Recommendations do not set a specific procedure for the exercise of “the right
not to know” SFs. In contrast, French Guidelines adopt a new scheme, the so-called double consent,
which seems an interesting solution related to secondary findings.®” The major point of this
procedure is to respect the patient’s desire to know or ignore results.

Briefly, double consent means that a first informed consent about the possibility of SFs is given
during the initial medical procedure, motivating the primary genetic analysis. A second informed
consent form is offered after the announcement of the primary findings, so that the patient could,
with more autonomy, differentiate the issues and confirm or refuse access to this information.
Information and informed consent must mention the medical impact of SFs on relatives. The clinical
utility (regarding screening and prevention), for personal and family reasons, of a secondary
discovery of a pathogenic variant within an actionable gene must be explained to the patient and
counterbalanced by the arguments against this information. Because of the possibility to reconsider
the given decision, SFs should be reported in a second report independent of the primary findings.
Two features characterise this formula. First, the dissociation of consent, and independence of the
reports, concerning the primary investigation and secondary results. The need to dissociate the
announcement of the primary findings from that of SFs was supported by patient associations to
limit the psychological impact generated. Second, the role of time. Time is given, between the first
and the second, confirmatory consent, to better understand and reflect. The main idea is a period of
reflection, leaving the opportunity for patients to express their opinion again.®

Recent Italian Law no. 219 of 2017 on free and informed consent also emphasises the importance of
time. Art. 8 states that the time of communication between the clinician and the patient represents
the time of medical care [“Il tempo della comunicazione tra medico e paziente costituisce tempo di
cura”]. And precisely in giving effectiveness to “time” comprises, in our opinion, the positive
obligation, the active side of “the right not to know”. Previous references to positive and negative

8 The Italian Bioethics Committee’s Report, for example, suggests the support of a psychologist in the pre-test
counselling. Communication of IFs is for the clinician ordering the examination, due to the trust relation with
the patient, but participation of other consultants is envisaged to better explain the results and their
implications and to help plan next clinical steps. Outside the doctor-patient relationship, the Italian Committee
insists properly on the need for extension of practitioners’ competences in genetic counselling, including
communication’s abilities, and, more generally, for the implementation of school programmes and educational
initiative on genetic issues, to improve knowledge of basic concepts of genetics, increase consciousness and
the ability to form personal opinions. The U.S. Guidelines too mainly entrust the doctor-patient relationship
with great flexibility.

87 M. TomasI, Genetica e Costituzione, cit., 254-287, analyses different models of consent, occurred over time to
overcome the conditions of specificity and actuality required in traditional consent, like blanket consent,
sectoral consent, multi-layered or dynamic consent, this latter suitable to communicate IFs.

88 See in detail the diagram in Figure no. 3, Recommended steps for reporting secondary findings to the patient,
in SFMPP Recommendations, cit., 1737. The second SFs consent, proposed during the reporting of primary
findings, should also be offered again to patients who have stated in the first consent that they did not want to
know the SFs. Thus, as for all patients, these patients will have the right to return to the decision after a period
of reflection. Even if no formal pilot experiment of such a double consent was performed by the group, this
agrees with the dynamic consent approach recently proposed to provide adaptive consent for research.
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aspects of freedom are useful to argue, at the end, that the fulfiiment of the right to know or not to
know requires a specific, positive intervention to implement appropriate organisational measures.
Literature on consent fosters dialogue and relational dimensions to overcome patients’ constitutive
asymmetry, scientific incompetence, and vulnerability. Reference is made to a dynamic process,
scientifically comprehensive, devoid of technicalities, suited to the sociocultural conditions of the
patient, and humanly sensitive.®¥ Educational, financial and organisational investments are necessary
to achieve those objectives. It has been specified that, under Italian Law on consent, the
representation of time for information as part of the medical process remains a mere statement,
because any budget has been allocated to implement it. Actually, there could not be time if
structures and staff are not reinforced to perform ordinary tasks dealing with other duties.*® Once
again, “the right not to know” demonstrates that negative liberty is empty if it is not surrounded by
measures and resources that make the opportunity of choice available, regarding understanding and
affordability.

12. Conclusions: Double consent as a nudge

The paper overviewed the IFs issue from the clinicians’ perspective, about actionability, and the
patients’ perspective, on “the right not to know”, discussing two main theoretical rationales,
autonomy and privacy, and moving from the US debate on positive and negative liberty to the French
and Italian experiences. Concerning the pretension to refuse knowledge, the position of family
members was analysed as the main limit to the individual right of choice. Furthermore, we argued
that, to collect all interest, the negative exercise of the right not to know should rely on positive
measures, shaping the procedure of consent.

As we said before, there is a certain degree of paternalism either in avoiding knowledge, assuming
that patient cannot understand the choice or cannot bear the pain, or in the duty to inform and the
obligation to know, as the only way to make choices and control circumstances of life. The double
consent formula suggested by the French Guidelines in 2018 seems a good procedural attempt to
strike a balance. During the works of the SFMMP, a short animation movie was promoted to explain
to the public the issue of secondary findings and to disseminate recommendations.® The movie is
centred on the patient, a little puppet, and accompanies him in a cosy atmosphere through hospital
laboratories and counselling rooms to finally make the choice to have information or not. In a loyal
and transparent way, it tends to suggest that knowledge of pathogenic variations could be useful to
health. Can we consider this formula as a nudge, a small push, in the meaning of Thaler and

8 See L. PALAZZANI, Informed Consent, Experimentation and Emerging Ethical Problems, in this Review, Special
Issue, 1, 2019, I-Consent. Improving the Guidelines for Informed Consent, Including Vulnerable Population,
Under a Gender Perspective, 11-22, spec. 16-18, where “time to reflect” is part of the suggested ethical
requirements. I-Consent focuses on research, but many recommendations are suitable for clinical settings.

% See A. CARMINATI, Libertd di cura e autonomia del medico. Profili costituzionali, cit., 171.

%1 The animation movie, in French and English, is very useful to disseminate the issue,
https://www.youtube.com/watch?v=Z1k3xN5rKvU. It is offered to patient and focuses on the opt-in opt-out
chance.
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Sunstein?®?> A nudge is any aspect of the choice architecture that alters people’s behaviour
predictably without forbidding any options.”® Nudges are everywhere, and push every minimal
decision, but unthinkingly, as in advertisement. The authors explained that every day, we make
decisions on topics ranging from school, education, meals and health, and we are susceptible to
various biases. People make good choices in contexts in which they have experience, good
information, and prompt feedback. They do less well in contexts in which they are inexperienced and
poorly informed, and in which feedback is slow or infrequent. Choice architecture, both good and
bad, is pervasive and unavoidable, and it greatly affects personal decisions. Therefore, the authors
argued that public and private actors can design choice environments that make it easier for people
to choose what is best for themselves, their families and society, without restricting freedom of
decision. “Good nudges” could be “built” to drive people to appropriate decisions for themselves and
their families. Particularly, people need nudges for decisions that are difficult and rare, for which
they do not get prompt feedback, and when they have trouble translating aspects of the situation
into terms that they can easily understand. Health is liable to be a choice environment. Doctors are
presented as crucial choice architects, and with an understanding of how humans think, they could
do far more to improve people’s health. The authors’ principal claim is that patients and doctors
should be free to make their own agreements and that doctors’ task is to help patients to map
opportunities and to understand which option fits better with his personal wellbeing.* Thaler and
Sunstein called themselves libertarian paternalists, suggesting that not only government, but
employers, management boards, universities, clubs and single families could adopt measures to
nudge members towards choices that will increase their wellbeing. They claimed that libertarian
paternalism is not an oxymoron, because choice architects can preserve freedom of choice while also
nudging people in directions that will improve their lives.>®

This theory has been criticised exactly because of paternalism, and it is worth recalling that it moves
from an economic framework, denying that consumer and client are rational agents. In fact, French
Guidelines seem to be a real nudge in the sense of Thaler and Sunstein because they try to strike
actionability, so high possibility of health measures, with the more intimate desire of patients about
themselves, leaving them the final decision. Actually, concerning secondary findings, it is hard to find
a settlement that is not, in some way, paternalistic, being constant the risk of applying one personal
idea of rationality or wellbeing. In the end, a procedure divided into steps, bringing out different
shades, based on time, allowing reflection, and preserving freedom, seems, in this complex pattern, a
good solution to consider.

92 R. THALER, C.R. SUNSTEIN, Nudge, Improving Decisions about Health, Wealth and Happiness, Yale University
Press, 2008, La spinta gentile. La nuova strategia per migliorare le nostre decisioni su denaro, salute, felicita,
trad. it. A. Oliveri, Milano, 2009 [VIII ed. 2018].

% Ibid., 9.

% Ibid., 102.

% Jvi.,

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

109

2
o

N\

20T

~ /&/







Downloaded from www.biodiritto.org.

ISSN 2284-4503

Newborn screening and informed consent in a constitutional perspective

Newborn screening and informed consent in a constitutional
perspective. The Italian “model” and some knots still to be untied

Caterina Di Costanzo”

ABSTRACT: Starting from variability analyses in newborn screening systems at
international, European and regional levels, this paper focuses on the Italian “model”
highlighting some critical issues in a constitutional perspective. The law n. 167 of
2016 and the ministerial decree of 13 October 2016 allowed to achieve uniformity in
the national diagnostic offer but their mutual inconsistencies contributed to a
regional variability in the management of informed consent/dissent and in the
management of the biological material collected. The protection of fundamental
rights at stake still requires a constitutionally oriented harmonisation and
development of the rules governing the newborn screening national system.

KeywoRrDs: Newborn screening; informed consent; informed dissent; constitutional
principles; regional variability

SUMMARY: 1. Introduction — 2. Remarks about variability in the use of existing screening tests — 2.1. The
variability of screening tests at international and European level — 2.2. The variability of screening tests at
Italian regional level — 3. The Italian “model” and the rules on newborn screening in a constitutional
perspective — 4. Regional practices after the rules of 2016 — 4.1. Regional practices on development of
screening programmes and on management of informed consent and dissent to the procedure — 4.2. Regional
practices on storage and use of biological material — 5. Some conclusive reflections.

1. Introduction

eonatal screening is one of the most important secondary public preventive medicine

programmes.

It falls within the secondary type of prevention which, unlike vaccines which are of the

primary type and include all interventions intended to hinder the onset of diseases in the population
and are aimed at so-called herd immunity, has the primary purpose of protecting the health of the
newborn; the objectives of such screening are the early identification of those who are sick,
preventing the onset and progression of the disease.
Screening is not a diagnostic assessment but a generalised diagnostic investigation strategy on a
given population. It is therefore a predictive test that constitutes the initial moment of a diagnostic
process which, after completing a further “confirmation test” (biochemical, enzymatic and/or
molecular), allows the formulation of a certain diagnosis.

* Research fellow, University of Florence. Mail: caterina.dicostanzo@unifi.it. The article was peer-reviewed by
the editorial committee.
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Most of the screening concerns the analysis of the genetic mutations of the newborn.

Diseases subject to newborn screening tests are rare congenital and inherited endocrine and
metabolic disorders.!

The history of screening as a population test dates back to the early 1960s in the United States of
America when biologist Robert Guthrie developed a simple and inexpensive bacterial inhibition test
capable of identifying the most common aminoacid disease: phenylketonuria.

During the following decade, neonatal screening for congenital hypothyroidism and subsequently for
cystic fibrosis (implemented with different methods) began both in the USA and in Europe, including
Italy.?

In Italy, neonatal screening for phenylketonuria was first introduced in Italian Region Liguria in 1973
and afterwards was gradually widened to include the entire nation.

In another Italian Region, Tuscany, screening for phenylketonuria, hypothyroidism and cystic fibrosis
was established in 1983, and this then became mandatory nationally in 1992, with law n. 104 of 5
February 1992 and the subsequent regulations for implementation.

In the 1990s, the development of analytical technology — tandem mass spectrometry — allowed the
development of versatile, specific and sensitive analytical methods that made it possible to measure
many biomarkers in a single and very rapid analysis.

This technology has made it possible to move from the concept of “one test — one disease” to that of
“one test — many diseases”, effectively revolutionizing the approach to newborn screening tests.

The criteria used date back to the 1960s, and these aim to identify the panel of diseases to be
controlled.

The best known, defined by the World Health Organization, date back to 1968 and are known as the
Wilson and Jungner criteria; these refer to both the characteristics of the disease (severity,
frequency, possibility of dietary and/or pharmacological treatment able to improve quality and life
expectancy) and the characteristics of the screening test (appropriateness, costs, acceptability by the
population).®

Neonatal screening is normally carried out between 48 and 72 hours after birth and involves the
collection of a few drops of blood. The main problems regarding newborn screening tests are not
related to the invasiveness, which is very low, nor with the balance between risks and benefits of the

! Inherited Metabolic Disorders (IMDs), also called inborn errors of metabolism, constitute an important
category of rare genetic diseases caused by the altered functioning of a specific metabolic pathway. They
represent a heterogeneous group of over 700 different pathologies which, taken individually, are rare but
together have a cumulative incidence ranging from 1 in 500 to 1 in 4,000 live births. From the point of view of
public health, IMDs represent a group of pathologies with a considerable impact on the health of the person,
the family and on society as a whole, as they are multi-systemic diseases that can cause irreversible damage to
many organs and systems, responsible for early neonatal mortality and permanent psychic and neuromotor
delays since childhood.

2 See J.G. LOEBER, P. BURGARD, M.C. CORNEL, T. RIGTER, S.S. WEINREICH, K. RUPP, G.F. HOFFMANN, L. VITTOZZI, Newborn
screening programmes in Europe; arguments and efforts regarding harmonization. Part 1 - From blood spot to
screening result, in Journal of inherited metabolic disease, 35, 2012, 603-611; D.B. JR. BAILEY, Early intervention
and newborn screening parallel roads or divergent highways?, in Infants & young children, January-March
2021.

3 See J.M.G. WILSON, G. JUNGNER, Principles and practice of screening for disease, WHO, 1968.
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act itself, since there are no risks to the physical well-being of the newborn; rather, the issues for
concern are around the management of the autonomy profile and the self-determination of the legal
representatives of the newborn in relation above all to the information that can be derived from the
screening and future management of the data of the newborn.

2. Remarks about variability in the use of existing screening tests

There is extreme variability in this area at international, European, national and regional levels, since
there is no international consensus on what should be included in the panel of diseases to be
controlled; this is in spite of increased attempts to coordinate the screening programmes.* The
fundamental question that emerges, having observed this divergence, is whether some countries or
regions overdiagnose while others register a diagnostic supply deficit.

2.1. The variability of screening tests at international and European level

At international and European level, the diversity of the health systems is a relevant issue in
reference to financing, insurance or the public system; in the identification of the primary recipients
of the screening system (the newborn, the parents, the society); and in the interpretation of the
concept of clinical utility (referring to possible treatment and cure of the disease or as a possibility
for treatment and improvement of the quality of life and prognosis).®

Political decision makers in various European countries give different weight to the various factors
involved in the screening processes, and the consideration given to the different evaluation
possibilities of the screening systems is notably different.

A lack of harmonisation among European countries emerge in the provision of information about
newborn screening to parents and emphasised the need for more comprehensive guidelines at the
European level.®

The practices of access to screening are also differentiated,” including systems that refer to an opt-
out clause, whereby the test is considered mandatory and presumes consent, on the basis that it
provides protection in the best interests of the child, but nevertheless leaves open the possibility for
parents or legal representatives to disagree and refuse it; to an opt-in model, which requires

4 Cfr. the initiatives of the International society for neonatal screening (ISNS), https://isns-neoscreening.org/.

5 The extensive screening is discussed and questioned in literature, because of the massive collection of data
not necessarily related to immediate or actual clinical utility, so to the individual health of the patient. See M.S.
HousEH, B. ALDOSARI, A. ALANAZI, A.W. KUSHNIRUK, E.M. BORYCKI, Big data, big problems: a healthcare perspective, in
Studies in Health Technology and Informatics, 238, 2017; Q.K. FATT, A. RAMADAS, The usefulness and challenges
of big data in healthcare, in Journal of Healthcare Communications, 3, 2018.

6 V. FRANKOVA, R.O. DRiscoLL, M.E. JANSEN, J.G. LOEBER, V. KOZICH, J. BONHAM, P. BORDE, |. BRINCAT, D. CHEILLAN, E.
DEKKERS, R. FINGERHUT, |.B. KUS, P. GIRGINOUDIS, U. GROSELJ, D. HOUGAARD, M. KNAPKOVA, G. LA MARCA, |. MALNIECE, M.I.
NANU, U. NENNSTIEL, N. OLKHOVYCH, M. OLTARZEWSKI, R.D. PETTERSEN, G. RAcz; K. REINSON, D. SALIMBAYEVA, J.
SONGAILIENE, L. VILARINHO, M. VOGAZIANOS, R.H. ZETTERSTROM, M. ZEYDA, Regulatory landscape of providing
information on newborn screening to parents across Europe, in European Journal of Human Genetics, 2020, 1-
10.

7 About this aspect see R. BROWNSWORD, J. WALE, In ordinary times, in extraordinary times: consent, newborn
screening, genetics and pandemics, in this issue.
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informed consent to the procedure; and to hybrid models. Other discrepancies exist regarding the
regulations around the retention of biological material beyond the time strictly necessary for carrying
out the tests, and the possible uses to which the profiles can be put, including research not
specifically linked to the screening.®

In addition to the number and type of diseases to be controlled, the profile relating to consideration
of the clinical validity and clinical usefulness of the test, in particular the latter, is recorded and
evaluated differently in the various countries.

Internationally, newborn screening programmes are active in more than 64 countries.® At European
level, the wide variability in the use of screening has been highlighted starting from the final report of
the survey on newborn screening®® launched following the approval of the Council Recommendation
on rare diseases of 2009,'! and this has been outlined even more recently.?

The systems are significantly different in each country, and this difference affects the number and
types of diseases to be controlled: for example, in Great Britain, the disease panel includes 9
pathologies; in Italy 47; in the Netherlands 34; in the Czech Republic 20; in Spain 7; in Ireland 6; and
in France 5.13

It is evident that at European level, Italy offers the widest diagnostic in the screening sector.

2.2. The variability of screening tests at Italian regional level

At Italian regional level, analysing the experiences of three Italian Regions, such as Liguria, Emilia
Romagna and Tuscany, some interesting insights emerge on the extent of variation in the screening
offer.

As mentioned, Liguria was the first Region in Italy to introduce the screening test for
phenylketonuria, in August 1973, with the regional law n. 31.1

8 Cfr. P. BURGARD, M. CORNEL, F. DI FILIPPO, G. HAEGE, G.F. HOFFMANN, M. LINDNER, J.G. LOEBER, T. RIGTER, K. RupP, D.
TARUSCIO, L. VITTOZZI, S. WEINREICH, Short executive summary of the report on the practices of newborn screening
for rare disorders implemented in Member States of the European Union, candidate, potential candidate and
EFTA Countries, October 2011; J. KRASZEWSKI, T. BURKE, S. ROSENBAUM, Legal issues in newborn screening:
implications for public health practice and policy, in Public health reports, 2006; B.M. KNOPPERS, D. AVARD, K.
SENECAL, Newborn screening programmes: emerging biobanks?, in Norsk Epidemiologi, 21, 2, 2012, 163-168.

9 B.L. THERREL, C.D. PADILLA, J.G. LOEBER et al., Current status of newborn screening worldwide: 2015, in Seminars
in perinatology, 39, 3, 2015, 171-187.

10 p, BURGARD, M. CORNELL, F. DI FiLIPPO et al., Report on the practices of newborn screening for rare disorders
implemented in Member States of the European Union, Candidate, Potential Candidate and EFTA Countries, 2012,
http://ec.europa.eu/chafea /documents/news/Report NBS Current Practices 20120108 FINAL.pdf.

11 European Council, Council Recommendation of 8 June 2009 on an action in the field of rare diseases, 2009.
12 ) .G. LOEBER, The European Union should actively stimulate and harmonise neonatal screening initiatives, in
International journal of neonatal screening, 4, 2018; B.L. THERRELL, C.D. PADILLA, J.G. LOEBER, |. KHNEISSER, A.
SAADALLAH, G.J.C. BORRAIO, J. ADAMS, Current status of newborn screening worldwide 2015, cit.

13 N. MEADE, J. SPINK, Let’s grasp this opportunity to examine the potential future of screening, in BioNews,
November 2019, https://www.bionews.org.uk/page 146203. For the ltalian system see Servizio Studi della
Camera dei Deputati, / nuovi livelli essenziali di assistenza, 12 January 2021, 7.

14 Cfr. regional law n. 31 of 17 August 1973, Regulations for the identification and treatment of phenylketonuric
disease.
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Subsequently, with the implementation of regional law n. 26 of 8 September 1986, regional law n. 31
was abrogated, and screening for hypothyroidism was also introduced.?®

The Ligurian system appears complex, because although there are no regional regulations, the
screening tests have been carried out as a pilot project since 2005 as part of the regional newborn
screening programme, ensuring coverage of all newborns in the Region.

The panel of controlled diseases with screening starting from 2005 was very large and was equivalent
to that implemented in Tuscany. Indeed, about thirty diseases were screened as part of the
mentioned pilot project coordinated by the Gaslini teaching hospital based in Genoa.

The screening system in Emilia Romagna was launched only in 2010.

With the regional regulation n. 107 of 1 February 2010, Enlargement of screening for inherited
metabolic disorders, the number of diseases to be controlled was extended to 19 pathologies in
addition to the three provided for as mandatory by the national law n. 104.%®

In relation to this regional regulation a trial occurred before the administrative judge.

The decision of the Regional Administrative Court of Emilia Romagna of 17 December 2010 n. 8138
and the decision of the Council of State, the Italian Supreme Administrative Court, of 19 January
2012 n. 247 concerned the challenge of regulation n. 107 which determined the progression of the
regional screening system.

The complaint to the Regional Administrative Court was promoted by a Patients’ Association against
the Emilia Romagna Region.

The main object of the plea was the annulment of the disputed part of the regulation in which the
screening of hereditary metabolic diseases does not include all diagnosable diseases processed
through the technology of tandem mass spectrometry; or, subordinately, in the part in which the
early mass screening excludes a series of pathologies that are listed by the claimants.

The plea has been declared inadmissible because it required an integration of the regional provision
through an action for annulment that could not lead to this effect.

Anyway, the Regional Administrative Court goes partially through the matter and states that the
regional regulations did not violate, as alleged by claimants, the right to health of Emilian citizens
because the provisions extended the execution of newborn screening well beyond the three
pathologies provided nationally (to 19 pathologies in addition to the three declared mandatory by
national law n. 104).

15 Cfr. regional law n. 26 of 8 September 1986, Regulations for the identification and treatment of
hypothyroidism and phenylketonuria diseases.

16 The regional regulation n. 1898 of December 19, 2011, Establishment of the hub and spoke network for
hereditary metabolic diseases subject to newborn screening and organization of the path of global care of the
pediatric patient, and the regional regulation n. 365 of 27 March 2017, First implementing measure in the
context of territorial care of the Prime Minister’s Decree of 12 January 2017 on the definition and updating of
the essential levels of care pursuant to art. 1, paragraph 7, of the legislative decree 30 December 1992, n. 502
published in the Official Gazette n. 65 of 18 March 2017, constitute regulations with organizational functions of
the regional screening system. The regional regulation n. 2260 of 27 December 2018 was approved in
implementation of the law of 19 August 2016 n. 167 and the ministerial decree of 13 October 2016 relating to
newborn screening for the early diagnosis of hereditary metabolic diseases and regional provisions on the
subject.
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The ruling of the Council of State two years later confirmed the first stage decision of the Regional
Administrative Court, rejected the appeal, and focused on interesting aspects: the criteria for
including and excluding diseases from the screening test.

The Council of State affirmed that in the absence of “universally shared international scientific
criteria”, the choice of diseases to be controlled is inspired by the fundamental principle of
“diagnostic opportunity/usefulness” or, if preferred, “costs/benefits”. In fact, it was not possible to
manage an excessive number of false positives with the possible consequence of subjecting
“clinically healthy subjects” to “inappropriate and continuous therapies” or of causing “anxiety for a
long time to families”. Even more difficult to manage was the risk of a single false negative.

The administrative judge concluded that “the choice whether or not to include certain pathologies in
the mass screening (which are very rare by definition) involves very delicate profiles (for example
because, for some of them, the intrinsic margin of error could cause more harm than good); hence
the high degree of discretion removes the decision from judicial review competence, once it has
been ascertained that it was adopted with reasonableness and thoughtfulness”.?’

Finally, Tuscany, more than other Regions, has a deep-rooted tradition of developing screening.

In Tuscany, from 1983, screening for phenylketonuria, congenital hypothyroidism, and subsequently
for cystic fibrosis, was introduced; these screenings were subsequently made mandatory throughout
the nation with article 6 of the law of February 5, 1992 n. 104.

The extended screening system began as a pilot project in 2002, and in 2004 it was launched
throughout the Region with the specific regional regulation of 2 August, 2004.

Since 1 November 2004 with regional regulation n. 800 of 2004, screening in Tuscany has been
extended to about 30 other metabolic diseases besides phenylketonuria, by means of mass tandem
analysis.

The regional regulation n. 420 of 2018 concerning the Tuscan Extended Neonatal Screening System:
Update on the basis of the Decree of the Ministry of Health of 13/10/2016 and Law n. 167/2016 on
the subject of diagnostic tests for the prevention and treatment of hereditary metabolic diseases
reaffirmed the function of the University Hospital Meyer, based in Florence, in coordinating the
screening system, with the task of governing and monitoring the activities of the regional neonatal
screening system as a whole. It confirmed that with the introduction of galactosemia following the
ministerial decree of 13/10/2016, the panel of pathologies that in the Tuscany Region, currently
subject to extended and mandatory neonatal screening, corresponds to the list in Annex A of the
ministerial decree of 13/10/2016.'®

17 See ruling of the Council of State of 19 January 2012 n. 247.

18 A further development occurs with the regional regulation n. 909 of 6 August 2018 Extended neonatal
screening for the early diagnosis of metabolic diseases and hereditary immunodeficiencies. Further
development of the regional screening programme. The Tuscan system also included other diseases that were
not initially fostered in National rules and then inserted following by the 2019 budget law. It should be noted
that from 1 January 2006 the Healthcare Authority n. 1 of the Umbria Region carries out the extended
screening at the University Hospital Meyer and from 1 January 2010, according to the Memorandum of
Understanding referred to in regional regulation n. 1277/2009, concerning Regulation n. 236/2004
“Interregional framework agreement between the Tuscany Region and the Umbria Region for the management
of healthcare mobility”, the neonatal screening activities have been extended to the entire territory of the
Umbria Region according to a renewable three-year agreement.
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I"

3. The Italian “model” and the rules on newborn screening in a constitutional perspective

I”

The Italian newborn screening “model” is the most developed system among those in Europe,
considering that it currently has as its object a panel of 47 diseases to be controlled. The lItalian
system has developed since the 1990s and with the 2016 legislation — law n. 167 of 2016 and
ministerial decree of 13 October 2016 — has substantially implemented the Tuscan diagnostic
proposal that has represented the more developed regional model since the 1990s-2000s.

As mentioned, screenings for phenylketonuria, hypothyroidism and cystic fibrosis have been made
mandatory at the national level starting from article 6, letter g, of the law 5 February 1992, n. 104 —
Framework law for assistance, social integration and the rights of disabled people and subsequent
implementing acts.®

Starting from the law n. 244 of 24 December 2007 (2008 Finance Law) important funding has been
allocated (about 3 million euros) for the purchase of new analytical methods, based on “tandem
mass spectrometry”, to carry out expanded newborn screening for hereditary metabolic diseases,
where there is scientific evidence that therapy is effective.

Law n. 147 of 2013, Provisions for the preparation of the annual and multi-year budget of the State
(Stability Law 2014), in paragraph 229 of article 1 establishes: “[...] the experimental launch
throughout the national territory, within the limit of 5 million euros, of neonatal screening for the
early diagnosis of hereditary metabolic diseases, for whose therapy, pharmacological or dietary,
there is scientific evidence of therapeutic efficacy or for which there is scientific evidence that an
early diagnosis, in neonatal age, entails an advantage in terms of access to therapies in an advanced
state of experimentation, including dietary ones”.?°

The same provision states that the Minister of Health should approve a ministerial decree, after
consulting the Higher Institute of Health and the Permanent Conference for relations between the
State, the Regions and the Autonomous Provinces of Trento and Bolzano, to define the list of
pathologies on which the screening should be carried out and the procedures for its implementation.
A relevant change is undoubtedly marked by law n. 167 of 2016, Provisions on mandatory neonatal
diagnostic tests for the prevention and treatment of hereditary metabolic diseases, which came into
force on 15 September 2016, as it provides for the inclusion of extended neonatal screening (ENS) in
the new Essential Levels of Care (ELC) so as to be able to guarantee access to ENS for all newborns
nationwide.*

1% See the Prime Minister Decree of July 9, 1999 Act of guidance and coordination for the regions and
autonomous provinces of Trento and Bolzano in the matter of investigations for the early diagnosis of
malformations and mandatory control for the identification and timely treatment of congenital hypothyroidism,
phenylketonuria and cystic fibrosis. See also the law n. 548 of 23 December 1993 Rules for the prevention and
treatment of cystic fibrosis.

20 Law n. 190 of 2014 (2015 stability law), in paragraph 167 of art. 1, then increased the National Health Fund
by a further 5 million euros, starting from 2015, thus increasing the funds for extended neonatal screening
(ENS) to 10 million euros a year.

21 Law n. 167 of 2016 provides for the inclusion in the Essential Levels of Care (ELC) of mandatory neonatal
screenings for the early diagnosis of hereditary metabolic diseases; it establishes the Coordination Center on
neonatal screening at the Higher Institute of Health; it establishes that the Ministry of Health should prepare
an operational protocol for the management of screening and for taking care of the sick; it assigns to the
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On March 19, 2017, the date of enforcement of the Prime Ministerial Decree of January 12, 2017
which updated the ELC, the ENS passed from the experimental phase to full operation. In fact, in the
provision of the new ELC, in article 38 paragraph 2 of the Prime Ministerial Decree of 12 January
2017, the inclusion of ENS was envisaged, referring to a ministerial decree for the list of diseases and
the methods of implementation.

The decree of the Ministry of Health of 13 October 2016, Provisions for the start of newborn
screening for the early diagnosis of hereditary metabolic diseases contains a series of indications
concerning the list of pathologies covered by ENS: the information and consent procedures; the
methods of collecting, sending and storing the blood spot; the organization of the newborn screening
system, whether regional or interregional, to ensure the continuity of the entire ENS path from the
first-level test, to the second-level test, to diagnostic confirmation; and taking charge of the
confirmed positive cases in newborns.

However, there are important inconsistencies between law n. 167 of 2016 and the ministerial decree
of 13 October 2016 which must be highlighted.

Law n. 167 establishes the inclusion in the ELC of neonatal screenings which are qualified as
mandatory and therefore the tests become the responsibility of the National Health Service.?

While law n. 167 qualifies the screening as mandatory, the ministerial decree of 13 October 2016
contains in article 2 rules about information and consent for non-mandatory screenings?, and Annex

National Agency for Regional Health Services the evaluation of the Health Technology Assessment (HTA) on
newborn screening; and finally it provides for the method of financing the activity in question and establishes
that from the entry into force of the Prime Minister’s Decree that updates the ELC, the experimentation,
started with law n. 147/2013, art. 1 paragraph 229, ceased. Subsequently, the 2019 budget law made
important changes, extending the screening to genetic neuromuscular diseases, severe congenital
immunodeficiencies, and lysosomal storage diseases.

22 See art. 1 and art. 2 of law n. 167: art. 1 (Purpose): “This law aims to ensure the prevention of hereditary
metabolic diseases, by including mandatory neonatal screening in the essential levels of care (ELC) [...]"; art. 2
(Scope of application): “The diagnostic tests as part of the mandatory screening referred to in art. 1 are carried
out for hereditary metabolic diseases for which there is scientific evidence of therapeutic efficacy,
pharmacological or dietary, or for which there is scientific evidence that an early diagnosis, in neonatal age,
involves an advantage in terms of access to therapies in advanced state of experimentation, including dietary
ones”.

2 Art. 2, titled “Information and consent”, of the ministerial decree of 13 October 2016 is particularly
interesting for our purposes and it reads as follows: “1. The ENS is carried out, after suitable information
referred to in paragraph 2, provided to the interested parties by the professionals of the birth point. Where
national or regional acts do not establish the obligation for the execution of the ENS, informed consent must be
obtained for the execution of the ENS and for the processing of the personal data of the newborn, pursuant to
art. 13 of the legislative decree 30 June 2003, n. 196, issued by natural parents or by the person exercising
parental responsibility over the newborn. 2. The information, drawn up by the regions and autonomous
provinces in an easily understandable language and translated into the languages most widely used in the area,
must briefly and colloquially specify what the purposes and methods of the ENS are; the optional or mandatory
nature of the screening procedure; the specific aims pursued (treatment and, if the ENS gives a positive result,
genetic counselling); the methods of carrying out the test and the diseases tested; the achievable results,
including any unexpected news known as a result of the differential diagnostics of the diseases referred to in
attached table 3, which share the primary markers with those listed in table 1; the methods and times of
storage of the samples; the scope of data communication, especially with reference to neonatal screening
laboratories, clinical reference centres and the National Register of rare diseases, to which the data are
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A to the ministerial decree presents a model of informed consent to be given to parents and legal
representatives.?*

Actually, the two fundamental acts of the Italian legislation on newborn screening seem to be
mutually inconsistent.

From a strictly formal point of view, the ministerial decree of October 13 2016 refers in its foreword
to law n. 167 but appears to be implementing paragraph 229 of article 1 of the Stability Law of
2014.%

From a substantial point of view, a series of critical issues emerge from a constitutional perspective.
First of all, by article 2 paragraph 1 of the ministerial decree of 2016, which reads: “[...] Where
national or regional acts do not establish the obligation to execute the ENS, informed consent must
be acquired for the execution of the ENS and the processing of personal data of the newborn [...]”, it
could be understood that at the regional level, before the 2016 legislation, the screening tests
provided could be considered mandatory. The first problem therefore concerns the possibility of
qualifying a test as mandatory at regional level.

As known, art. 32, paragraph 2, of the Italian Constitution places a State law reserve when it requires
a State law for the imposition of a mandatory health treatment that does not violate the limits of
respect for the person.

On this point, a clear response comes from constitutional case law issued on the basis of the State
legislation reserve contained in article 32, second paragraph, of the Italian Constitution on
mandatory health treatments and on the basis of the division of legislative competences between
the State and the Regions in the exclusive and concurrent matter of health guarantee contained
respectively in second paragraph, letter m, of article 117 (determination of essential levels of care)
and in third paragraph of article 117 (health protection), of the Italian Constitution. In decision n. 5 of
2018, the Italian Constitutional Court affirms that it is up to the State “to qualify a certain health
treatment as mandatory, on the basis of the medical and scientific knowledge available”.?®

The discipline of mandatory treatments is straightforwardly assigned to the State legislative
competence as it belongs to the determination of the fundamental principles concerning the matter
of health protection.?’

Since the criterion of the voluntary or mandatory nature of the treatments affects fundamental
rights, such as the right to self-determination and the right to health that belong to the State

communicated through the regional registers. 3. The collection of informed consent, referred to in paragraph
1, must be carried out before carrying out the screening test, according to the contents of the model in Annex
A to this decree, which is an example. It must contain the consent to carry out the screening, to the processing
of data and to the storage of samples”.

24 As mentioned, in the first annex to the ministerial decree, a list of about 40 metabolic diseases is drawn up,
which constitutes the most complete panel of diseases at European level, while in annex A of the decree an
informed consent model is prepared which raises some issues.

25 Art. 1, paragraph 229, of the law n. 147 of 27 December 2013 (Stability Law of 2014) referred to a ministerial
regulation the definition of the list of diseases on which to carry out newborn screening.

26 See the ruling of the Italian Constitutional Court n. 5 of 2018, paragraph n. 7.2.2 of the decision.

27 With reference to vaccinations see the decision of the Italian Constitutional Court n. 137 of 2019 and n. 5 of
2018.
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legislative competence, it can be assumed that a regional act cannot decide whether a treatment is
mandatory.?®

A second, relevant problem concerns the normative qualification of screening as mandatory or
voluntary. While in article 1 of the law n. 167 of 2016 it is stated that neonatal screenings have
become mandatory, in article 2 of the ministerial decree of 2016, a series of rules on information and
informed consent are provided for tamquam non esset, except from a strictly formal point of view,
the law n. 167. Looking at Annex A of the ministerial decree of 2016 and reading the model of
informed consent reported there, it could be understood that the mandatory nature refers only to
the three diseases provided for by the old law n. 104 of 1992, while everything else is framed as
voluntary neonatal screening.

Leaving aside here the overview issue of the reserve contained in article 32 of the Italian Constitution
as an absolute reserve of law, also reinforced by the provision of the respect for the human person,?
or a relative reserve,®® the contrast substantially existing between the law n. 167 of 2016 and the
ministerial decree of October 13 2016 poses, de facto, some questions about the respect for the
hierarchy of sources and highlights significant interpretative problems that have led to a great
variability in clinical practice in the screening sector at regional level.

These problems require an in-depth study on the mandatory and voluntary nature of a test or a
treatment.

As required by the Italian Constitution in article 32, second paragraph, only a State law, i.e. a primary
source, can declare a treatment voluntary, even by not specifying anything on the point of obligation
and therefore enhancing the constitutional principle of self-determination, or mandatory, when this
is aimed not only at improving or preserving the conditions of health of those subjected to it, but also
at guaranteeing the collective interest to health, since it is precisely this further proposal that
justifies the suppression of individual self-determination.3!

The definition of a treatment or a test as mandatory/voluntary is assigned to a State primary source
as it belongs to the determination of the fundamental principles concerning the right to health.

In addition, the Italian Constitution provided for a reinforced legal reservation when it established

732

that “The law cannot in any case violate the limits imposed by respect for the human person”?* and

28 See the decision of the Italian Constitutional Court n. 438 of 2008.

2 On this position see P. BARILE, Diritti dell’uomo e libertd fondamentali, Bologna, 1984, p. 385; A. PACE, La
liberta di riunione nella Costituzione italiana, Milano, 1967, 87 ff.; B. Pezzini, Il diritto alla salute: profili
costituzionali, in Diritto e Societa, 1983, 28 ff.

30 On this position see M. LuciaNI, Il diritto costituzionale alla salute, in Diritto e Societd, 1980, 10; F. MODUGNO,
Trattamenti sanitari «non obbligatori» e Costituzione, in Diritto e Societa, 1982, 309; V. CRISAFULLI, In tema di
emotrasfusioni obbligatorie, in Diritto e Societa, 1984, 558; S.P. PANUNZzIO, Trattamenti sanitari obbligatori e
Costituzione, in Diritto e Societa, 1979, 900; E. CAVASINO, La flessibilita del diritto alla salute, Napoli, 2012, 181.
31 See the decisions of the Italian Constitutional Court n. 268 of 2017, n. 107 of 2012, n. 226 of 2000, n. 118 of
1996, n. 258 of 1994 and n. 307 of 1990.

32 The Court affirmed in judgment n. 194 of 1996 that “blood sampling — now of ordinary administration in
medical practice — does not harm the dignity or psyche of the person, just as it does not normally endanger his
life, safety and health in any way (see decision n. 54 of 1986)”. The limits of respect for the human person can
be identified with the very low degree of invasiveness and its effects on the psycho-physical integrity of the
person. The assessment also concerns the incisiveness that the test has on the freedom and self-determination
of the person. With respect to this it is necessary to verify the possible provision of a compulsory treatment,

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

€0St-78CC NSSI
*840°0111IPOIQ" MMM WOJ4 PIPEROJUMOQ



Downloaded from www.biodiritto.org.

ISSN 2284-4503

Newborn screening and informed consent in a constitutional perspective

prevents such a qualification, related to the mandatory or voluntary nature of a test, being made
from a secondary source, including, therefore by a ministerial decree.?

The constitutional case law on the matter is extensive and the relevant constitutional principles
ensue from articles 2, 13, 32 of the Italian Constitution. The Italian Constitutional Court affirms that
the balance between the individual’s right to health and the interest of the community must take
place in such a way that the right of the individual is not excessively affected except for temporary,
minor and in any case tolerable consequences.

Over the years, the Court’s case law has clarified the requisites necessary for the purposes of a
legislative provision of an obligation of test or treatment. First of all, a justification of reasonable
scientific efficacy at an epidemiological level is needed for the prevention of the disease in the
subject undergoing test and for the management of a significant risk to public health and the
legislative provision of measures to contain as much as possible the risks of adverse events.
Furthermore, on the basis of the solidarity duty that presides over the subject of the mandatory tests
and treatments, compensation must be provided to compensate for any damage, even if not of a
purely financial nature, suffered by the person who has undergone the treatment or test.*

In the case of newborns, there is a need for balance between the protection of the best interests of
the child,® the exercise of parental responsibility, and the collective interest in preventing serious
diseases whose management impacts on the community.

As stated, screening does not strictly represent a health treatment but constitutes an investigation
strategy carried out in the context of secondary prevention.

We need to specify that the collective interest protected in the case of neonatal screening is of a
different nature from the collective interest protected in the case of vaccines. While in the case of
vaccines the collective interest is directly related to health, aimed at protecting both individuals and
public health, in the case of screening the collective interest is not directly linked to protection of
public health, but it does have an impact on health and social costs, considering the very high impact
that metabolic diseases have on the person, the family, and the community because they are multi-
systemic diseases that can cause irreversible damage to several organs and systems and are
responsible for early neonatal mortality as well as permanent psychic and neuromotor delays from
childhood.3®

As we said before, massive screening program are disputed, but the possibility of preventing these
inherited disorders or stopping their progression may undoubtedly correspond to an important
collective interest of a socio-economic nature.

Similar examples that can be referenced in defining the contours of this collective interest and which
also have an indirect impact on health, are the obligation to wear a helmet or seatbelt when riding or

which would require further, pursuant to art. 13 of the Italian Constitution, the legislative discipline of cases
and methods of coercion and a provision of the judicial authority.

3 1t is necessary to specify here that once a national law has established that a treatment or a test is
mandatory, a ministerial decree cannot decide otherwise as if the State law did not exist.

34See the decisions of the Italian Constitutional Court nn. 5 of 2018, 258 of 94, 307 of 90.

35 0n the relevance of protection of the best interests of the child for mandatory screening, see M. TOMASI,
Genetica e Costituzione. Esercizi di uguaglianza, solidarieta e responsabilita, Napoli, 2019, 294 ff.

36 See supra footnote n. 1.
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driving vehicles. The obligation to use these safety measures does not have an immediate health
purpose. Its function is to protect the individual and, from the collective point of view, is not aimed
at protecting public health but at containing a risk, which can be statistically highlighted, and which is
linked to significant economic and social effects on the national system and on the National Health
Service.

As in the case of newborn screening, there is therefore an economic-functional link with respect to
public health that is the basis of the imposition of the obligation that protects the collective interest
and the health of the individual.?” In this sense, it is possible to state that only a primary source, i. e. a
State law, can define the boundaries of what should be mandatory and establish its effects.

4. Regional practices after the rules of 2016

As we mentioned before, paragraph 2 of article 117 of the Italian Constitution establishes that the
“determination of essential levels of care” constitutes an exclusive legislative competence of the
State, while paragraph 3 of art. 117 of the Italian Constitution includes the “health protection”
competence among the concurrent competences. As part of this latter competence, it should be
specified that the fundamental principles are provided for by the law of the State while the
organizational rules are established at the regional level.3®

On the basis of these constitutional norms, while the law of the State establishes which are the
essential levels of care that must be guaranteed throughout the national territory (see the Prime
Ministerial Decree of January 12, 2017), the Regions establish the procedures and organizational
practices aimed at meeting the essential levels established. Within this constitutional framework of
division of legislative powers between State and Regions, regional practices often differ and lead to
very different organizational models.

In this context, the aforementioned inconsistency between the two 2016 acts on newborn screening
has led to an increase in regional divergences in the ways of carrying out screening, managing
informed consent and dissent, and managing the storage and the use of the biological material
collected.

About the mentioned inconsistency of the two 2016 acts, we could deduce that according to law n.
167 extended newborn screening is mandatory and included in the ELC, while on the basis of the
ministerial decree of 13 October 2016 the expression of consent concerns only the extended
newborn screening which concerns diseases listed in the annex to the ministerial decree, while the
three mandatory screenings remain those established by law n. 104 of 1992.

It must be said that there would be a need for a specific implementation of law n. 167 in order to
overcome the critical issues envisaged. However, on the basis of the principle of conservation of legal
acts, the interpreters carried out some operations of mutual adjustment and adaptation between the
two acts. These operations were successful in some respects and not in others, as emerges from the
analysis of regional practices subsequent to the 2016 rules. In fact, while on the one hand these
norms, together with the decree updating the essential levels of care, made it possible to obtain

37 See the decisions of the Italian Constitutional Court n. 180 del 1994 and ordinance n. 49 del 2009.
38 Cfr. decisions of the Italian Constitutional Court n. 510 of 2002, n. 329 of 2003, n. 338 of 2003.
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uniformity in the provision of the screening offer, the same uniformity cannot be traced in the
management of informed consent and dissent. In addition, it seems evident that some aspects, such
as the management of the conservation of the biological material collected and the use of the same
for research purposes, require further analysis.

4.1. Regional practices with reference to development of screening programmes and to
management of informed consent and dissent to the procedure

In order to highlight some features of regional practices on the subject, we will refer to the three
reports, so far prepared by the Italian Higher Institute of Health and the Coordination Center on
Neonatal Screening (CCSN), established by article 3 of the law n. 167 of 2016%, in collaboration with
the National Center for Rare Diseases, on monitoring the state of implementation of law n. 167 of
2106 and of the ministerial decree of 13 October 2016.%°

In the first monitoring report on the state of implementation of law n. 167/2016 and the ministerial
decree of 13 October 2016 on Extended Neonatal Screening (ENS) in Italy*!, the state of the art of the
individual regional programmes of the ENS as of 30 June 2017 is described. The data highlighted that
18 Regions/Autonomous Provinces out of 20 Regions and two Autonomous Provinces on that date
had started the ENS programme, while in 3 Regions the ENS system was still in the activation phase
at the indicated date.*

The second monitoring report on the state of implementation of the 2016 rules provides an update
on the evolution of the ENS system in the Regions, and documents the changes introduced on 30
September 2018 through a fact-finding survey conducted by the Coordination Center on Neonatal
Screening (CCSN), with the aim of highlighting the new regional actions and strategies introduced
between 30 June 2017 and 30 September 2018.** The state of the art on 30 September 2018
indicates that all the Regions/Autonomous Provinces, except Calabria, had started the ENS
programmes. The ENS regional system in Calabria was, in fact, in the activation phase. Of the other
Regions/Autonomous Provinces which had started the system, almost all covered the entire panel of
metabolic diseases provided for in the ministerial decree of 13 October 2016.

39 One of the tasks assigned to the CCSN (Article 3 of Law 167/2016) is to monitor and promote the maximum
uniformity of application of newborn screening in Italy.

40 We refer to, in chronological order, Higher Institute of Health, Screening neonatale esteso nelle Regioni:
monitoraggio dell’attuazione della Legge 167/2016 e del decreto ministeriale del 13 ottobre 2016. Stato
dell’arte al 30 giugno 2017, Rapporto Istisan 18/11; Higher Institute of Health, Screening neonatale esteso in
Italia: stato dell’arte al 30 settembre 2018, 2019; Higher Institute of Health, Programmi di screening neonatale
esteso nelle Regioni e Province autonome in Italia. Stato dell’arte al 30 giugno 2019, Rapporto Istisan, 20/18.

41 Higher Institute of Health, Screening neonatale esteso nelle Regioni: monitoraggio dell’attuazione della
Legge 167/2016 e del decreto ministeriale del 13 ottobre 2016. Stato dell’arte al 30 giugno 2017, Rapporto
Istisan, 18/11.

42 Not all Regions have defined the various levels of articulation of the ENS system, based on art. 4 of the
ministerial decree of 13 October 2016. Furthermore, only 50% of the Regions have full coverage of the
pathologies covered by the ENS.

43 See Higher Institute of Health, Screening neonatale esteso in Italia: stato dell’arte al 30 settembre 2018,
2019.
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In the Regions of Abruzzo, Campania, Friuli Venezia Giulia, Lombardy, and the Autonomous Provinces
of Bolzano and Tuscany, new information sheets have been created to make parents and legal
representatives aware of the purposes of ENS.

The Regions of Basilicata, Friuli Venezia Giulia, Molise, Umbria and Valle d’Aosta and the
Autonomous Provinces of Bolzano and Trento have activated the ENS system in agreement with
other Regions. Moreover, 10 Regions have issued new specific administrative acts for the ENS
Regional System (Abruzzo, Basilicata, Campania, Emilia Romagna, Lazio, Lombardy, Piedmont, Valle
d’Aosta, Tuscany and Veneto).*

In conclusion, in Italy, the ENS for the prevention, early diagnosis and treatment of Inherited
Metabolic Disorders (IMDs), despite the inconsistencies existing between the law n. 167 of 2016 and
the ministerial decree of 13 October 2016, passed from an experimental phase to a mandatory offer
phase on all newborns in the national territory.

The third report of the Higher Institute of Health on screening concerns a survey that specifically
provides information on regional practices relating to the management of informed consent and
dissent to the procedure.*®

As part of the fact-finding survey, the Regions/Autonomous Provinces were asked whether, for the
execution of the ENS, informed consent was required from parents and legal representatives of the
newborn.*

The results are interesting: 7 Regions and Autonomous Provinces (Campania, Lombardy, and the
Autonomous Provinces of Trento, Puglia, Tuscany, Umbria, Valle d'Aosta) declared that they did not
require informed consent; among the remaining Regions and Autonomous Provinces, the request for
informed consent takes place in 4 Regions only for diseases not provided for in Annex A of the
ministerial decree of 13 October 2016;* in 7 Regions the collection of informed consent occurs for
provided and not provided diseases in Annex A of the ministerial decree of 13 October 2016;* and in
3 Regions only for the diseases listed in Annex A of the ministerial decree of 13 October 2016.%
Regarding the consent and dissent to the execution of ENS, the answers provided by the
Regions/Autonomous Provinces seem to highlight a situation of chaos relating to the issue. In fact,
half of the respondents require informed consent for “provided” or “not provided” diseases in Annex
A of the ministerial decree of 13 October 2016 and do not require the systematic collection of dissent
to the execution of ENS.

In conclusion, the rules of 2016 have essentially made it possible to move from a hybrid model — in
which, with respect to three diseases at national level, on the basis of law n. 104 of 1992, a

4 See Higher Institute of Health, Screening neonatale esteso in Italia: stato dell’arte al 30 settembre 2018,
2019, 4 ff.

45 See Higher Institute of Health, Programmi di screening neonatale esteso nelle Regioni e Province autonome in
Italia. Stato dell’arte al 30 giugno 2019, 4-9.

46 See Rapporto Istisan, 20/18, Programmi di screening neonatale esteso nelle Regioni e Province autonome in
Italia. Stato dell’arte al 30 giugno 2019, 7 ff.

47 They are Friuli Venezia Giulia, Autonomous Province of Bolzano, Sicily, Veneto (Laboratory of Verona).

48 They are Abruzzo, Emilia-Romagna, Lazio, Molise, Piemonte, Sardegna, Veneto (Laboratory of Padua).

4 They are Basilicata, Liguria e Marche. It is useful to specify that Calabria did not provide the requested
information. See Higher Institute of Health, Programmi di screening neonatale esteso nelle Regioni e Province
autonome in Italia. Stato dell’arte al 30 giugno 2019, 7.
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mandatory nature was envisaged, while at the regional level the wider diagnostic offer was based on
a voluntary basis of the investigations — to an opting out model allowing for the implementation of
uniformity of practice in the field of tests and procedures.

This uniformity achieved in terms of the diagnostic offer does not correspond to a similar uniformity
in terms of regional practices as regards the awareness of the effects of the mandatory tests and the
organizational management of informed consent and dissent, and in terms of the collection of
informed consent for aspects not envisaged as mandatory by the rules of 2016.

The information that emerges from the fact-finding survey on the organizational management of
consent and dissent highlights some unresolved issues.

Given the absence of uniform management at regional level, the Higher Institute of Health provides
some recommendations on how to manage informed consent and dissent.>°

On the basis of the analyses developed before in paragraph n. 3, and considered the inconsistencies
between the two normative acts of 2016, we can affirm that the recommendations of the Higher
Institute of Health are consistent with the constitutional oriented reading of the rules on the
mandatory/voluntary nature of treatments and tests and on informed consent/dissent that we have
tried to outline supra.

In fact, the Higher Institute of Health specifies that it should be necessary to ensure that informed
consent would be acquired in the case of the execution of ENS for diseases not provided for by the
ministerial decree of 13/10/2016 or for diseases other than those mentioned by other laws that
make screening mandatory.

In this way, the principles established by the Italian Constitution in article 32, second paragraph,
according to which only a State law, i.e. a primary source, can declare a treatment or a test voluntary
or mandatory, are fully respected.

About the dissent, the Higher Institute of Health clarifies that the parental couple can express their
objection to the execution of the mandatory ENS. However, it is necessary that the Birth Center
transcribes this dissent on the information form, affixing the date and simultaneously acquiring the
signature of those exercising parental responsibility and the signature of the healthcare professionals
involved. The information form containing the dissent must be included in the medical record of the
newborn and in the case of a home birth in the obstetric record.

4.2. Regional practices on storage and use of biological material

From another point of view, the Higher Institute of Health checked also the uniformity of regional
storage and use practices. Since the cardboard containing the blood spot collected for the extended
neonatal screening of metabolic diseases contains biological material of significant value, both in
terms of public health and research, it must be stored in ways that allow respect for the fundamental
rights at stake (e.g. family autonomy and self-determination, privacy, etc.)

From the data reported in the third report of the Higher Institute of Health and related to regional
practices, we see that there is extreme variability in terms of time and methods of storage of the

50 See Higher Institute of Health, Programmi di screening neonatale esteso nelle Regioni e Province autonome in
Italia. Stato dell’arte al 30 giugno 2019, 8-9.
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card containing the blood spot.>! From these data it is clear that there is a lack of process norms to
regulate the methods of conservation and use of the residual material on the cardboard containing
the blood spot, not only for diagnostic and medical legal purposes but also for research purposes, to
ensure uniformity of the storage conditions and the methods of use at national level.

In the absence of any explicit regulatory provision on this point, it can be assumed that the biological
material of the newborn, the drops of blood on the card, can be stored only for the time strictly
necessary for carrying out the tests related to screening.

Beyond this time, the biological material should be removed or, if possible, the data of the newborn
should be anonymised.>?

If the biological material is kept for research reasons beyond the time necessary to carry out the
tests, it can be concluded that these aspects could be the subject of informed consent, both
regarding the conservation profile and the research uses, and for concerns about the processing of
data and its codification and pseudonymisation.

The point has an obvious relevance and it is necessary to distinguish the uses that are made of the
biological material in relation to the screening tests and the uses that can be made in relation to
future research not related to the screening tests. The management models for conservation and
future research on biological material, based on a minimisation of data processing
(codification/pseudonymisation/anonymisation), and the authorisation of the competent ethics
committee, may be various and may require adequate information to be given to the parents and
legal representatives; the collection of the parents’ informed consent may, in turn, have a variable
scope and could in abstracto include alternatives, ranging widely from specific consent to partially
restricted consent, tiered consent up to broad consent.>?

5. Some conclusive reflections

There is no doubt that the newborn screening programme developed in Italy represents the most

advanced “model” in Europe — from a specific viewpoint, i.e. the panel of the diseases to be checked
— and that the research has achieved significant objectives in this area. The constant scientific

research work on the subject portends a progressive expansion of screening programmes. The

51 See Higher Institute of Health, Programmi di screening neonatale esteso nelle Regioni e Province autonome in
Italia. Stato dell’arte al 30 giugno 2019, 31-32.

52 The real possibility of anomymization is questioned in literature. See F.K. DANKAR, A. PTITSYN, S.K. DANKAR, The
development of large-scale de-identified biomedical databases in the age of genomics-principles and
challenges, in Human Genomics, 10 April 2018.

53 On the possible modelling of informed consent for scientific research cfr. C. Grady, L. ECKSTEIN, B. BERKMAN, D.
BrRoOCK, R. COOK-DEEGAN, S.M. FULLERTON, H. GREELY, M.G. HANSSON, S. HuLL, S. Kim, B. Lo, R. PENTZ, L. RODRIGUEZ, C.
WEIL, B.S. WILFOND, D. WENDLER, Broad consent for research with biological samples: workshop conclusions, in
American journal of bioethics, 15, 9, 2015, 34-42; R.B. MIKKELSEN, M. GIERRIS, G. WALDEMAR et al., Broad consent
for biobanks is best — provided it is also deep, in BMC Medical Ethics, 20, 2019; J. MURPHY, J. SCOTT, D. KAUFMAN,
G. GELLER, L. LEROY, K. HUDSON, Public perspectives on informed consent for biobanking, in American journal of
public health, 99, 12, 2009, 2128-2134; E. SALVATERRA, L. LECCHI, S. GIOVANELLI, B. BUTTI, M.T. BARDELLA, P.A. BERTAZZI,
S. BOsARI, G. CoGGl, D.A. COVIELLO, F. LALATTA, M. M0GGIO, M. NOSOTTI, A. ZANELLA, P. REBULLA, Banking together. A
unified model of informed consent for biobanking, in EMBO Reports, 9, 4, 2008 April, 307-313.
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development of prevention in this area is undoubtedly a noteworthy factor in the development of
the entire health and social system of the country. The greater the relevance of the screening
programme to the overall system, the more urgent will become the management of the problematic
aspects concerning the coordination of screening programmes at international and European level,
both as regards the clinical usefulness of the tests and, consequently, the panel of the diseases to be
checked and with regard to the management of the procedures for accessing the investigations. In
addition, the issue of a general harmonisation of the Italian rules of 2016 must be urgently addressed
in order to overcome the critical issues highlighted in the discussion and to respect the Italian
constitutional principles ruling the health sector. In particular, in the Italian context, in the face of
research and medical science that have developed scientifically valid screening programmes, we
have traced some problems relating to the management of informed consent and dissent to the
procedure deriving from some inconsistencies existing in the rules established in 2016 at national
level. These inconsistencies have generated evident confusion at regional level about the voluntary
or mandatory nature of the proposed screening tests with repercussions for the management of
informed consent and dissent.

In this paper we have tried to outline a proposal for a constitutionally oriented reading of the rules of
2016 starting from the constitutional principles and the constitutional case law in the field of health
protection.

As we observed, the constitutional principles enshrined in the Italian Constitution and the
constitutional case law are clear to declare that only a State law, i.e. a primary source, can declare a
treatment or a test voluntary, even by not specifying anything on the point of obligation and
therefore enhancing the constitutional principle of self-determination, or mandatory, when there is
the need for balancing individual right to health and collective interests to health.

In the case of newborns, there is a need for balance between the protection of the best interests of
the child, the exercise of parental responsibility, and the collective interest in preventing serious
diseases whose management strongly impacts, from a socio-economic viewpoint, on the community.
Collectively, the Italian rules of 2016 have essentially made it possible to move from a hybrid model —
in which, with respect to three diseases at national level, on the basis of law n. 104 of 1992, the
mandatory nature of tests was envisaged, while at regional level the broader diagnostic offer was
based on the voluntary nature of the investigations — to an opting out model allowing for the
implementation of uniformity of practice regarding tests and procedures.

The uniformity achieved in terms of the diagnostic offer through the rules of 2016 is still lacking
regarding the awareness of the effects of the mandatory test and the organizational management of
informed consent and dissent, and in terms of the collection of informed consent for the aspects not
envisaged by the legislation of 2016.

Finally, on this latter aspect with regard to the issues of conservation of the biological material
collected and its use for research purposes, there is a need to develop further regulatory guidelines
that will make it possible to standardise regional practices on the subject and to guarantee the
widest protection of fundamental rights of newborns and their families.
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ABSTRACT: Against the backdrop of newborn genetic screening and pandemics, this
article examines disputes between parents, acting as proxies for their children, and
healthcare professionals. While some will support parents, others will push-back
against proxy consent and the right to veto actions that are proposed by the
professionals. Whereas in ordinary times, such a push-back might seek to displace or
downgrade parental rights (e.g. by appealing to professional duty or the optimisation
of health) or to de-centre or dilute consent, in extraordinary times, rights and
consent are superseded by appeals to responsibility, solidarity, and even “states of
exception”.

KEYWORDS: Proxy consent; newborn screening; genetic screening; stewardship;
extraordinary times

SUMMARY: 1. Introduction — 2. Consent and Proxy Consent — 2.1. The paradigm of a right-based rule regime —
2.2. An ideal typical model of consent by proxy — 2.3. Four deviations from the ideal-typical model — 3. In
Ordinary Times: Proxy Consent and Newborn Genetic Screening — 3.1. The pattern of debates in biolaw and
bioethics — 3.2. Contemporary models — 3.2.1. Mandatory models — 3.2.2. Opt-out models — 3.2.3. Opt-in
models — 3.2.4. Taking stock: extending NBS — 3.3. The range of decisions to be made around NBS — 3.4.
Legitimate interests and the scope of parental rights — 3.4.1. Limiting parent autonomy — 3.4.2. Competing and
conflicting interests — 3.4.3. Taking stock — 4. In Extraordinary Times: Proxy Consent and Pandemics — 4.1.
Rights and Consent Superseded — 4.2. Three Accounts of the Displacement of Rights and Consent — 4.3.
Stewardship and the Global Commons — 5. Conclusion.

* Roger Brownsword: Professor of Law, King’s College London and Bournemouth University, and member of the
UK National Screening Committee. Mail: roger.brownsword@kcl.ac.uk. Jeffrey Wale: Senior Lecturer, Bath Spa
University. Mail: j.wale@bathspa.ac.uk. It should be made absolutely clear that this article is written in a
personal capacity and in no sense speaks for, or represents, the views of the UK NSC. Parts of this article were
presented to the International Network of Biolaw’s Second Global Seminar on Biolaw and Global Risks:
Challenges to Autonomy and Dignity in Pandemic Times, Washington, August 27, 2020, and to the Health Law
section at the SLS Annual Conference, Exeter, in September 2020. We are grateful to participants for their
comments and questions. Needless to say, the usual disclaimers apply. The article was peer-reviewed by the
editorial committee.

OO
BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

129

2
o

oz

/

C

7
z




Roger Brownsword, Jeffrey Wale

1. Introduction

overnance of the relationship between parents, acting on behalf of their children, and

healthcare professionals, can be challenging; and, as is well-known, particular disputes

can be emotionally charged and protracted.! While some will support the rights of
parents, others will push-back against parents having the right to veto actions that are judged by the
professionals to be either in the interests of the child or in the general interest. Whereas, in what we
will call ordinary times, those who challenge parental rights and consent might appeal to, say,
professional duty and to the optimisation of the health and well-being of the child, in extraordinary
times, these familiar appeals are superseded by appeals to responsibility and solidarity, to
unprecedented circumstances, and even to the dangerous idea of “states of exception”.?
With a view to clarifying the nature of such contestation around parental rights and consent, our
discussion is in three principal parts. First, we sketch our thinking about consent in general and proxy

Ill

consent in particular. At the heart of this thinking is an “ideal-typical” model of proxy consent, set in
a rights-focused regulatory context. This model provides a benchmark not only for mapping where
particular regimes of medical law and public health law stand (both on paper and in practice) but also
for highlighting four key ways in which pressure might be applied to the model: namely, with a view
to displacing the rights-based paradigm within which consent plays its distinctive role, to
downgrading the importance attached to, or the scope of, a particular right, to de-centring consent
as a necessary and sufficient condition for justified action, or to diluting the particular requirements
for a valid consent.

Secondly, assuming ordinary times and the typical pattern of contestation in biolaw and bioethics,
we focus on newborn screening (NBS) programmes, some of which treat screening as mandatory
(displacing both rights and consent), some of which operate with opt-out consent (diluting the
signalling requirements for consent), and some of which (in line with our model) require a parental
consent by opt-in. In the context of proposals to extend NBS so that more genetic data is obtained,?
we seek to clarify the challenges to regimes of rights and, concomitantly, to our model of consent —
not only the obvious challenges presented by the ethical approaches (whether utilitarian,
paternalistic, or communitarian) that underlie regimes that are mandatory but also the challenges for

1 Famously, see the case of Charlotte Wyatt and the Nuffield Council on Bioethics, Critical care decisions in fetal
and neonatal medicine: ethical issues (London, November 2006). Recent examples are the cases of Charlie Gard
and Alfie Evans, on the former of which see, e.g., E. CAVE, E. NOTTINGHAM, Who Knows Best (Interests)? The Case
of Charlie Gard, in Medical Law Review, 26, 2018, 500; and J. MONTGOMERY, The “tragedy” of Charlie Gard: a
case study for regulation of innovation, in Law, Innovation and Technology, 11, 2019, 155.

2 On which, see A. SupIOT, The Return of “Rule by Men”, in |D., Governance by Numbers, Oxford, 2017, (trans
Saskia Brown).

3 For assessment, see, e.g, B.A. TARINI, A.J. GOLDENBERG, Ethical Issues with Newborn Screening in the Genomics
Era, in Annual Review of Genomics and Human Genetics, 13, 2012, 381; and, S. TAYLOR-PHILLIPS et al., The Ethical,
Social and Legal Issues with Expanding the Newborn Blood Spot Test, Warwick, 2014, (on file with authors). On
the potential of extending NBS, see, UK National Screening Committee, Generation genome and the
opportunities for screening programmes, 2019, 18-19, available at: https://bit.ly/3aLDztR (last accessed
October 11, 2020); and HM Government, Genome UK: The future of healthcare, September 2020, 27-28,
available at: https://www.gov.uk/government/publications/genome-uk-the-future-of-healthcare (last accessed
October 11, 2020).

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

€0St-78CC NSSI
*840°0111IPOIQ" MMM WOJ4 PIPEROJUMOQ



Downloaded from www.biodiritto.org.

ISSN 2284-4503

In ordinary times, in extraordinary times: Consent, newborn screening, genetics and pandemics

rights theorists of doing justice to the model of consent as well as ensuring that parental rights are
not abused.

Thirdly, assuming extraordinary times, we consider disputes between parents and healthcare
professionals with particular reference to public health interventions in the context of a pandemic
(for example, concerning the vaccination of children or their participation in a research study to
identify relevant genetic markers). Resisting the framing of such disputes in a way that treats
extraordinary times as a state of exception (giving professionals a carte blanche), or as an extension
of ordinary times arguments (but with utilitarian and duty-based arguments for solidarity now having
the upper hand as against rights-based arguments and individual consent), we argue for a quite
different understanding of the issues raised by extraordinary times considerations. Crucially, we
argue that our best understanding of concerns about responsibility and solidarity is that ordinary
time justifications are superseded in extraordinary times by the urgent need to take steps to restore
and maintain the global commons (the pre-conditions for the existence of any kind of human
community with any kind of guiding ethical perspective). Accordingly, even for a community that, in
ordinary times, takes both rights and consent seriously, in extraordinary times, it will be the
stewardship responsibilities relating to the global commons that supply the overriding reasons for
action.

Finally, in some short concluding remarks, we indicate some of the further questions that are invited
by, and the implications to be drawn from, our analysis.

2. Consent and Proxy Consent

Before sketching an ideal-typical model of proxy consent, that model itself needs to be placed within
the context of a distinctively rights-based regime of rules and standards. Accordingly, we start with
some prefatory remarks about such a regime and the justificatory function of consent within it
before setting out our ideal-typical model of proxy consent and the principal pathways to deviation
from it.*

2.1. The paradigm of a rights-based rule regime

The paradigmatic setting for consent is a rights-based regime of rules and standards (legal or moral)
that regulates the interactions and transactions between individual agents as well as the relationship
between citizens and public bodies. In such a regime, individuals have claim rights (that some other
individual or individuals should or should not do x); and, it follows that those latter individuals have a
correlative duty to do, or not to do, x.

The function of consent is both dynamic and justificatory. Consent is dynamic in the sense that it
enables rights-holders to alter their position in relation to duty-bearers by waiving the benefit of a
right although not the right itself; and, consent is justificatory in the sense that it authorises an act
that would otherwise violate a right. However, consent does not suffice to show that an action is
right as such; rather, it suffices to prevent a complaint (by the consenting party) that an action
involves a violation of the consenting party’s rights. Hence, where A consents to some action, x, by B,

41n this part of the article, we draw on D. BEYLEVELD, R. BROWNSWORD, Consent in the Law, Oxford, 2007.
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then the function of that consent is to authorise B to do x and, at the same time, to preclude a
complaint by A that B thereby violates A’s right that x not be done. However, A is the only party so
precluded — or, at any rate, this is the case unless A is acting as an agent or as a proxy for others. So,
for example, if B’s doing x is a prima-facie wrong relative to Z, the fact that A has consented to B
doing x is no answer to Z. Where A is acting as a proxy, a similar analysis applies. Thus, where A, in
consenting to some action, x, by B is doing so as a proxy for C, we take it that A’s consent precludes a
complaint by both A and C that B has done wrong by doing x. In both cases, consent serves, as Lord
Donaldson famously expressed it, as a flak-jacket for B, but the cover that it provides for B is limited
to the consenting parties.®

Turning this round, if B goes ahead and does x (which is covered by A’s right) without having
obtained A’s consent (indeed, where A has explicitly declined to give consent), then B seems to have
no answer to A’s complaint that B has infringed A’s right. So far, so straightforward. However, in a
rights-based regime, B might concede that doing x does involve a violation of A’s right (which,
moreover, is a matter for regret) but that the doing of x is justified all things considered because it
serves a higher ranking right than the right violated.

This formal analysis leaves much still to be settled. For example, there are important questions about
the rights-based regime itself, about the substance and scope of particular rights, about how
conflicting rights are ranked and prioritised, and so on; and it might fairly be said that, if parental
rights are to be privileged and if their consent is to be protected by stringent requirements, we really
need to understand why such importance is attached to these particular interests. These are matters
to which we will return in the next part of the article.

2.2. An ideal-typical model of consent by proxy

In principle, there are many models of consent — broad and narrow, opt-in or opt-out, static and
dynamic, relational and non-relational, and so on.® For the purposes of anchoring our discussion, and
providing a benchmark for various regimes of proxy consent, we will sketch an ideal-typical model of
consent by parental proxy — that is, a model where parents have a veto and where their consent is
taken seriously as the justifying reason for whatever action, x, is proposed in relation to their baby
(such as drawing, analysing and storing a baby’s blood).”

Bearing in mind that our model is placed in the setting of a rights-based regime of rules, and
assuming that there are no doubts about the capacity of the parties, the central features or
conditions of the ideal-type are as follows:

5> See, Re W (A Minor) (Medical Treatment: Court’s Jurisdiction) [1993] Fam 64.

6 See, e.g., R. BROWNSWORD, Regulating Biobanks: Another Triple Bottom Line, in G. Pascuzzi, U. 1zzo, M. MACILOTTI
(eds), Comparative Issues in the Governance of Research Biobanks, Heidelberg, 2013, 41; J. KAYE, E.A. WHITLEY, D.
LUND, M. MORRISON, H. TEARE, K. MELHAM, Dynamic consent: a patient interface for twenty-first century research
networks, in European Journal of Human Genetics, 23, 2015, 141; and |. BUDIN-LI@SNE et al., Dynamic Consent: a
potential solution to some of the challenges of modern biomedical research, BMC Medical Ethics, 18, 2017,
available at: https://bit.ly/2RNFwPv, doi: 10.1186/s12910-016-0162-9.

7 Nb, although we are presenting this model as an “ideal-type”, we are not claiming that this approach to
consent is “ideal”, merely that it is a robust representation of the view that the consent of the parents really
matters.
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— Consent by the parents is viewed as the necessary and sufficient justifying condition for the
proposed action, x; and, as a corollary, where parents either decline to give their consent, or
simply do not give their consent, then doing x will involve a violation of the parents’ prima
facie rights.

— The parents’ consent is to be treated as valid only where it is (a) explicit and clearly signalled,
(b) freely given and (c) informed; and,

— The consent of the parents should, at least as a matter of aspiration, flow from a relational
process.

The significance of the first condition — the sovereignty of consent — is that those who take action x
have one, and only one justifying answer to the parents (and to the baby or child on whose behalf
the parents act as proxy) where it is claimed (and conceded) that action x involves a violation of the
parties’ rights. That answer is that the parents consented to x. It is no answer, for example, to appeal
to professional duty or social utility. Of course, as we have already flagged up, within the rights-
based paradigm, the violation of the parties’ rights might be admitted but an all things considered
justification might be put forward. So, we need to be careful about how we express the sovereignty
of consent. In a rights-based regime, consent is the necessary and sufficient justification for an act
that involves a prima facie violation of a right but that (wrongful) act might still be justified by
appealing to a more compelling right. The significance of the second condition only becomes
apparent when we spell out the demanding nature of the specification of a valid consent. In other
words, it is only when we specify that the signalling of consent must be unequivocal, that the
circumstances in which consent is given must be free of undue or improper pressure, and that being
informed is not satisfied merely by the absence of misinformation, that we grasp that the ideal-
typical model permits no short cuts to a valid consent. As for the third condition, although this is
aspirational and does recognise some practical limitations, it clearly views consent as more than a
singular event. No doubt, the term “consent” is often used to denote a specific transaction between
stakeholders or to fix the particular moment when A authorises B to do x (thereby exercising a power
to transform B’s duty not to do x into an immunity where x is done).2 However, in practice, to the
extent that this mode of thinking tends to encourage a perfunctory approach to consent, it needs to
be adopted with care.

Finally, two other points, should be noted. One point is that it is one thing for a person to give or to
withhold consent purely on their own behalf and quite another thing for parents acting as a proxy for
their baby or child to give or withhold their consent. In the former case, it is simply the interests of
the person that are relevant — and, indeed, we might say that their decision to give or to withhold
consent, no matter how irrational or unreasonable it might seem, is to be respected.® By contrast, if a
parental decision to give or to withhold their proxy consent seems to be irrational or unreasonable
relative to the (clearly relevant) interests of the baby or child, then we are likely to take a very

8 Compare W.N. HOHFELD, Fundamental Legal Conceptions, New Haven, 1964.

9 As Lord Donaldson MR put it in Re T (adult: refusal of medical treatment) [1992] 4 All ER 649, 663: “the
patient’s right of choice exists whether the reasons for making that choice are rational, irrational, unknown or
even non-existent. That his choice is contrary to what is to be expected of the vast majority of adults is only
relevant if there are other reasons for doubting his capacity to decide”.
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different view of whether this is within the scope of the parental rights or whether it should be
respected. The question of how the interests of the child might constrain parental rights is a matter
to which we will return in section 3.4. The other point is that the distinction between persons
consenting on their own behalf and parents consenting as proxies might be relevant in the event of
there being some doubt about how to interpret the scope and breadth of the consent that is given.
Arguably, in cases of doubt, the default should be a restrictive approach; but, where we are dealing
with parents consenting as proxies, a contextual reading might be more appropriate. In practice, this
point of interpretation might be an important one and it merits further consideration than we can
give it here.

2.3. Four deviations from the ideal-typical model

Where there is pressure on parents to give their consent to action x, there is more than one pathway
to deviation from the ideal-type. The four principal pathways are: displacement, downgrading, de-
centring, and dilution.

First, pressure might be applied directly or indirectly (via consent) to displace the rights paradigm
itself. Instead of rights, it might be argued, for example, that actions should be justified by reference
to the duties and responsibilities that individuals have (to themselves and to others), or by some
desirable consequences such as the maximisation of utility, or the minimisation of distress, or by the
reduction of inequality, and so on.

Secondly, pressure might be applied directly or indirectly (via consent) with a view to downgrading
the scope or significance of a particular right. In principle, this is quite different to arguing for the
displacement of the rights paradigm; but, in practice, the flattening or narrowing of a particular right
might be part of a more general ambition to challenge the rights paradigm.

Thirdly, in relation to the first condition of our model, pressure might be applied with a view to de-
centring consent. Here, the argument would be that consent by the parents might be treated as
sufficient but not strictly necessary — in just the way, for example, that, in some data protection
regimes, the consent of data subjects to the processing of their personal data is a sufficient but not a
necessary condition for lawful processing.® It follows that, even if the parents have not given their
consent to the doing of x, the doing of x might not be viewed as any kind of wrong. Consent becomes
simply one justifying option; and, the withholding of consent is no longer a serious blockage.
Fourthly, pressure might be applied to the second condition of our model with a view to diluting the
requirements for a valid consent (or, possibly, as a strategy to displace or downgrade rights in
practice). For example, there might be pressure to amend the specification so that implicit and
indistinct signalling will suffice (as in opt-out models of consent); or it might be the requirement of
freely given consent that is diluted; or the pressure point might be the informational requirement.

Of these four deviations, it is displacement that goes for the jugular. Sometimes, the seriousness of
the challenge might be masked because the point of attack seems to be on consent itself; but, on
closer analysis, we see that it is the rights-based regime that is actually the target.!! Conversely, we

10 cf. the UK Data Protection Act, 2018.
11 Compare, R. BROWNSWORD, Rights, Responsibility and Stewardship: Beyond Consent, in H. WipDOws, C. MULLEN
(eds), The Governance of Genetic Information: Who Decides?, Cambridge, 2009, 99.
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might think that dilution is the least threatening challenge. However, in practice, relaxation of the
conditions for a valid consent can mean that those who seek consent are pushing at an open door.
What we end up with then is a regime that pays lip service to both rights and consent but which
actually has a quite different orientation. Once the specification of a valid consent is weakened in
these ways, we might find that consent, far from protecting the interests of the intended party,
becomes a convenient way for medical professionals or healthcare researchers to “legitimate” their
actions. Ultimately, advocates of a proxy consent framework need to be alert to the full spectrum of
challenges, both to the underlying rights paradigm and to the particulars of consent.?

3. In Ordinary Times: Proxy Consent and Newborn Genetic Screening

In this part of the article we discuss ordinary time debates about the extension of NBS programmes
(in order to capture more genetic data). Our particular interest is both in mapping where regimes
stand relative to our model of consent and understanding how regimes that are publicly committed
to consent can be put under pressure to defect from those commitments.

Our discussion proceeds in four stages as follows: (i) we sketch the typical pattern of debates and
disputes in modern biolaw and bioethics, where rights-based approaches are confronted by a
plurality of rival approaches each of which, in its own way, challenges the importance and
significance attached to consent; (ii) we distinguish between three models of NBS programmes —
mandatory, opt-out, and opt-in, the latter two of which purport to rest, to a greater or lesser degree,
on the sovereignty of consent; (iii) we consider the range and potential complexity of decisions to be
made by the parents where NBS extends the genetic data collected; and (iv) we consider the
legitimate scope of the rights of parents in making decisions as proxies for their children.

3.1. The pattern of debates in biolaw and bioethics

It was more than 50 years ago that Wilson and Jungner identified ten core principles for screening
programmes.'® Three aspects of their seminal statement are striking. First, the principles set a high
bar for investment in screening — not only should the conditions screened for be important and
treatable, screening for those conditions needs to be effective and acceptable. Secondly, and not
surprisingly, the principles do not speak to genetic screening. Thirdly, perhaps a little more
surprisingly, the principles do not say that screening programmes should be based on informed
consent, let alone the proxy consent of parents where children are screened*. While these principles

12 Compare, ID., Consent in Data Protection Law: Privacy, Fair Processing, and Confidentiality, in S. GUTWIRTH, Y.
POULLET, P. DE HERT, C. DE TERWANGNE, S. NOUWT (eds), Reinventing Data Protection?, Dordrecht, 2009, 83.

13 J.M.G. WILSON, G. JUNGNER, Principles and practice of screening for disease, Geneva, 1968.

14 That said, it might be argued that (i) because we are discussing population-wide screening programmes
rather than individual testing, we are already in the realm of public health, from which it follows (ii) that this is
a matter for judgments about the public good rather than private right (and consent). However, quite apart
from any difficulty in differentiating between screening and testing, the second part of the argument clearly
begs the question. The fact that decisions are being made for the public good or in the public interest does not
mean that individual rights are no longer relevant. See further 3.4.2.
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have been refined and added to,* the culture of screening is still relatively cautious which suggests
that advocates of expanded NBS, before engaging with the larger community, would first have to
persuade the screening community that the proposal makes sense. How might the arguments go?
The pattern of debates in ordinary time biolaw and bioethics often has the following shape. The
general direction of travel is towards recognising the centrality of individual rights (rights of patients
and research participants) and the importance of informed consent. However, a rights-based ethic
(with our ideal-typical model of consent) finds itself challenged by utilitarians (who regard consent as
a transaction cost to be minimised in the pursuit of general benefit), paternalists (who believe that
they should be the judges of the best interests of others) and conservative dignitarians (who deny
the relevance of both rights and consent). While there might be some convergence between these
approaches, there is a standing tension between them.!® It also should be said that, within each
ethical “camp”, there will often be significant differences (both as to the relevant principles and as to
their application to particular cases). For example, amongst utilitarians there might be different
assessments of the likely benefits and harms resulting from an extension of NBS; and, while some
dignitarians will be communitarians, others will be Kantians, and yet others will be relying on the
doctrinal teaching of the Catholic Church.

This thumbnail sketch does not suffice to predict exactly how debates about the extension of NBS
will go in any particular community. However, we might expect a degree of convergence between
the positions taken by utilitarian and rights-based ethicists — at any rate, to the extent that there is a
shared interest in making more actionable information available to parents. For utilitarians, this is a
net benefit; and, for rights-theorists, it is in line with recognising parental autonomy (possibly
articulated in terms of a right to know). Nevertheless, the convergence is far from complete. For
those who take consent seriously, the information must be at the option of the parents; it is their
choice whether or not to sign up for the extended NBS. So, when the extension of NBS is proposed,
rights-based ethicists might give it their qualified support, their emphatic caveat being that parents
should continue to be in a position to say yes or no on a free and informed basis.

By contrast, some paternalists might argue that it is not in the best interests of either parents or their
children to have this kind of information; and, while some dignitarians might support a mandatory
screening programme (as a matter of solidarity within the community), they might oppose the
further “geneticization” of society on the grounds that it compromises human dignity. Given this
pattern, it will be paternalists and dignitarians who seek to displace or downgrade parental rights
and it will be utilitarians who, to the extent that they are persuaded that an extension of NBS will be
beneficial, focus primarily on the displacement or dilution of parental consent.

15 A. ANDERMANN, |. BLANCQUAERT, S. BEAUCHAMP, V. DERY, Revisiting Wilson and Jungner in the genomic age: a
review of screening criteria over the past 40 years, available at:
https://www.who.int/bulletin/volumes/86/4/07-050112/en/ (last accessed April 29, 2020).

16 Compare R. BROWNSWORD, Bioethics Today, Bioethics Tomorrow: Stem Cell Research and the “Dignitarian
Alliance”, in University of Notre Dame Journal of Law, Ethics and Public Policy , 17, 2003, 15; and ID., Rights,
Regulation and the Technological Revolution, Oxford, 2008.
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3.2. Contemporary models

NBS programmes might be placed in one of three categories: (i) where screening is mandatory; (ii)
where screening is “normal” (or “advised”) but subject to opt-out; and (iii) where screening is by opt-
in.

In principle, the distinction between regimes that require consent and those that do not should be
clear, as should the distinction between consent-based regimes that require opt-in and those that
treat opt-out as sufficient. However, in practice, the lines between these different regimes can
become blurred. Not only does this make categorisation more difficult, it can obscure the significance
of the headline distinctions. Whereas, in principle, the distinction between mandatory regimes
(where neither rights nor consent are taken seriously) and non-mandatory regimes (where parental
refusal to NBS is determinative) is of capital importance, the difference between opt-in and opt-out
models might seem to be a matter of detail. However, opt-out, rather than opt-in, might already
reflect some dilution of the requirements for a valid consent and, indeed, the practical reality might
be that, de facto, NBS is as good as mandatory.

Bearing in mind these cautionary remarks, we can speak briefly to each of the three models before
conducting an initial stock-taking of how this bears on a proposed extension of NBS programmes.

3.2.1. Mandatory models

On the face of it, by requiring NBS, mandatory models displace parental rights and their proxy
consent.”” As FIGO (the International Federation of Gynecology and Obstetrics, and the self-
proclaimed global voice for women’s health) has put it: “in view of the fact that the overall
acceptability of NBS is beyond doubt, NBS should be mandatory and free of charge if early diagnosis
and treatment will benefit the newborn” .8

Precisely which ethic supports this position is open to interpretation: as stated, it is in line with
utilitarian thinking but it could be read as a paternalistic or even a communitarian stance that infers
that parents do not have a legitimate or sufficient priority interest in the screening process. In many
cases, though, this position is qualified by a State obligation to make relevant information available
to parents, and by the need for separate written consent for other uses (including retention for
research).’® Not only does this highlight a distinction between obtaining up front agreement to
testing/reporting, and agreement to the subsequent retention and use of samples/data, it
foreshadows the potential complexity of mapping NBS regimes by reference to the role of consent.

7 However, in some mandatory regimes (such as those operating in some US States) there will be a
“conscientious objection” clause that permits parents to opt-out. See, B.A. TARINI, A.J. GOLDENBERG, op.cit.; and,
J.R. BOTKIN, Ethical Issues in Newborn Screening, in L. FRANCIS (ed), The Oxford Handbook of Reproductive Ethics,
Oxford, 2017, 251.

18 Figo Committee Report, Ethical aspects concerning neonatal screening FIGO Committee for the Ethical
Aspects of Human Reproduction and Women’s Health, in International Journal of Gynecology and Obstetrics,
106, 2009, 273-274. However, while it might be “beyond doubt” that NBS is acceptable in the established
cases, it is surely an over-statement if whole genome or exome screening is to be added.

19 Ibid.
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3.2.2. Opt-out models

In opt-out models, parents are nudged towards NBS. State actors often endorse or promote NBS,
with parents retaining an option or choice not to test. Although there is implicit recognition that the
parents have a legitimate interest in the process, screening is the norm. Parents bear the primary
burden because they need to take active steps to exercise the option not to screen. The degree of
burden may vary and opt-outs may be especially demanding if complex bureaucratic and explanatory
mechanisms are put in place. Moreover, these already sticky nudges might be compounded by over-
enthusiastic promotion by health care professionals, “hectic” environments,?® tired parents,
variability in comprehension and discretionary action by healthcare professionals, all making these
models vulnerable to failure, especially in expanded frameworks with multiple conditions and
options. Accordingly, while an opt-out model might purport to take parental rights and proxy consent
seriously, in practice, it is all too easy to see how such a regime might both de-centre and dilute
consent.

3.2.3. Opt-in models

Where opt-in models are adopted, nothing short of explicit, clearly signalled, free and informed
proxy consent that covers all stages — including testing, the return of findings, subsequent use and
storage — should suffice. All conditions in our ideal-typical model need to be met if we are serious
about demonstrating that parents not only have a legitimate, but also an essential interest in
screening. That said, in cases of parental conflict or indecision, there might be some nice questions
about whether both parents must consent or agree to withhold consent. There may also be cases
where parental consent is not available or where the State judges that there are “good” (compelling
rights’) reasons to override the parental position.

England promotes an “opt-in” model for NBS using a verbal only and single parent proxy consent
process, supported by an informational leaflet and initial discussion in the third trimester of
pregnancy.?! Bloodspot screening is carried out for up to 9 conditions, with some parental choice
over the testing and report options.?? Parental proxy consent is formally recorded in the newborn
records, and additional written communication is required when parents decline testing (including
notification to the GP and Child Health Information Service). The Public Health England (PHE) letter
template — intended for parents declining blood spot testing — says that, while “screening is not
compulsory, [...] it is strongly recommended because it could save your baby’s life”.2 This is then re-
inforced by the warning that, unless parents change their minds about NBS, “there is a risk that your

20 R, BOTKIN, Ethical Issues in Newborn Screening, cit., 255.

21 public Health England (PHE) issues many publications about newborn screening, many of which are aimed at
healthcare professionals, and some of which are highly technical: see https://bit.ly/2HyWAnV (last accessed
August 14, 2020). Information specifically for parents can be found at https://bit.ly/3awILBo (last accessed
August 14, 2020).

22 F, ULPH, S. WRIGHT, N. DHARNI, et al., Provision of Information about newborn screening antenatally: a
sequential exploratory mixed-methods project, in Health Technol, 21, 55, 2017, Assess 1. Parents can only
choose to have screening for all 6 Inherited Metabolic Diseases or none at all (PHE n 21).

2 Available at, https://www.gov.uk/government/publications/declined-newborn-blood-spot-screening-
template-letters (last accessed August 14, 2020).
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child may become seriously ill and suffer irreversible harm”.?* The reasonable inference is that
responsible parents would and should consider testing. Evidence shows that fathers are not always
involved in the consent process®® and, as we have already remarked, we cannot rule out the
possibility of family discord.?® Some concern has been expressed about the routinisation of testing
and the inadequate provision of information to parents.?” This suggests that some dilution of consent
may be occurring in practice, either because the signalling is cursory or because the parents do not
have adequate information to make an informed choice. Some aspects of the process — for example,
whether to be involved in future research — appear to require a positive opt-out by the parent,
suggesting that differential standards and interests are in play.?

Given this background, we might wonder whether the English model is actually closer to the opt-out
variant. Two recent studies of the English NBS programme?® shed some light on the matter. In the
first of their studies, Ulph et al. note that the timing of information provision is critical to its
effectiveness — with informational exchange shortly after birth being generally ineffective and third
trimester exchange being a key time for informational assimilation. This study suggests that NBS
design should focus on the informational needs of parents rather than upon the process of obtaining
and formalising consent. In their second, qualitative, study Ulph et al. sought the views of healthcare
professionals and parents about NBS consent processes in England. There was common consensus
that dilution of consent was occurring in practice (this being expressed as doubts about the voluntary
and informed aspects of the process). There was also some evidence that parents valued disclosure
of information more than choice — with parents being happy to have any tests “for the health of their
baby” 3° However, future retention and research use generated specific concerns about trust and
differential views about consent,?! suggesting that unitary approaches to consent may not be what
parents want in practice.

3.2.4. Taking stock: extending NBS

How might a proposed extension of NBS (to collect genetic information) sit with the contemporary
models that we have identified? Three points seem to be noteworthy.

2 Ibid.

25 F. ULPH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for newborn screening: screening professionals’ and
parents’ views, in Public Health, 178, 2020, 151, 156.

26 C.A. GENETTI, T.S. SCHWARTZ, J.O. ROBINSON, Parental Interest in Genomic Sequencing of Newborns: Enrollment
Experience from the BabySeq Project, in Genetics in Medicine, 21, 3, 2019, 622—630, doi:10.1038/s41436-018-
0105-6, 6.

27 F. ULPH, S. WRIGHT, N. DHARNI, et al., Provision of Information about newborn screening antenatally: a
sequential exploratory mixed-methods project, cit.; F. ULPH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for
newborn screening: screening professionals’ and parents’ views, cit.

28 See https://bit.ly/2HyWANV.

2% F. ULPH, S. WRIGHT, N. DHARNI, et al., Provision of Information about newborn screening antenatally: a
sequential exploratory mixed-methods project, cit.; F. ULPH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for
newborn screening: screening professionals’ and parents’ views, cit.

30 F, ULpH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for newborn screening: screening professionals’ and
parents’ views, 154.

31 Ibid.
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First, it might be thought that where NBS is mandatory, there will be little resistance. However, the
proposed extension will need to be squared with whatever background justification for screening is
operative in the community. Even where the screening community is guided by whether there is a
net benefit, there might be reservations about extending NBS in the absence of clear benefit to the
child.

Secondly, if the benefits of an extension to NBS are uncertain, this has implications not only for
benefit-focused mandatory regimes but also for advocates of parental rights and consent.>? As the
benefits to the test subject dwindle and any correlative parental duty to screen is weakened, the
ability to deliver workable informed consent processes becomes more problematic. The expression
of gene variation is shaped by a range of internal/external factors that make whole exome or
genome results difficult to interpret or to counsel upon either in advance or once results are
available.3® Moreover, although parents might be given more screening options to which they can say
yes or no, the complexity of the choices presented may mean that, while parents are able to make
more decisions, the decisions that they make are less meaningful.3* In short, more choice coupled
with more information does not necessarily translate into better choices.

Thirdly, creating what are in effect genetic profiles for the newborn, raises familiar broader concerns
about the social impact of genetic information.®®> Whatever our ethics, these broader concerns apply.
Capturing these concerns, a Hastings Center Report says that “mapping and classifying people’s
genomes would undermine their privacy; lead to new forms of discrimination (by employers and
insurers, for example); foster the essentialist idea that people are their genes; bolster attempts to
interpret social identities in biological terms; and trigger depression, anxiety, suicidality, and worry in
individuals whose genetic risk for certain conditions was determined to be high. In addition, some
cautioned that a genetics focus would lead to lessened emphasis on the social determinants of
health and health disparities among underserved groups (such as racial or ethnic minorities)”.3¢

In sum, we should not assume either that those who advocate the extension of NBS will be pushing
at an open door in mandatory regimes, or that those who are trying to operationalise an opt-in
model (along the lines of the ideal-type) will find it easy to do so. Possibly, the most likely defection
from the ideal-typical model will be in those regimes that pay lip service to opt-in but which, in
practice, are actually closer to opt-out. In this context of parents being already nudged towards
consent, practice is likely to fall short of the aspirational relational process, and the information given
to parents is likely to be unsatisfactory.

32 See, e.g., .R. BOTKIN, Ethical Issues in Newborn Screening, cit., 260.

33 ). JOHNSTON et al., Sequencing Newborns: A Call for Nuanced Use of Genomic Technologies, The Ethics of
Sequencing Newborns: Recommendations and Reflections, special report, in Hastings Center Report, 48, S2,
2018, DOI: 10.1002/hast.874. See also K.H. ROTHENBERG, L.W. BUSH, The Drama of DNA: Narrative Genomics,
Oxford, 2014.

34 G. DWORKIN, The Theory and Practice of Autonomy, Cambridge, 1997; F. ULPH, S. WRIGHT, N. DHARNI, et al.,
Provision of Information about newborn screening antenatally: a sequential exploratory mixed-methods project,
cit.

35 See, e.g., Human Genetics Commission, Profiling the Newborn: a Prospective Gene Technology?, January
2005.

36 ), JOHNSTON et al., op.cit., S16.
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3.3. The range of decisions to be made around NBS

For the screening community and policymakers, it is not just a matter of deciding whether or not to
offer NBS; and, concomitantly, for parents it is not just a matter of saying yes or no to NBS. There are
decisions to be made about which particular diseases and conditions to screen for, about the return
of findings, and about the retention of data and samples.

First, a decision has to be made about whether to limit NBS to treatable/remediable conditions, or
extend it to a range of late onset conditions or carrier conditions. In part, this may be influenced by
the analytical validity,* clinical validity®® and the clinical utility®® of the screening test. The limitation
of many NBS programmes to treatable conditions provides an obvious fulcrum for activism,*® but
keeps the focus firmly on the direct interests of the test subject and makes the benefit/harm
assessment much easier.

Second, a decision has to be made about which findings are reported back by the laboratories and
retained in the data records. Laboratories may control the reporting/recording process, although this
will probably be determined or influenced by health policies or instructions from the healthcare
professionals and/or parents. Decisions have to be made about whether to report back incidental
findings — where information about a condition or risk is identified but was not the subject or original

t.41

purpose of the test.* This gives rise to a vexed discussion about the existence of a right to know and

t.*2 Decisions have to be made

right not to know, and to the respective rights’ holder in this contex
about what happens to the retained and unfiltered findings.** There might be concerns about having
any findings, uncertain or otherwise, permanently linked to a child’s medical or other data records
and what implications it might have for their future.** Further, there is a question about whose
interests should feature and be prioritised at this stage of the process. Even if newborn interests
have primacy at the “decision to test” stage, the interests of other family members might need to be
brought into account once there are incidental findings that concern and potentially benefit them.*

If reporting back to the family reduces the diagnostic odyssey, or enables parents to be forewarned

37 The ability to detect the trait/condition it seeks (sensitivity and specificity).

38 The predictive accuracy of the test.

39 The ability and usefulness of any test to improve the health/wellbeing of the person tested.

40 Compare, the Genetic Alliance UK, Fixing the present, building for the future: Newborn screening for rare
diseases, 2019, 16, where it is claimed that the UK screens for relatively few diseases compared to other high-
income countries.

41 Generally, see S. VAN DER BURG, A. OERLEMANS, Fostering caring relationships: Suggestions to rethink liberal
perspectives on the ethics of newborn screening, in Bioethics, 32, 2018, 171.

42 For discussion: J. WALE, Regulating disruptive technology and informational interests in the arena of
reproductive tests, in Journal of Information Rights, Policy and Practice, 3, 1, 2019, available at:
https://jirpp.winchesteruniversitypress.org/articles/abstract/24/; R. BROWNSWORD, J. Wale, The Right to Know
and the Right Not to Know Revisited, in Asian Bioethics Review, 2017, 1-16, doi:10.1007/s41649-017-0012-1; B
DAVIES, The right not to know and the obligation to know, Journal of Medical Ethics, 2020, 1-4,
doi:10.1136/medethics-2019-106009.

43 B.A. TARINI, A.J. GOLDENBERG, op.cit.; Genetic Alliance UK, Fixing the present, building for the future: Newborn
screening for rare diseases, cit., 18.

44 C.A. GENETTI, T.S. SCHWARTZ, J.O. ROBINSON, et al., op.cit.

45 ), JOHNSTON et al., op.cit.
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of possible risks in future pregnancies,*® those who espouse a utilitarian or communitarian ethic
might be attracted by a broad obligation to return incidental findings.*” However, for those who
aspire to keep faith with the ideal-typical model of consent, there is no easy option: whether the
parents are invited to make a blanket yes or no decision about the return of findings, or asked to
make a more nuanced choice, this looks like a major challenge for informed consent.

Third, there are decisions to be made about what data and samples are retained, for how long and
for what purposes. FIGO have suggested that later sample use — for retrospective testing or research
purposes — requires written permission. This is a more parent-centric position when compared to
their stance on testing,*® and is supported by empirical evidence showing that many parents prefer
to make informed choices in the context of blood spot storage and subsequent research use.*® In
terms of existing laboratory data — whether reported back or otherwise — there are issues of privacy,
trust, and possible future prejudice or discrimination.>® England uses a default blood spot retention
period of “at least 5 years”, with standard use covering quality improvement and “research to help
improve the health of babies and their families in the UK”.>! The screening results are also recorded
in various health information systems. Identity is supposed to be anonymised if the samples are used
for research purposes, and the parents have to formally opt out of research if they have agreed to
screening. This highlights some ambivalence in screening policy and practice: namely, is screening for
the benefit of the test subject, or is it to collect/retain samples for research purposes and for wider
societal benefit?>? Some might argue that if we can achieve both aims, there will be no wrong done
to the test subject. However, this win-win argument implies a utilitarian approach that either
displaces rights and consent or downgrades parental rights.

Pulling together the strands of this discussion, if NBS is extended in order to capture more genetic
information, the potential complexity of decision-making will challenge the commitment to both the
sovereignty and the validity of consent.>®> Where consent is formalised before testing in a single

46 R. BOTKIN, Ethical Issues in Newborn Screening, cit.

47 See for eg., M.S. GRosS, A.R. RUTH, S.A. RASMUSSEN, Respect women, promote health and reduce stigma: ethical
arguments for universal hepatitis C screening in pregnancy, Journal of Medical Ethics, 2020, 1-4
DOI:10.1136/medethics-2019-105692.

48 Figo Committee Report, Ethical aspects concerning neonatal screening FIGO Committee for the Ethical
Aspects of Human Reproduction and Women'’s Health, cit.

49 F. ULPH, S. WRIGHT, N. DHARNI, et al., Provision of Information about newborn screening antenatally: a
sequential exploratory mixed-methods project, cit.

50 See for e.g., C.A. GENETTI, T.S. SCHWARTZ, J.O. ROBINSON, et al., op.cit.

51 See https://bit.ly/2HYWANV. Interestingly, the destruction of residual blood spot cards is currently
embargoed while the associated Code of Practice is being reviewed (available at:
https://www.nhs.uk/conditions/pregnancy-and-baby/newborn-blood-spot-test/).

52 E.W. ROTHWELL, R.A. ANDERSON, M.J. BURBANK et al., Concerns of Newborn Blood Screening Advisory Committee
Members Regarding Storage and Use of Residual Newborn Screening Blood Spots, in American Public Health
Association, 2011, DOI 10.2105/AJPH.2010.200485.

53 For example, see WHO, Medical Genetic Services in Developing Countries: The Ethical, Legal and Social
Implications of Genetic Testing and Screening, 58, 2006, para 4.6.2, for the view that valid informed consent (in
the context of genetic testing) “requires a bilateral process involving a dialogue of questions and answers
between the individual considering testing and the person obtaining informed consent (often a health care
professional). This dialogue requires the person obtaining informed consent to gauge the appropriate level of
language and technical detail suitable for the individual’s understanding”.
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(agreement) transaction, with informational exchange occurring shortly before and after birth, there
are already concerns about informed consent; and so, we can have no confidence that these
processes will improve in the event of expansion. While those with a reformist agenda have
suggested that we may do better to focus on the informational needs of parents rather than the
moment of consent itself,>* others have mooted differential consent arrangements where the direct
benefit test cannot be met.> A further option might be to break down decision-making and consent
processes into more manageable elements. While there could be resource and uptake issues if
parents were approached about retention/research options at a later date, the advantage may be
that critical decision-making will be occurring in less hectic and more informed contexts.
Alternatively, stratified informed consent processes could be used where the informational exchange
is dependent on what parents want to know.>®

While there is much to be said about these ideas, which clearly merit further consideration, we
cannot explore them any further here. For present purposes, suffice it to say that the practical
challenge of keeping faith with parental rights and the sovereignty of consent should not be under-
estimated.

3.4. Legitimate interests and the scope of parental rights

It is one thing to argue that parents have a legitimate interest in making their own choices; but it
does not follow that parents should be able to choose just what they want.>” In a community that
takes rights and consent seriously, there will be decisions to be made about the limits to, and scope
of, parental rights and about the resolution of competing and conflicting rights.

3.4.1. Limiting parent autonomy

Most communities accept that parental autonomy is not absolute,*® that some limits have to be be
placed on parental freedom vis a vis their children.”® Criminal frameworks typically regulate both
positive conduct and omissions that harm or have the risk of seriously harming children. Regulation

54 F. ULPH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for newborn screening: screening professionals’ and
parents’ views , cit.; S. VAN DER BURG, A. OERLEMANS, Fostering caring relationships: Suggestions to rethink liberal
perspectives on the ethics of newborn screening, cit.

55 B.A. TARINI, A.J. GOLDENBERG, op.cit.; but, concern has been expressed about the practical implications of these
approaches, see J.R. BOTKIN, Waving Goodbye to Waivers of Consent, in The Hastings Center Report, 45, 6, 2015,
DOI: https://doi.org/10.1002/hast.520.

56 E.M. BUNNIK, A. DE JONG, N. NusiNgh, The new genetics and informed consent: Differentiating choice to preserve
autonomy, in Bioethics, 27, 2013, 348-355.

57 For discussion in the context of non-invasive pre-natal testing, see R. BROWNSWORD, J. WALE, Testing Times
Ahead: Non-Invasive Prenatal Testing and the Kind of Community that We Want to Be, in Modern Law Review,
81, 2018, 646.

58 A. NEWSON, Should Parental Refusals of Newborn Screening Be Respected?, in Cambridge Quarterly of
Healthcare Ethics, 15, 2, 2006, 135-146.

% In the UK, these limits may be influenced by the age, maturity, and capacity of the child (Gillick v West
Norfolk and Wisbech Area Health Authority [1986] AC 112; Re D (A Child) [2019] UKSC 42). At international
level, there is legal recognition that interventions against individuals without capacity to consent must
generally be undertaken for their direct benefit: Oviedo Convention on Human Rights and Biomedicine, Council
of Europe Treaty no 164, Art 6(1).
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and prohibition can be general, applying to all human persons,®® and addressing specific categories of
person (eg minors)®® or relationships.®? Commonly there will be legal frameworks regulating the
acquisition of legal responsibility and authority for a minor;®® and, wardship and care proceedings
can restrict or qualify the rights and responsibilities of natural parents over their children.

What is more controversial is the nature and extent of the obligations that parents owe to their
children in terms of general nurture, environment, and life choices. There has been much discussion
around whether children have a right to an open future,% and what, if any, correlative parental
obligations there might be: for example, are there parental duties to preserve or not close down
future options for children?® In the seminal case of Gillick, Lord Scarman claimed that the purpose of
parental power and control over the person and property of a child: “exists primarily to enable the
parent to discharge his duty of maintenance, protection, and education until he reaches such an age
as to be able to look after himself and make his own decisions” .

Thus envisaged, a parent can consent or withhold agreement to NBS in discharge of their duty to
maintain or protect, with moral limits or boundaries that are capable of extending beyond any legal
constraint or interference by the State. This is important because NBS is capable of yielding
information that could compromise or impede the future life options of the test subject — for
example, a genetic disorder that may never become symptomatic which is nonetheless a condition to
be disclosed for insurance or employment purposes later in life. Framing parental consent as
necessary to the extent that it serves the interests of the newborn, offers a platform to circumvent or
qualify the sovereignty of consent. However, if the question is about the interests of a baby, rather
than about proxy consent as such, a new point of dispute is introduced into the relationship between
parents and healthcare professionals.

3.4.2. Competing and conflicting interests

Where parental interests are set against societal interests, the issue is often framed in terms of
private against public interest, with the former operating as an “effective discussion stopper”®’
against those advancing wider societal claims. However, the relationship between the public and
private is unstable and there are overlaps between these domains that make this division potentially
problematic. The issue is therefore not simple recognition of the existence of a private or public
interest in screening newborns, rather it is determining which interests — particularly interests in
autonomy and in informed consent — are legitimate in the circumstances, and where the balance of

interests and resulting priorities rest.

80 For our purposes, born humans beings that qualify for legal protection. We accept that there might be
qualified protection for those beings in persistent vegetative/ brain dead states (Bland v Airedale NHS Trust
[1993] AC 789).

61 Sexual Offences Act 2003.

52 Ibid, S16.

83 Children Act 1989 (as amended).

64 J. FEINBERG, The Child’s Right to an Open Future, in Freedom and Fulfillment, Princeton, 1992.

85 ). WALE, Regulating disruptive technology and informational interests in the arena of reproductive tests, cit.

% Gillick v West Norfolk and Wisbech Area Health Authority, cit., para 185E.

67'S. VAN DER BURG, A. OERLEMANS, Fostering caring relationships: Suggestions to rethink liberal perspectives on
the ethics of newborn screening, cit., 181.
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To start with the interest in autonomy, even if it is agreed that parents have an interest in making
their own choices, or in a “sphere of decision privacy”,®® this leaves open to debate the range of
choices or decisions that should be available to parents. Moreover, because newborn infants do not
have the immediate capacity to make their own choices, this gives the State a potential foothold in
decision-making — for example, it might be argued that concerns about vaccination, education or
other significant health risks that might cause serious harm to a child, justify the use of the Parens
Patriae jurisdiction to override any parental refusal or action.®® That is not to say that the Courts will
necessarily discount parental views, but it does mean that it is far easier for State actors to claim a
legitimate interest in decisions that concern those without capacity to act and make choices
independently.

Nevertheless, is it legitimate for the State to compel acts that are designed to protect or prevent
possible serious harm to a child, even if that child is asymptomatic? A claim might be made that NBS
serves a moral imperative or moral responsibility to ensure the health of natural children” — but this
is surely doubtful when using whole exome or genome sequencing. Short of compulsion, the State
may influence practices by encouragement, nudges and incentives around NBS.”! That said, at all
levels, State actors need to be mindful that NBS programmes need parental support and
endorsement to be effective, and policymakers alienate parents at their risk. Accordingly, healthcare
professionals have to balance the need for parental trust, harm avoidance and the delivery of
beneficent outcomes for test subjects.”?

Against the idea of a parental right to autonomy, the emphasis is sometimes on “duty”. Indeed, in
the seminal case of Montgomery v Lanarkshire Health Board,”® the primary concern of the court in
the negligence action was whether the treating doctor had complied with the duty owed to the
pregnant patient in terms of informational exchange. These references to the duties of doctors could
be simply the other side of patients’ rights; but, they might also betray an adjustment to the scope or
weight of the interest and, in effect, a downgrading of the right.”

Turning to the parents’ interest in being informed, it was recognised in Montgomery that “the
doctor’s duty is not fulfilled by bombarding the patient with technical information which she cannot
reasonably be expected to grasp, let alone by routinely demanding her signature on a consent

58 Compare J. WILSON, Is respect for autonomy defensible?, in Journal of Medical Ethics, 33, 2007, 353.

89 See for example, Re C (A child) (HIV testing) [2000] 1 WLR 2. Parens Patriae is the authority of the State to
protect those that are unable to protect themselves. International legal instruments (eg. the Oviedo
Convention, Art 6(1)) might prefer to frame the intervention in terms of potential benefit rather than harm.

70 See for eg., F. ULPH, N. DHARNI, R. BENNETT, T. LAVENDER, Consent for newborn screening: screening
professionals’ and parents’ views, cit., 155.

7L A. NEWSON, Should Parental Refusals of Newborn Screening Be Respected?, cit.

72'S. VAN DER BURG, A. OERLEMANS, Fostering caring relationships: Suggestions to rethink liberal perspectives on
the ethics of newborn screening, cit., 180.

73 Montgomery v Lanarkshire Health Board [2015] UKSC 11.

74 See, further, B.J. RICHARDS, Autonomy and the Law: Widely Used, Poorly Defined, in D.G. KIRCHHOFFER, B.J.
RICHARDS (eds), Beyond Autonomy: Limits and Alternatives to Informed Consent in Research Ethics and Law,
Cambridge, 2019; and, M. DUNN, K.W.M. FULFORD, J. HERRING et al., Between the Reasonable and the Particular:
Deflating Autonomy in the Legal Regulation of Informed Consent to Medical Treatment, in Health Care Analysis,
27,2018, 110.
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form”.”® Informational transfer on its own is insufficient and there needs to be some level of patient
understanding and knowledge about the available choices, risks etc.”® Whether viewed as a right or
as a duty, the challenges associated with securing participant understanding are amplified where
genomics are involved.”” Exactly how far healthcare professionals need to go to unearth
understanding and values before seeking consent and undertaking invasive investigation or
treatment remains unclear. What is reasonably clear is that informed consent processes may have a
value if they facilitate and evidence the knowledge and understanding of those who provide consent.
Mere written agreement or verbal affirmation to the investigation or interference is unlikely to meet
these objectives.

While some might jib at the sovereignty of consent, thinking that it overplays the legitimate interests
of parents, there is more likely to be assent to the sufficiency of consent and to there being at least a
prima facie case for parents playing a central role in NBS decision-making. There are also good and
independent reasons why many screeners, even if they are not dyed-in-the-wool rights theorists,
might want to insist on a demanding threshold for a valid consent — by seeking a free and informed
consent, healthcare professionals signal respect, maintain trust and help avoid legal disputes.’”®
Certainly, where a community takes rights seriously, the burden should be on those who want to
either de-centre or dilute consent to justify such modification or relaxation.

3.4.3. Taking stock

From the many particular points made in the course of our discussion, there are perhaps four key
points to highlight. First, even in ordinary times, biolegal and bioethical debates do not stand still. We
now live in an age of genomics (and other omics) all creating new opportunities but also challenges
for the governance of NBS. Screening today is not screening as Wilson and Jungner knew it. Secondly,
for at least two reasons, mapping and classifying NBS regimes relative to our ideal-typical model of
consent is not straightforward. One reason is that there can be some distance between the promise
of screening regimes and their actual practice. Another reason is that NBS programmes involve a
number of elements each of which, in principle, could be subject to parental consent. So, mandatory
regimes that do not require parental consent in relation to the basic elements of NBS and the storing
of blood might make consent a requirement in relation to other elements (such as the return of
findings). Thirdly, the complexity of genetic data means that, even if the sovereignty of consent is not
questioned, even if there is no resistance to parental rights — admittedly, an unlikely scenario in
biolaw and bioethics as we have come to know them in ordinary times — the implementation of the
ideal-typical model of consent will be a major challenge. Fourthly, while we can identify the four
critical points at which pressure might be applied to a rights-based regime and parental consent, we
cannot always anticipate from which ethical constituency pressure will be applied any more than we

7> Montgomery v Lanarkshire Health Board, at para 90 (Lords Kerr and Reed).

76 B.J. RICHARDS, Autonomy and the Law: Widely Used, Poorly Defined, cit., 30.

77 N. ASHLEY, M.A. TOMLINSON, D. SKINNER et al., “Not tied up neatly with a bow”: Professionals’ Challenging Cases
in Informed Consent for Genomic Sequencing, in Journal of Genetic Counseling, 25, 1, 2016, 62-72,
doi:10.1007/s10897-015-9842-8.

78 F. ULPH, S. WRIGHT, N. DHARNI, et al., Provision of Information about newborn screening antenatally: a
sequential exploratory mixed-methods project, cit.
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can anticipate where pressure will be applied or the form that it will take — whether it is to displace
or downgrade rights or to de-centre or dilute consent. Furthermore, predicting the outcomes of
debates and disputes around the proposed expansion of NBS is not easy. In the cut and thrust of
these debates, our ideal-typical model of consent and the rights on which it is based might or might
not hold their ground.

4. In Extraordinary Times: Proxy Consent and Pandemics

From ordinary times, we turn to extraordinary times. In ordinary times, the pattern of debate in
biolaw and bioethics, although pluralistic and contested, is reasonably familiar; the conversation is
one we know. In extraordinary times, there is a different conversation, one that might employ
familiar ideas but one that appeals to justifications that are far from ordinary.

If recent experience with CoViD-19 is representative of the way in which communities (local,
regional, and international) reason during the time of a pandemic, then it is pretty clear that the case
for public health measures does not rest on the consent of individuals. It is pretty clear, in other
words, that if parents were to try to stand on their rights and resist, say, the vaccination of their
children or some other harm-reducing measure advised by public health professionals, there would
be a major push-back”. Similarly, we would expect there to be a push-back if parents were to resist
or refuse to consent to the participation of their babies or children in non-invasive studies that
epidemiologists believe would illuminate our understanding of the nature of the pandemic-causing
virus. In this part of the article we sketch the changing rhetoric; we relate this to three possible
accounts that purport to explain and to justify the displacement of rights and consent; and then we
suggest that one of these accounts, engaging the idea of a stewardship responsibility for the global
commons,® offers the best account of what makes any particular time or issue “extraordinary” and,
with that, offers the best understanding of the extent to which rights and consent are justifiably
displaced.

4.1. Rights and Consent Superseded

In extraordinary times, even in a community of rights, consent is not everything. Alongside ordinary
times conversations and contestation, there are new priorities and a sense that we are now
operating beyond both biolaw and bioethics as we ordinarily know them.

7% That said, to a certain extent, this is context-sensitive. For example, a recent poll in the USA, suggests that
about a third of US adults would decline a vaccine for CoViD-19 and, presumably, these adults would also push-
back against mandatory vaccination of their children: see S.M. O’KEerg, One in Three Americans Would Not Get
COVID-19 Vaccine, August 7, 2020, available at https://news.gallup.com/poll/317018/one-three-americans-
not-covid-vaccine.aspx (last accessed August 28, 2020).

80 Compare, Nuffield Council on Bioethics, Public health: ethical issues, November 2007. The Council’s reliance
on the concept of stewardship attracted some criticism as being (from a utilitarian perspective) unnecessary.
However, provided that stewardship is understood as operating in a different (extraordinary times) domain
from ordinary time utilitarian reasoning, it is an evocative and defensible idea. For defence, see T. BALDWIN, R.
BROWNSWORD, H. SCHMIDT, Stewardship, Paternalism and Public Health: Further Thoughts, in Public Health Ethics,
1, 2009, and R. BROWNSWORD, Regulation: Prudence, Precaution and Stewardship, in Northern Ireland Legal
Quarterly, 62, 2011, 573.
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If this meant that, in extraordinary times, there are no longer legal or ethical constraints or that we
should submit to a Leviathan, this would be deeply worrying. However, this is not the case: there
remains a conspicuous concern to do the right thing. For example, the European Group on Ethics in
Science and New Technologies (EGE) concludes its Statement on European Solidarity and the
Protection of Fundamental Rights in the COVID-19 Pandemic with the following ringing declaration:
“Iw]e must live through this pandemic, and after it. We must face this situation with strength, care
and solidarity — a social vaccine that accompanies our search for a CoViD-19 vaccine, which has an
enduring character. One that provides resilience, lasting social and economic solidarity and lasting
immunity against indifference” 8

Nor is it the case that rights-based thinking is displaced from conversations that bring ordinary times
values to bear on governance in extraordinary times. Indeed, the EGE, echoing the concerns of civil
libertarians, insists that the unprecedented quarantine measures that were adopted to confine the
spread of the virus, the extended use of surveillance technologies, and the like, should respect
human rights by being no more than necessary and proportionate. As the EGE says, “[t]he public
health emergency must not be abused to usurp power, or to permanently suspend the protection of
rights and liberties” .2 This is also not to say that concerns about consent are altogether set aside —
for example, if children or their parents were to be conscripted into research trials, or if post-mortem
samples were to be taken by researchers without consultation with families, it would be no surprise
at all if consent were to re-surface as a basic requirement.®® Nevertheless, the dominant thoughts
provoked by a pandemic are about taking measures that, all things considered, will be for the benefit
of human health and well-being, about keeping people safe, about reducing avoidable pressure on
the healthcare infrastructure, and about maintaining social solidarity.

This shift in thinking prompted by pandemics implies that, in some circumstances, where
communities are faced by emergencies or catastrophes, neither the consent of individuals nor their
particular rights are central to our justificatory thinking.®* Instead, there is a renewed emphasis on
collective well-being and responsibility. Reflecting this shift, in its Statement on COVID-19: Ethical
Considerations from a Global Perspective, the UNESCO International Bioethics Committee says that
the responsibilities include those of “governments to ensure public safety and protect health, and
raise awareness of the public and other actors on the methods required for this purpose;
responsibilities of the public to abide by the rules that protect everyone not only as individuals but
also, and above all, as a community; [and] responsibilities of healthcare workers to treat and care for

patients”

81 Statement issued April 2, 2020, p 4, emphasis supplied. Available at https://bit.ly/3apLyMM (last accessed
July 7, 2020).

82 Recommendation 4. Compare M.M. MELLO, C.J. WANG, Ethics and governance for digital disease surveillance,
in Science, 368, 6494, 2020, 951.

83 Compare K. MoODLEY, B.W. ALLwoob, T.M. Rossouw, Consent for critical care research after death from COVID-
19: Arguments for a waiver, South African Medical Journal, 2020, 629-634.

84 That said, the idea of collective consent (which, of course, departs from our ideal-type) might play a role in
weakening the significance of individual rights and personal consent.

85 SHS/IBC-COMEST/COVID-19, Paris, 26 March 2020.
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The question then is this: in which circumstances are there compelling reasons for refocusing our
justificatory reason in this way? How should we account for the displacement of rights and consent?

4.2. Three Accounts of the Displacement of Rights and Consent

We suggest that there are three principal narratives that might both explain and defend the
displacement, in exceptional times, of rights and consent. Here, we will simply sketch the three
accounts and then we will elaborate on the third narrative in the next sub-section of the article.

The first narrative is along the lines that the scale and immediacy of the threat represented by a
pandemic takes us into a “state of exception”. In these exceptional circumstances, ordinary bioethics
is suspended. The imperative is to respond to the threat in a way that will prevent the spread of the
infection and mitigate its harmful effects. Basically, governments and public health agencies must do
whatever it takes. As we have already said, the rhetoric around CoViD-19 does not entirely fit with
this narrative and, more importantly, to give “the authorities” a licence of this kind is a hostage to
fortune — if “states of exception” are to be recognised, they need to be for no longer than absolutely
necessary.

The second narrative treats a pandemic as a radical change to the context in which bioethics is
ordinarily conducted but it resists the idea that bioethics is now suspended and superseded by a
state of exception. To the contrary, bioethics as practised in ordinary times now extends into
extraordinary times, but the pattern of advantage and disadvantage alters because of the radical
change in context. Whereas, in ordinary times and ordinary contexts, the ethic of rights and consent
is an important voice in bioethical debate, in extraordinary times and extraordinary contexts, this
voice loses its power and influence. In other words, our attraction and commitment to an ethic of
rights and consent is context-dependent; and, in some exceptional circumstances, that attraction and
commitment weakens.

The third narrative rejects the idea that a pandemic introduces a state of exception in the sense of a
licence for governments to do whatever it takes; and it also rejects the idea that the pandemic simply
changes the context in which ordinary times bioethical contestation takes place. Rather, the third
narrative identifies the pandemic as a particular threat to the conditions which make it possible to
adopt bioethical positions and to engage in bioethical arguments in the first place. In the third
account, we are reminded not only of the vulnerability of humans and the fragility of the global
commons on which all forms of human social existence depend, but also that, while some threats to
the commons are acute (as is the case with a pandemic), others are chronic and incremental (as is the
case, for example, with climate change and with big data and surveillance). By contrast with the first
two accounts, in which there is a period of ordinary times, then a period of extraordinary times
before a return to ordinary times, the third account holds that, even in what are ostensibly ordinary
times with their standard debates, there needs to be the kind of monitoring, vigilance, and
precautionary preparedness that is appropriate in extraordinary times.

Following this third account, ordinary time conversations and ordinary case justifications co-exist
with what we are calling extraordinary time conversations and stewardship justifications. In this
bigger picture, where stewardship justifications are brought into play (whether by acute or by
chronic threats) it is not a case of the triumph of one kind of ordinary case justification, it is not the

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

149

e
.

D007




Roger Brownsword, Jeffrey Wale

values of one community (where neither rights nor consent are taken seriously) displacing the values
of another community (where rights and consent are taken seriously), but a case of stewardship
responsibilities for the global commons supervening on the values of all communities.

4.3. Stewardship and the Global Commons

The global commons has two dimensions: one relates to human existence; and the other relates to
the human capacity for agency. In the case of a pandemic such as CoViD-19, there is an urgent need
not only to protect the conditions for human life but also to minimise the compromising of the
context for agency.

First, the human species is defined by its biology; and the prospects for human life depend on
whether the conditions are compatible with the biological characteristics and needs of the human
species. Most planets will not support human life. The conditions on planet Earth, neither too hot nor
too cold, are special for humans. However, the conditions are not specially tailored to the needs of
any particular human; these are the generic conditions for the existence of any member of the
human species.

Secondly, it is characteristic of human agents that they have the capacity to choose and to pursue
various projects and plans whether as individuals, in partnerships, in groups, or in whole
communities. Sometimes, the various projects and plans that they pursue will be harmonious; but,
often, human agents will find themselves in conflict or competition with one another. However,
before we get to conflict or competition, there needs to be a context in which the exercise of agency
is possible. This context is not one that privileges a particular articulation of agencyj; it is prior to, and
entirely neutral between, the particular plans and projects that agents individually favour; the
conditions that make up this context are generic to agency itself.

Any human agent, reflecting on the antecedent and essential nature of the commons must regard
the critical infrastructural conditions as special. From any practical viewpoint, prudential or moral,
that of regulator or regulatee, the protection of the commons must be the highest priority.®
Protective stewardship will be guided by three imperatives.

In the first instance, it is imperative that steps are taken to protect, preserve and promote the
natural ecosystem for human life.#” At minimum, this entails that the physical well-being of humans
must be secured; humans need oxygen, they need food and water, they need shelter, they need
protection against contagious diseases, if they are sick they need whatever medical treatment is
available, and they need to be protected against assaults by other humans or non-human beings.

The second imperative is to construct and maintain the conditions for meaningful self-development
and agency: there needs to be a sufficient sense of self and of self-esteem, as well as sufficient trust

8 An understanding of what it is to have the capacity for agency presupposes respect for the conditions for
both self-interested agency and other-regarding agency. To cash out this argument, see A. GEWIRTH, Reason and
Morality, Chicago, 1978; D. BEYLEVELD, The Dialectical Necessity of Morality, Chicago, 1991; and Ip., What Is
Gewirth and What Is Beyleveld: A Retrospect with Comments on the Contributions, in P. CAPPS, S.D. PATTINSON
(eds), Ethical Rationalism and the Law, Oxford, 2017, 233.

87 Compare, J. ROCKSTROM et al., Planetary Boundaries: Exploring the Safe Operating Space for Humanity, in
Ecology and Society, 14, 2009, 32, available at: http://www.ecologyandsociety.org/voll14/iss2/art32/ (last
accessed November 14, 2016); and, K. RAWORTH, Doughnut Economics, London, 2017, 43-53.
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and confidence in one’s fellow agents, together with sufficient predictability to plan, so as to operate
in a way that is interactive and purposeful rather than merely defensive. The context should support
agents in being able to freely choose their own ends, goals, purposes and so on (“to do their own
thing”) as well as to form a sense of their own interests and identity (“being their own person”).8®
With existence secured, and under the right conditions, human life becomes an opportunity for
agents to be who they want to be, to have the projects that they want to have, to form the
relationships that they want, to pursue the interests that they choose to have and so on.

Thirdly, the commons must secure the conditions for an aspirant moral community, whether the
particular community is guided by teleological or deontological standards, by rights or by duties, by
communitarian or liberal or libertarian values, by virtue ethics, and so on. The generic context for
moral community is impartial between competing moral visions, values, and ideals; but it must be
conducive to “moral” development and “moral” agency in a formal sense. In particular, moral
community of any kind presupposes a context in which agents are free to form and then to act on
their own judgments of what it is to do the right thing.°

While respect for the commons’ conditions is binding on all human agents, it should be emphasised
that this does not rule out the possibility of prudential or moral pluralism. Rather, the commons
represents the pre-conditions for both individual self-development and community debate, giving
agents and communities the opportunity to develop their own view of what is prudent as well as
what should be morally prohibited, permitted, or required. Whether the issue is the extension of
NBS, or responding to a pandemic, or any other matter, it is the commons that provides the platform
for such reflection, development, and debate.

5. Conclusion

This article has highlighted the challenges facing parents who, acting as proxies for their children,
seek to stand on their rights and the need for their consent. Disputes around NBS are a case in point.
Even in what we are calling ordinary times, the rights of parents and their giving or withholding of
consent can come under increased pressure as developments in genetics offer reasons for
undertaking more extensive screening. While such pressure might not displace rights, the conditions
for a valid consent might be diluted. In what we are calling extraordinary times, the arguments
against proxy consent become overwhelming: neither individual rights nor informed consent are now
focal. Rather, it is our responsibilities as stewards of the commons that becomes the key justificatory
consideration.

88 Compare the insightful analysis of the importance of such conditions in M. BRINCKER, Privacy in Public and the
Contextual Conditions of Agency, in T. TIMAN, B.C. NEWELL, B.-J. Koops (eds), Privacy in Public Space, Cheltenham,
2017, 64; and, similarly, see M. Hu, Orwell’s 1984 and a Fourth Amendment Cybersurveillance Nonintrusion
Test, Washington Law Review, 92, 2017, 1819, at 1903-1904.

8 See, e.g., R. BROWNSWORD, Code, Control, and Choice: Why East is East and West is West, in Legal Studies, 25,
2005, 1; Ip., So What Does the World Need Now? Reflections on Regulating Technologies, in R. BROWNSWORD, K.
YEUNG (eds), Regulating Technologies, Oxford, 2008, 23; ID., Lost in Translation: Legality, Regulatory Margins,
and Technological Management, in Berkeley Technology Law Journal, 26, 2011, 1321.
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The juxtaposition of ordinary time justifications with extraordinary time justifications opens an
agenda for further inquiry. In particular, further reflection is invited on when the extraordinary is
engaged and when it is not; on the character of extraordinary time reason, and any “reach-through”
from one class of justifications to the other; and, on how to operationalise stewardship in
extraordinary times.

With regard to the first question, we want to have the right justificatory conversation at the right
time. To do this, we need to be clear about whether a particular question is appropriately treated as
an ordinary times matter or whether it engages extraordinary considerations. For example, we have
treated debates about the extension of NBS as an ordinary time matter — and we have no reason to
think otherwise. However, in the context of a pandemic, some aspects of NBS might assume
significance relative to mitigating the risks presented by the virus in which case this becomes a
matter for extraordinary time justifications. Without such clarity, we might continue to rely on
ordinary time justifications when the commons is already being compromised (as, for example, some
might argue is the case with climate change); and, conversely, we might continue to rely on
extraordinary time justifications when ordinary time considerations should be applied (as is the fear
of civil libertarians about the persistence of restrictions imposed at the height of, and in the wake of,
CoViD-19). In this light, we should be careful with narratives that imply that we live through a linear
sequence of periods (ordinary, then extraordinary, then back to ordinary); rather, as the third
narrative implies, we now live through a period in which the questions that we debate and the
challenges that we face sometimes engage, as it were, ordinary time considerations but sometimes
(as with climate change and pandemics) extraordinary time considerations.

Secondly, there are questions about the character of supervening reason and whether there is any
reach-through of ordinary time values and justifications to extraordinary times. In ordinary times, we
differentiate between prudential reason and moral reason. However, commons’ protecting reason
seems to be both prudential and moral; it is in the interest of everyone and it is categorical,
exclusionary, and overriding. Beyond this particular question of character, as we have said, even in
extraordinary times, some familiar ordinary times values will resurface in some debates (debates that
actually belong to ordinary times). However, the question is whether values of this kind reach
through to the stewardship of the commons. For example, some might argue that values such as
autonomy, privacy, and human dignity are fundamental not only to the constitution of a community
of rights but also to the context for agency that is one of the dimensions of the commons’ conditions.
A third question, vividly highlighted by the recent experience with CoViD-19, is about the
coordination of our stewardship responsibilities. In principle, we are all stewards for the global
commons and, as such, we can “do our bit” — for example, we can comply with the necessary
restrictions on our movement or association that are put in place to prevent the spread of the virus.
However, in practice, the restoration and maintenance of the global commons needs international
leadership.? In the case of a pandemic, it is the WHO that is the obvious candidate. However, if the

% See R. BROWNSWORD, Redesigning the Institutional Framework lI: International Institutions, in ID., Law 3.0:
Rules, Regulation and Technology, Abingdon, 2020.
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WHO is to be hobbled and undermined by great powers that conduct international relations in an
entirely self-serving nationalistic way, there has to be some other approach.®*

Finally, we might also reflect on the more general jurisprudential implications of the co-existence of
ordinary time and extraordinary time justifications. While we might be more familiar with the
former, it is in the latter that we have real terra firma for our justificatory arguments in biolaw and
bioethics. If, as Sarah Franklin has argued, biolaw and bioethics have lost their bearings, then it is
with our responsibilities in relation to the global commons that we should begin the work of
restoration.’? After all, unlike ordinary time debates where people find it hard to agree, no one
should find it hard to agree that we should take special care of conditions that are neutral between
humans, neutral between articulations of self-interest, and neutral between articulations of a moral
viewpoint but without which humans cannot exist, cannot form a sense of their self-interest, and
cannot exercise moral agency.

91 See A. JOSEPH, H. BRANSWELL, Trump: US will terminate relationship with the World Health Organization in
wake of Covid-19 pandemic, in STAT, May 29, 2020, available at https://bit.ly/3tGkW1B (last accessed, July 5,
2020).

92'S, FRANKLIN, Ethical research — the long and bumpy road from shirked to shared. in Nature, 574, 2019, 627-
630, doi: 10.1038/d41586-019-03270-4.
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Venire senza provenire: il diritto di accesso dell’adottato
alle proprie origini nelle strettoie dell’anonimato materno

Stefano Agosta*

COMING WITHOUT COMING FROM: THE ADOPTEE’S RIGHT OF ACCESS TO ORIGINS WITHIN THE CON-
STRAINTS OF MATERNAL ANONYMITY

ABSTRACT: This article analyses the judicial path, crossed by lights and shadows, and
its ability to make it feasible to more easily learn information about one’s own paren-
tal history in anonymous birth. A comparison is made between the European Court of
Human Rights (ECtHR) case law and the Italian Constitutional Court case law, showing
differences in the methods but strong similarities in the substantive solutions. Con-
clusively, in the Italian legal system, the mother’s decision to confirm her original
choice for anonymity has an undisputed prevalence when it tries to balance with the
child’s constitutional right to have his or her own personal experience recognised.

KEYWORDS: Anonymous birth; right to know one’s origins; right to respect for private
life

SOMMARIO: 1. Identita personale e conoscenza delle origini: premessa — 2. Diritto di non farsi trovare (della ma-
dre) e diritto di ricercare (dell’adottato) a confronto: nella prospettiva statica — 3. (Segue): nel mosaico costitu-
zionale (tra salute, vita privata e identita individuale) — 4. (Segue): nella dimensione dinamica — 5. Centralita del
veto materno e residue ambiguita di un bilanciamento (mascherato).

1. Identita personale e conoscenza delle origini: premessa

ra le non poche intersezioni al presente inevitabilmente esistenti — per facilmente intuibili

ragioni legate anche al progressivo avanzamento del progresso medico-scientifico — tra di-

ritto e genetica, un cospicuo posto in giurisprudenza e nella dottrina se I'é senz’altro rita-
gliato nel corso degli ultimi anni (e continua con forza a detenerlo) il diritto della persona alla ricerca
delle proprie origini genetiche e biologiche.
Se perlomeno due sono gli angoli visuali da cui la delicata questione della conoscenza della propria
storia personale nel nostro ordinamento puo essere complessivamente riguardata — e ciog, rispetti-
vamente, dalla prospettiva, per cosi dire, dei poteri ovvero da quella dei diritti — in questa sede
un’attenzione particolare sara riservata solo al secondo dei due richiamati profilil, con specifico rife-
rimento al diritto all’identita personale ex all’art. 2 Cost. di cui I'esigenza di accedere al proprio pre-

* Professore ordinario di Diritto Costituzionale, Dipartimento di Giurisprudenza dell’Universita degli Studi di
Messina. Mail: stefano.agosta@unime.it. Il contributo é stato sottoposto alla valutazione del comitato editoria-
le.

1 ... con la riserva naturalmente di approfondire in un’altra occasione il primo dei due aspetti considerati.
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gresso vissuto non pud che rappresentare uno dei pil salienti aspetti?. Non rappresenta, d’altro can-
to, un mistero che «lo sviluppo equilibrato della personalita individuale e relazionale» di ciascuno,
per un verso, passa dalla «costruzione della propria identita esteriore, di cui il nome e la discendenza
giuridicamente rilevante e riconoscibile costituiscono elementi essenziali» ma, per un altro, non puod
parimenti prescindere dalla edificazione di una speculare identita «interiore» appunto richiedente
«la conoscenza e I'accettazione della discendenza biologica e della rete parentale pili prossima»®.

Da questo punto di vista, € percio ovvio che la medesima vita relazionale dell’individuo non possa che
profondamente risentire del corretto appagamento o meno dell’innata esigenza di ciascuno di ap-
prendere le informazioni relative alla propria precedente storia parentale®. Certamente valevole per
la condizione dell’adottato (cui il presente contributo & espressamente dedicato), tale affermazione
pare tanto piu vera per altre situazioni alla prima in qualche misura assimilabili come, ad esempio,
quella del nato da inseminazione eterologa® o a ritroso (ed in limine) degli embrioni soprannumerari
e potenzialmente destinabili alla c.d. adozione per nascita®.

2 |n tal senso, Corte cost. sent. n. 286/2016 (punto 3.4.1. cons. dir., primo cpv) su cui, ex multis, E. MALFATTI, /lle-
gittimita dell’automatismo, nell’attribuzione del cognome paterno: la “cornice” (giurisprudenziale europea) non
fa il quadro, in forum costituzionale, 5 gennaio 2017; S. SCAGLIARINI, Dubbie certezze e sicure incertezze in tema
di cognome dei figli, in rivista AIC, 19 maggio 2017, disponibile in https://bit.ly/2ReyFyF; C. INGENITO, L’epilogo
dell’automatica attribuzione del cognome paterno al figlio (Nota a Corte costituzionale n. 286/2016 ed A. Fusco,
«Chi fuor li maggior tui?»: la nuova risposta del Giudice delle leggi alla questione sull’attribuzione automatica
del cognome paterno. Riflessioni a margine di C. cost. sent. n. 286 del 2016, entrambe in osservatorio AlC, ri-
spettivamente, 31 maggio e 5 settembre 2017, disponibili ai seguenti link: https://bit.ly/307hs6o e
https://bit.ly/3hmtg3g.

3 In questa direzione, Corte cassaz., sez. | civ., sent. 29 maggio 2017-20 marzo 2018, n. 6963 (rispettivamente,
punto 8 e 8.1, primo cpv, cons. dir.) su cui, tra i tanti, G. VASSALLO, Parto anonimo: diritto di conoscere le proprie
origini va esteso alle sorelle, in altalex, 12 aprile 2018; E. CATALANO, /I diritto alla conoscenza delle proprie origi-
ni, in salvisjuribus, 4 luglio 2018; A. GIURLANDA, Il diritto a conoscere le proprie origini puo essere esercitato an-
che nei confronti delle sorelle e dei fratelli biologici dell’adottato?, in questione giustizia, 26 settembre 2018; G.
CASABURI, Riflessioni estemporanee su azioni di stato, nuova genitorialita, tutela del minore, en attendant /e
SS.UU. del 6 novembre 2018, in articolo29, 8 novembre 2018; C. GRANATA, // diritto alla ricerca delle proprie ori-
gini: i punti rimasti irrisolti dopo la sentenza n. 6963 della Corte di Cassazione, Sez. |, del 20.03.2018, in rivista
camminodiritto, 16 dicembre 2019; I. LOMBARDINI, I/ procedimento di “interpello” della madre biologica, che ab-
bia dichiarato di non voler essere nominata al momento del parto, ai fini dell’eventuale revoca dell’originaria
dichiarazione, e la progressiva espansione del diritto dell’adottato alla conoscenza delle proprie origini biologi-
che ad opera della recente giurisprudenza, in diritto, 5 giugno 2020.

4 Cosl, Corte cost. sent. n. 278/2013 (punto 4 cons. dir., ottavo cpv) su cui, ex plurimis, E. FRONTONI, I/ diritto del
figlio a conoscere le proprie origini tra Corte EDU e Corte costituzionale. Nota a prima lettura sul mancato ricor-
so all’art. 117, primo comma, Cost., nella sentenza della Corte costituzionale n. 278 del 2013 e A. RAPPOSELLI, /-
legittimita costituzionale dichiarata ma non rimossa: un “nuovo” tipo di sentenze additive?, entrambi in osser-
vatorio aic, rispettivamente, dicembre 2013 e gennaio 2015, disponibili ai seguenti link: https://bit.ly/2R2FaEX
e https://bit.ly/2Qajbvh.

5 «In questa dimensione personale», difatti, «le possibilita offerte dalle tecniche di PMA, detta ‘eterologa’, ri-
solvono problemi medici, ma modificano nel profondo la genitorialita e complicano le domande sulla ricerca
delle proprie origini»: in tal senso, ad esempio, V. DE SANTIS, Diritto a conoscere le proprie origini come aspetto
della relazione materna. Adozione, PMA eterologa e cognome materno, in nomos — le attualita nel diritto, mar-
z0 2018, spec. 1. D’altro canto, sarebbe proprio «lI’entrata in scena dei “donatori’”» a porre «la grave questione
del diritto umano alla conoscenza della proprie origini, questione che non puo essere trascurata, minimizzata o
schiacciata dal peso degli aspetti tecnici e sanitari»: cosi, M. CAsINI, C. CAsINI, /I dibattito sulla PMA eterologa
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Quale peculiare aspetto del piu ampio e sfaccettato diritto all’identita personale — per tornare alla
specifica situazione dell’adozione — e percio ovvio che quello alla ricerca delle proprie origini abbia
nel corso degli ultimi anni beneficiato di un piu 0 meno ampio riconoscimento sia a livello internazio-
nale che, per quanto pil da vicino ci riguarda, domestico. Sofferto e non poco travagliato frutto di
una serie di progressive aperture andate gradatamente (ma non sempre ordinatamente...) stratifi-
candosi nel tempo’, la disciplina italiana & nondimeno approdata, infine, all’oltremodo severo esito di
negare all’adottato qualsivoglia autorizzazione a conoscere la propria storia personale — e a chiunque
vi abbia interesse, se non siano prima trascorsi ben cento anni dalla formazione del certificato di assi-
stenza al parto ovvero della cartella clinica riportanti i dati identificativi della partoriente — senza
neppure contemplare una previa verifica della persistente volonta materna di rimanere
nell’anonimato.

In presenza di talmente stringenti condizioni peculiarmente dettate dal diritto vigente legislativo era
percio prevedibile (se non, persino, inevitabile) che sulle tracce di un piu ragionevole bilanciamento
tra gli interessi coinvolti — «quello della persona che vuole completare la costruzione della propria
identita attraverso la ricerca delle origini biologiche e quello della madre biologica che ha esercitato,
al momento del parto, il diritto di non essere nominata e che puo voler conservare questo segreto
proprio al fine di non alterare 'identita anche relazionale costruita nel tempo»® — si sarebbe ben pre-
sto messo pure, se non soprattutto, il diritto vivente giurisprudenziale: facendo logicamente-
cronologicamente precedere alla disamina in senso dinamico delle istanze costituzionali in campo in-

all'indomani della sentenza costituzionale n. 162 del 2014. In particolare: il diritto a conoscere le proprie origini
e I’"adozione per la nascita”, in BioLaw Journal, 2, 2014, 139.

6 Sulla gigantesca questione non &, com’é owvio, possibile adesso diffusamente soffermarsi se non appena per
rilevare come gia «nell’ambito della discussione sulla legge 40/2004, fu proposta I’’adozione per la nascita” o
“adozione prenatale” come rimedio transitorio, limitato e temporaneo, sul presupposto che con I’entrata in vi-
gore della nuova legge, sarebbe cessato I'accumulo di embrioni di scorta nei congelatori»: duramente bocciata,
infine, da quanti «vedevano nella “dichiarazione di adottabilita del concepito” la equiparazione dei non nati ai
gia nati» (cosi, nuovamente, M. CASINI-C. CASINI, op. cit., 151), nel corso degli anni successivi tale proposta & poi
tornata in auge grazie ad una serie di interventi del Comitato nazionale di bioetica che ne hanno, a piu riprese,
evidenziato la bonta degli argomenti (cfr. part. Adozione per la nascita degli embrioni crioconservati e residuali
derivanti da procreazione medicalmente assistita (P.M.A.) e Destino degli embrioni derivanti da procreazione
medicalmente assistita e non pil impiantabili, entrambi in http://bioetica.governo.it, rispettivamente 18 no-
vembre 2005 e 26 ottobre 2007). In oggetto, comunque, v. ad esempio A. PALAZzO, La filiazione, Milano, 2007,
part. 52 ss.; M. Picozzi, F. Nicoll, V. VIGANO, Il dono tra desiderio e ragione. Una riflessione sui principali nodi
bioetici connessi alla fecondazione eterologa, in L. GRION (a cura di), Cose o persone? Sull’esser figli al tempo
dell’eterologa, Trieste, 2016, spec. 58 ss.; D. CASTELLANO, Congelamento degli embrioni: un caso e molti proble-
mi, in filodiritto, 15 dicembre 2020.

7 In tal senso, cfr. 'originaria formulazione di cui all’art. 28, I. n. 184/1983, Diritto del minore ad una famiglia,
nonché le successive novelle introdotte, rispettivamente, dall’art. 30, comma 1 (Dichiarazione di nascita),
D.P.R. n. 396/2000, Regolamento per la revisione e la semplificazione dell’ordinamento dello stato civile, a nor-
ma dell’articolo 2, comma 12, della legge 15 maggio 1997, n. 127, dall’art. 24, . n. 149/2001, Modifiche alla
legge 4 maggio 1983, n. 184, recante «Disciplina dell’adozione e dell’affidamento dei minori», nonché al titolo
VIIl del libro primo del codice civile e dall’art. 93, comma 2 (Certificato di assistenza al parto), D.Lgs. n.
196/2003, Codice in materia di protezione dei dati personali.

8 Cosi, nuovamente, Corte cassaz., sez. | civ., sent. 29 maggio 2017-20 marzo 2018, n. 6963 (punto 8.1, cons.
dir., rispettivamente, secondo e primo cpv) cui si rinvia anche per il passaggio testuale immediatamente suc-
cessivo.
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tanto un’approfondita ricognizione in senso statico del «diritto a conoscere la verita sulla propria sto-
ria personale» cosi come, pure, di «quello a conservare la costruzione preesistente dell’identita pro-
pria e dei terzi eventualmente coinvolti».

Lasciando per il momento da parte il profilo meramente sincronico dei due diritti evocati in campo
(correlato, cioe, alla necessita di garantire a concepito e gestante le migliori condizioni di contesto
per la nascita e, per questa via, evitare I'assunzione da parte di quest’ultima di scelte irreversibili®)
per concentrarsi, adesso, solo su quello diacronico (di tutto il tempo successivo alla nascita) dei me-
desimi, e naturale che «l'impegno sul riconoscimento del diritto a conoscere le proprie origini e stato
stimolato, in tempi molto recenti, proprio dalla necessita di trovare una composizione equilibrata tra
diritti contrapposti»®°.

2. Diritto di non farsi trovare (della madre) e diritto di ricercare (dell’adottato) a confronto:
nella prospettiva statica

Gia dai pochi rilievi appena svolti non difficile & intuire come — lungi dall’essere artificiosamente se-
parati in astratto — un solido e reciproco condizionamento esista nella pratica tra le fondamentali
esigenze costituzionali retrostanti ai rispettivi diritti di madri e di figli nel caso in esame®.

Rispetto alla madre, in particolare, si € voluto normativamente evitare che pure a distanza di molti
anni costei fosse chiamata a ritornare sui propri passi — su iniziativa di un figlio sconosciuto e magari
gia grande — statuendo la natura irreversibile dell’originaria scelta per il parto anonimo®?: il legislato-
re dell’epoca aveva, insomma, puntato tutto su quell’inestricabile intreccio esistente tra la titolarita
del diritto materno all’anonimato ed il suo esercizio inevitabilmente involgente un’irretrattabile di-

% Cosi, Corte cost., sent. n. 278 cit. (punto 4 cons. dir., quarto cpv, primo per.) laddove, in particolare, richiama il
medesimo passaggio contenuto nel proprio precedente in materia di cui alla sent. n. 425/2005 (punto 4 cons.
dir., terzo cpv) a commento della quale, ex multis, S. MARzUCCHI, Dei rapporti tra I'identita dell’adottato e la ri-
servatezza del genitore naturale (in margine alla sent. n. 425 del 2005 della Corte costituzionale), in
www.associazionedeicostituzionalisti.it, 6 aprile 2006; S. FAVALLI, Parto anonimo e diritto a conoscere le proprie
origini: un dialogo decennale fra CEDU e Corte Costituzionale italiana, in forum costituzionale, 9 dicembre
2013); B. BARBISAN, Apprendimento e resistenze nel dialogo fra Corte costituzionale e Corte di Strasburgo: il caso
del diritto all’anonimato della madre naturale, in diritti comparati, 9 maggio 2016.

10 Cosi, ancora, Corte cassaz., sez. | civ., sent. 29 maggio 2017-20 marzo 2018, n. 6963 (punto 8.1, cons. dir., se-
condo cpv).

11 Com’é stato d’altro canto rilevato, da Corte cost., sent. n. 278 cit. (punto 4 cons. dir., primo e secondo cpv),
«il tema del diritto all’'anonimato della madre e quello del diritto del figlio a conoscere le proprie origini ai fini
della tutela dei suoi diritti fondamentali hanno gia formato oggetto di pronunce tanto di questa Corte che della
Corte europea dei diritti dell’'uomo»: trattandosi «di questioni di particolare delicatezza, perché coinvolgono,
entrambe, valori costituzionali di primario rilievo e vedono i rispettivi modi di concretizzazione reciprocamente
implicati»; «al punto che — come & evidente — I'ambito della tutela del diritto all’anonimato della madre non
puo non condizionare, in concreto, il soddisfacimento della contrapposta aspirazione del figlio alla conoscenza
delle proprie origini, e viceversa».

12 «’irrevocabilita degli effetti di questa scelta venne», in altre parole, «spiegata secondo una logica di raffor-
zamento dei corrispondenti obiettivi, escludendo che la decisione per I'anonimato potesse comportare, per la
madre, “il rischio di essere, in un imprecisato futuro e su richiesta del figlio mai conosciuto e gia adulto, inter-
pellata dall’autorita giudiziaria per decidere se confermare o revocare quella lontana dichiarazione di volon-
ta”»: cosl, Corte cost., sent. n. 278 cit. (ibidem, quarto cpv, secondo per.).
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mensione di segretezza®®. In tale frangente, peraltro, neppure si sarebbe potuto realisticamente di-
scorrere di vero e proprio bilanciamento tra opposti interessi costituzionalmente protetti (che, cro-
nologicamente, si sarebbe avuto, in limine, solo quando la donna si fosse risoluta per 'anonimato del
parto) giacché la legittimazione di stabilire se mantenere o revocare l'originaria opzione per
I'anonimato sarebbe pur sempre stata riconosciuta dall’'ordinamento esclusivamente in capo alla
madre®,

Seppure dunque, nella materia de qua, paia stagliarsi piu degli (e sopra gli) altri il diritto costituzio-
nalmente protetto all’anonimato spettante alla donna, né I'una esigenza — di legittimamente eserci-
tare, cioe, un diritto ad essere dimenticata senza che esso possa in qualche modo subire alcuna inter-
ferenza dall’esterno — né I'altra — di scongiurare ogni iniziativa giudiziale volta ad accertare la persi-
stenza della volonta della madre per I'anonimato che possa attentare alla segretezza dell’identita di
quest’ultima — sono state alla lunga ritenute realmente concludenti’®: innanzitutto, perché sussiste-
rebbe il rischio di un endemico ed irreversibile impoverimento del diritto dell’adottato ad accedere al
proprio pregresso vissuto non certo meno esiziale di quello cui rimarrebbe esposto il correlativo dirit-
to all’oblio materno; in secondo luogo, giacché sarebbe l'introduzione (astratta) e I'attuazione (in
concreto) della possibilita di interpellare la donna invero a condizionare I'effettiva garanzia della pri-
vacy di quest’ultima®. A venire casomai in gioco sarebbe, piuttosto, I'eventuale ripensamento ma-

13 .. «il nucleo fondante della scelta allora adottata» cogliendosi, «cosi, agevolmente, nella ritenuta corrispon-

denza biunivoca tra il diritto all’anonimato, in sé e per sé considerato, e la perdurante quanto inderogabile tu-
tela dei profili di riservatezza o, se si vuole, di segreto, che I'esercizio di quel diritto inevitabilmente coinvolge»:
cosi, ancora, Corte cost., sent. n. 278 cit. (ibidem, quinto cpv) laddove, in particolare, prosegue ritenendo
quest’ultima tutela «un nucleo fondante che — vale la pena puntualizzare — non puo che essere riaffermato,
proprio alla luce dei valori di primario risalto che esso intende preservare».

14 «Solo la madre pertanto in questa prospettiva pud essere la persona legittimata a decidere se revocare la sua
decisione di rimanere anonima in relazione al venir meno di quell’esigenza di protezione che le ha consentito la
scelta tutelata dall’ordinamento»: cosi, Corte cassaz., sez. | civ., sent. 21 luglio 2016, n. 15024 (punto 15 cons.
dir.) su cui, tra gli altri, G. NAUS, Osservatorio di diritto civile, in diritto amministrativo, 28 febbraio 2017; A.
GIURLANDA, op. cit.; |. LOMBARDINI, Una questione problematica ancora aperta dopo le recenti pronunce della giu-
risprudenza: il diritto dell’adottato, non riconosciuto alla nascita, alla conoscenza delle proprie origini e il diritto
della madre biologica all’anonimato, in diritto, 6 aprile 2020 e ID., Il procedimento di “interpello” della madre
biologica, cit., laddove, nello specifico, concorda con quella dottrina «secondo cui, nella specie, il bilanciamento
dei diritti fondamentali in gioco appare una categoria inefficace e per certi versi inappropriata [...]»: potendosi,
in altre parole «propriamente parlare di ponderazione fra diritti fondamentali» solo «con riferimento al mo-
mento della scelta della madre di partorire anonimamente» — «perché in questo momento € in gioco il suo di-
ritto alla vita e quello del figlio» — e non gia «dopo la nascita», quando «non & piu il diritto alla vita ad essere in
gioco e il diritto all’lanonimato diventa strumentale a proteggere la scelta compiuta dalle conseguenze sociali e
in generale dalle conseguenze negative che verrebbero a ripercuotersi in primo luogo sulla persona della ma-
dre» (sul cruciale punto, nondimeno, si tornera, infra, al par. 5, in chiusura del presente contributo).

15| riferimento sarebbe, ciog, a quel «sistema» che — «commisura[ndo] temporalmente lo spazio del “vincolo”
all’anonimato a una durata idealmente eccedente quella della vita umana» — «riposa sulla ritenuta esigenza di
prevenire turbative nei confronti della madre in relazione all’esercizio di un suo “diritto all’'oblio” e, nello stesso
tempo, sull’esigenza di salvaguardare erga omnes la riservatezza circa I'identita della madre, evidentemente
considerata come esposta a rischio ogni volta in cui se ne possa cercare il contatto per verificare se intenda o
meno mantenere il proprio anonimato»: cosi, Corte cost., sent. n. 278 cit. (punto 5 cons. dir., quarto cpv).

16 Come dire, insomma, che nessuna delle prospettate esigenze & potuta dirsi davvero «dirimente: non la pri-
ma, in quanto al pericolo di turbativa della madre corrisponde un contrapposto pericolo per il figlio, depaupe-
rato del diritto di conoscere le proprie origini; non la seconda, dal momento che la maggiore o minore ampiez-
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terno circa l'assunzione di una genitorialita non piu giuridica bensi, quantomeno, naturale:
I'originario e risalente diniego della prima non potendo, del resto, astrattamente escludere (recte,
ben potendo conciliarsi) con la sopravvenuta accettazione della seconda da parte della donna mede-
sima®’.

Passando al differente versante del figlio, non poco utile (e, anzi, oltremodo opportuno) sarebbe pre-
liminarmente distinguere il piano dell’effettiva azionabilita del diritto di apprendere le informazioni
relative alla propria precedente storia parentale da quello del relativo parametro di copertura costi-
tuzionale.

Prendendo le mosse dal primo profilo, rispetto agli effettivi destinatari del nominato diritto bisogna
innanzitutto rilevare come la stessa giurisprudenza costituzionale abbia inizialmente sgombrato il
campo da ogni presunta lesione dell’art. 3 Cost. connessa alla diversa regolamentazione del diritto di
ricercare le proprie origini a seconda che si tratti dell’adottato figlio di madre che abbia all’epoca op-
tato per I'anonimato ovvero del figlio i cui genitori non si siano mai espressi sul punto (preclusa, cioe,
nel primo caso e concessa, invece, nel secondo)*®: ad essere «caratterizzata dal rapporto conflittuale
fra il diritto dell’adottato alla propria identita personale e quello della madre naturale al rispetto del-
la sua volonta di anonimato», difatti, «solo la prima» eventualita sarebbe stata «e non anche la se-
conda»®®; con la conseguenza che niente affatto irragionevole si sarebbe dimostrata la persistente
differenza di trattamento giuridico dei due richiamati casi®.

Con riferimento, poi, alla possibile prescrizione del diritto in commento — specie allorquando il ri-
chiedente sia gia adulto — non difficile sarebbe obiettivamente sostenere, come pure e accaduto, che
«l'interesse vitale dell’individuo a ottenere le informazioni necessarie alla scoperta della verita con
riguardo ad un aspetto importante della [propria] identita personale, parte integrante del diritto alla
vita privata», integri «un diritto soggettivo ed ultra-personale e, pertanto, imprescrittibile»?!. Conso-

za della tutela della riservatezza resta, in conclusione, affidata alle diverse modalita previste dalle relative disci-
pline, oltre che all’esperienza della loro applicazione»: cosi, ancora, Corte cost., sent. n. 278 cit. (ibidem, quinto
cpv).

17 .. «sul piano piu generale, una scelta per I'anonimato che comporti una rinuncia irreversibile alla “genitoriali-
ta giuridica”» potendo «ragionevolmente non implicare», in altri termini, «anche una definitiva e irreversibile
rinuncia alla “genitorialita naturale”»: cosi, nuovamente, Corte cost., sent. n. 278 cit. (ibidem, sesto cpv) laddo-
ve, in particolare, siammette che «ove cosi fosse, d’altra parte, risulterebbe introdotto nel sistema una sorta di
divieto destinato a precludere in radice qualsiasi possibilita di reciproca relazione di fatto tra madre e figlio, con
esiti difficilmente compatibili con I'art. 2 Cost.» (ibidem, settimo cpv).

18 . vale a dire, «sotto il profilo dell’irragionevole disparita di trattamento fra I'adottato nato da donna che ab-
bia dichiarato di non voler essere nominata e I'adottato figlio di genitori che non abbiano reso alcuna dichiara-
zione e abbiano anzi subito I'adozione»: di latente irragionevolezza era stata, difatti, sospettata «la scelta legi-
slativa di vietare al primo I'accesso alle informazioni sulle proprie origini e consentirla invece al secondo, men-
tre I'equilibrio dell’adottato e quello dei genitori adottivi [avrebbe potuto] essere esposto nell’ultimo caso ad
insidie maggiori che non nel primo, nel quale il genitore biologico a distanza di anni [poteva] avere elaborato la
condotta passata», cosi, Corte cost., sent. n. 425 cit. (punto 6 cons. dir., primo cpv).

19 Cosi, Corte cost., sent. n. 425 cit. (ibidem, secondo cpv).

20 Del successivo ripensamento della Corte costituzionale sul pur decisivo punto, si dara comunque conto, infra,
nel par. 4.

21 Cosi, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Italia, 25 settembre 2012, par. 54, su cui, ex
plurimis, D. BUTTURINI, La pretesa a conoscere le proprie origini come espressione del diritto al rispetto della vita
privata, in forum costituzionale, 24 ottobre 2012; R.G. CONTI, La giurisprudenza civile sull’esecuzione delle deci-
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lidata giurisprudenza di legittimita — ancora molto recentemente? — ha, d’altro canto, avuto modo di
riconoscere come la piena garanzia del diritto all’identita personale debba necessariamente passare
anche attraverso il riconoscimento del diritto «ad uno ‘status’ filiale corrispondente alla verita biolo-
gica»?: che l'ordinamento italiano abbia assegnato preminente rilievo a tale ultimo diritto — «in
guanto componente essenziale del diritto all'identita personale, in ogni momento della vita di una
persona e quindi anche in etd adulta»?* — sarebbe, del resto, ampiamente testimoniato proprio dalla
mancata previsione di un vincolo temporale alla legittima attivazione ad opera dell’interessato

dell’accertamento della genitorialita da parte del giudice?.

3. (Segue): nel mosaico costituzionale (tra salute, vita privata e identita individuale)

Venendo al richiamato parametro costituzionale, essenzialmente tre sono state nel tempo le disposi-
zioni che hanno tradizionalmente innervato il diritto in parola, a seconda che a copertura di
quest’ultimo si siano invocati I'art. 32, 117, comma 1, ovvero 2 e 3 Cost.

Cosi — per prendere innanzitutto avvio dalla prima delle previsioni citate — il diritto alla salute psico-
fisica & stato paritariamente messo in campo sia in relazione al disvelamento del segreto che
nell’ipotesi, diametralmente opposta, del suo mantenimento. Per un verso si €, ad esempio, sostenu-
to che il giudice (in questo caso, EDU) avrebbe dovuto tenere in debita considerazione il non secon-

sioni della Corte Edu, in questione giustizia, 1, 2019, 283 s.; R. TREzzA, Diritto all’‘anonimato e diritto a conoscere
le proprie origini biologiche, in giustizia insieme, 4 ottobre 2019; I. LOMBARDINI, Il procedimento di “interpello”
della madre biologica, cit.

22 Cosi, Corte cassaz., sez. | civ., sent. 22 settembre 2020, n. 19824 su cui, ad esempio, S. OCCHIPINTI, Accerta-
mento della maternita, il diritto della madre all’anonimato cessa con la sua morte, in altalex, 2 ottobre 2020;
REDAZIONE, Diritto a conoscere le proprie origini, in diritto, 8 ottobre 2020; L. BONARINI, Azione giudiziale di accer-
tamento della maternita — parto cd. anonimo. Cass. Civ., sez. |, 22/09/2020, n. 19824, in salvis juribus, 27 no-
vembre 2020, nonché ora, volendo, S. AGOSTA, Anonimato della madre premorta e riespansione del diritto
all’identita personale del figlio (a margine di Cassaz. sent. n. 19824/2020), in corso di stampa su Quad. cost.,
2021.

23 .. «lincertezza su tale “status”» potendo «determinare una condizione di disagio ed un “vulnus” allo svilup-
po adeguato ed alla formazione della personalita riferibile ad ogni stadio della vita»: con la conseguenza che
«la sfera all'interno della quale si colloca il diritto al riconoscimento di uno status filiale corrispondente a verita
attiene al nucleo dei diritti inviolabili della persona (art. 2 Cost. e art. 8 CEDU) intesi nella dimensione individua-
le e relazionale», cosi, Corte cassaz., sez. | civ., sent. 22 settembre 2020, n. 19824 (punto 2 cons. dir., sesto cpv)
richiamando tra le altre, sul punto, Corte cassaz., sez. | civ., sentt. 13 aprile-9 giugno 2015, n. 11887; 29 no-
vembre 2016, n. 24292; 15 febbraio 2017, n. 4020. «Con tali articolate e condivisibili argomentazioni», del re-
sto, manifestamente infondata & stata ritenuta «la questione di legittimita costituzionale dell’art. 270 c.c.» la-
mentando «che la previsione di imprescrittibilita dell’azione di accertamento giudiziale della paternita o ma-
ternita, [avrebbe escluso] qualsiasi possibilita di valutazione da parte del giudice della domanda di dichiarazio-
ne giudiziale nei casi in cui I'azione [fosse stata] proposta con notevole ritardo (in quella fattispecie circa qua-
ranta anni), con I'effetto di sacrificare il diritto del presunto padre alla stabilita dei rapporti familiari maturati
nel corso del tempo, imponendogli a distanza di molto tempo un accertamento coattivo del rapporto di filia-
zione che l'interessato avrebbe potuto richiedere prima»: cosi, nuovamente, Corte cassaz., sez. | civ., sent. 22
settembre 2020, n. 19824 (ibidem).

24 Cosi, Corte cassaz., sez. | civ., sent. 22 settembre 2020, n. 19824 (ibidem, settimo cpv).

25 .. «unitamente a quella che la prova pud essere data con ogni mezzo, a norma dell’art. 269 c.c., comma 2»:
cosi, Corte cassaz., op. et loc. ult. cit.
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dario pericolo che appunto al benessere psico-fisico della persona data in adozione in tenera eta (e,
al tempo del ricorso, ormai anziana) sarebbe potuto derivare dalla rimozione giudiziaria
dell’anonimato intorno alle circostanze della propria nascita?®. Per un altro, tuttavia, si & invece
obiettato che la medesima ricorrente avrebbe «del resto dimostrato un interesse autentico a cono-
scere l'identita della madre, poiché ha tentato di acquisire una certezza al riguardo»: «un tale com-
portamento» presupponendo, insomma, «delle sofferenze morali e psichiche, anche se queste non
vengono accertate da un punto di vista sanitario»?’ (senza contare il potenziale vulnus al medesimo
art. 32 cit. che sarebbe potuto discendere al figlio ogni qualvolta si fosse trovato nella materiale im-
possibilita di accedere a qualsivoglia informazione relativa al corredo genetico parentale?®).

Con riferimento alla lettura dell’art. 8 CEDU offerta dai giudici di Strasburgo — quando, nella causa
Godelli c. Italia piu volte cit., hanno sanzionato la disciplina italiana per non aver «cercato di stabilire
un equilibrio e una proporzionalita tra gli interessi delle parti in causa» e, cosi facendo, per avere
conseguentemente «oltrepassato il margine di discrezionalita che le [era] stato accordato»® — oltre
che relativamente alle Convenzioni di New York e dell’Aja®®, & stato non di rado invocato poi il para-
metro di cui all’art. 117, comma 1, Cost. Se, da una parte, si € ritenuto che I'esigenza di conoscere la

propria storia personale potesse rientrare tanto nel concetto di vita privata che in quello di vita fami-

26 «Secondo il Governo» italiano, in particolare, «la Corte» avrebbe dovuto appunto «tenere conto del fatto che
la ricorrente, oggi quasi settantenne, & stata adottata all’eta di sei anni e che la revoca non consensuale del se-
greto della sua nascita [avrebbe potuto] rivelarsi difficilissima in questo stadio, considerati i possibili rischi non
trascurabili per la sua salute e per la sua famiglia attuale»: cosi, Corte europea dei diritti dell’'uomo, sez. secon-
da, Godelli c. Italia, cit., par. 58.

27 Se era, dunque, realistico pensare «che la ricorrente, [al tempo] sessantanovenne, [era] riuscita a costruire la
propria personalita anche in assenza di informazioni relative all’'identita della madre biologica, si [doveva] am-
mettere che l'interesse che [poteva] avere un individuo a conoscere la sua ascendenza non [veniva] meno con
I’eta, anzi [avveniva] il contrario»: cosi, ancora, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Ita-
lia, cit., par. 69, sul punto richiamando — tra i suoi precedenti in materia — Corte europea dei diritti dell’'uomo,
sez. terza, Jdggi c. Svizzera, 13 luglio 2006, spec. par. 40, su cui, ex multis, C. CAMPIGLIO, Con la morte, 'uomo
perde il diritto al rispetto della vita privata e S. TONOLO, Identita personale, maternita surrogata e superiore inte-
resse del minore nella piu recente giurisprudenza della Corte europea dei diritti dell’'uvomo, entrambe in Dir.
umani e dir. internaz., rispettivamente, 2, 2007, 394 ss. e 1, 2015, 202 ss.; L. Poul, Il diritto a conoscere le proprie
origini e le tecniche di fecondazione assistita: profili di diritto internazionale, in GenlUS, 1, 2016, 43 ss.

28 . «in ragione dell’impossibilita», in altre parole, «per il figlio, di ottenere dati relativi al’anamnesi familiare,
anche in relazione al rischio genetico»: «in quanto I'impedimento alla conoscenza dei dati inerenti alla madre
naturale priverebbe I'adottato di qualsiasi possibilita di ottenere una anamnesi familiare, essenziale per inter-
venti di profilassi o di accertamenti diagnostici, essendo gia egli privo di notizie circa la storia sanitaria del ramo
paterno del proprio albero genealogico. Cio, peraltro, in costanza della prassi, diffusa negli ospedali italiani, di
omettere la stessa ordinaria raccolta dei dati anamnestici non identificativi della madre» [cosi, Corte cost.,
sent. n. 278 cit. (rispettivamente, punto 1 cons. dir., secondo cpv e punto 1 rit. fatto, ottavo cpv)].

29 Cosi, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Italia, cit., par. 71 espressamente richiamata
da Corte cost., sent. n. 278 cit. (punto 1 cons. dir., secondo cpv).

30 . per «violazione», rispettivamente, «degli artt. 7 e 8 della Convenzione di New York sui diritti del fanciullo
del 20 ottobre 1989, resa esecutiva con la L. n. 176 del 1991, laddove si impone il rispetto dei diritti del minore
ivi compresi quelli volti a preservare la sua identita, il suo nome e le sue relazioni familiari» («per I'adottato
I'identita» consistendo «proprio nel ricercare le proprie origini, le proprie radici e conoscere le informazioni re-
lative alla famiglia biologica») nonché «dell’art. 30, della Convenzione dell’Aja 29 maggio 1993, resa esecutiva
con la L. n. 476 del 1998»: cosi, Corte cassaz., sez. | civ., sent. 29 maggio 2017-20 marzo 2018, n. 6963 (punto
4.1 cons. dir.).
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liare (profili entrambi protetti, com’é noto, dall’art. 8 cit.)®!, dall’altra, tuttavia, la Corte EDU ha chia-
ramente dimostrato invece di voler limitare alla sola vita privata il richiamo alla predetta disposizio-
ne. Anche attraverso il rinvio a taluni celebri precedenti in materia?, difatti, non troppo difficile si &
dimostrato in quell’occasione rilevare come ad essere stata avanzata fu solo la richiesta di accedere
all'identita dei propri ascendenti biologici (quale componente importante per la ricostruzione della
propria identita personale) e non pure quella di verificare la propria condizione adottiva (invece ri-

conducibile, appunto, alla nozione di vita familiare).

Interpellati, insomma, sul punto i giudici convenzionali non potevano che ricordare «che “I’articolo 8
tutela un diritto all’identita e allo sviluppo personale e quello di allacciare e approfondire relazioni
con i propri simili e il mondo esterno”»: «a tale sviluppo», cio&, contribuendo «la scoperta dei detta-
gli relativi alla propria identita di essere umano e l'interesse vitale, tutelato dalla Convenzione, a ot-
tenere delle informazioni necessarie alla scoperta della verita riguardante un aspetto importante

dell’identita personale, ad esempio I'identita dei propri genitori»®*. Da quest’ultimo punto di vista, la

31 . «la ricorrente» avendo in particolare sostenuto «che la sua richiesta di ottenere informazioni su aspetti

eminentemente personali della sua storia e della sua infanzia [rientrasse] nel campo di applicazione
dell’articolo 8 della Convenzione» giacché «la ricerca della sua identita [faceva] parte integrante della sua “vita
privata” ma anche della sua “vita famigliare”»: cosi, Corte europea dei diritti dell'uomo, sez. seconda, Godelli c.
Italia, cit., par. 43.

32 part. casi Mikuli¢ c. Croazia, 7 febbraio 2002, par. 53, su cui, tra i tanti, C. CAMPIGLIO, I/ divieto di fecondazione
eterologa all’esame della Corte europea dei diritti umani, in Dir. umani e dir. internaz., 3, 2010, spec. 4, D. BUT-
TURINI, op. cit., part. 3, A. CIERVO, /I diritto all’anonimato della madre biologica ovvero quando Strasburgo antici-
pa Roma, in https://diritti-cedu.unipg.it/, 15 febbraio 2014; par. 2, e Odiévre c. Francia, 13 febbraio 2003, par.
29 su cui, ex plurimis, ). LONG, Ammissibilita del parto anonimo e accesso alle informazioni sulle proprie origini: il
caso Odiévre c. Francia (introduzione a Corte europea per i diritti dell’'uomo, sentenza 13 febbraio 2003, Odiévre
c¢. Francia), in Minori e giustizia, 3, 2003, 172 ss.; A. RENDA, La sentenza O c. Francia della Corte Europea dei di-
ritti dell’'uomo: un passo indietro rispetto all’interesse a conoscere le proprie origini biologiche, in Familia, 4,
2004, 1121 ss.; S. FAVALLI, op. cit.

33 «Nella fattispecie», insomma, «la ricorrente non chiede[va] di rimettere in questione I'esistenza della sua fi-
liazione adottiva, ma di conoscere le circostanze della sua nascita e del suo abbandono, che comprend[evano]
la conoscenza dell’identita dei suoi genitori biologici»: con la conseguenza che «la Corte» non fosse «chiamata
a determinare se la procedura che riguarda[va] il legame di filiazione tra la ricorrente e la madre rientr[asse]
nella “vita famigliare” ai sensi dell’articolo 8, poiché in ogni caso il diritto di conoscere la propria ascendenza
rientra[va] nel campo di applicazione della nozione di “vita privata” che comprende[va] aspetti importanti
dell’identita personale di cui fa[ceva] parte I'identita dei genitori» (cosi, Corte europea dei diritti dell’'uomo, ibi-
dem, par. 45). Sul precipuo punto, peraltro, vale la pena ricordare che «il Governo [aveva sostenuto] che non
[esistesse] tra la ricorrente e la madre biologica alcuna vita famigliare ai sensi dell’articolo 8 della Convenzione,
in quanto la prima non [aveva] mai visto la madre, poiché quest’ultima non [aveva] mai voluto conoscerla e
considerarla come sua figlia» («in effetti, essa» avendo «espressamente manifestato la propria volonta di ab-
bandonarla» ed «accettato che la figlia venisse adottata»): «garantendo il diritto al rispetto della vita famiglia-
re, I'articolo 8 presuppone(va]», d’altro canto, «l’esistenza di una famiglia (Marckx c. Belgio, sentenza del 13
giugno 1979, serie A n. 31)»; «se la giurisprudenza non [esigeva] che vi [fosse] convivenza tra i vari membri del-
la “famiglia”, [sarebbero dovuti] sussistere quantomeno dei rapporti personali stretti tra di essi» i quali avreb-
bero dimostrato «una relazione affettiva tra due esseri e la loro volonta di intrattenere tale relazione sarebbe
[stata] fondamentale per gli organi della Convenzione» («questi ultimi» ritenendo «anche che il solo legame
biologico [fosse] insufficiente, in assenza di legami personali stretti tra gli interessati, per costituire una vita fa-
migliare ai sensi dell’articolo 8») (cosi, ibidem, par. 44).

34 Con la conseguenza che «la nascita, e in particolare le circostanze di quest’ultima, rientra nella vita privata
del bambino, e poi dell’adulto, sancita dall’articolo 8 della Convenzione che trova cosi applicazione nel caso di
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Corte europea non ha peraltro perso I'occasione di rimarcare come tra i doveri discendenti sul singo-
lo ordinamento nazionale dall’art. 8 cit. nemmeno potesse dirsi esistente una netta demarcazione tra
quelli aventi natura negativa ovvero meramente positiva: al contrario, non difficilmente questi ultimi
— si pensi, appunto, alla necessita di adottare ogni provvedimento volto ad assicurare |'effettivita del-
la tutela della vita privata — si sarebbero potuti sovrapporre al mero obbligo di astensione statale da
ogni abusiva interferenza pubblica nella sfera privata della persona®.

Sebbene dunque abbia formalmente dichiarato I'assorbimento di ogni altra eccezione relativa
all’ulteriore parametro di cui all’art. 117, comma 1, cit.?®, pochi dubbi possono in effetti nutrirsi sul
fatto che la stessa giurisprudenza costituzionale sembra aver finito per materialmente recepire quan-
to gia in effetti osservato a livello convenzionale: specie quando si e rilevata la diversita di esiti tra la
normativa francese e quella italiana rispetto alla comune esigenza di aprire uno — sia pur minimo —
spiraglio al diritto dell’adottato di accedere al proprio pregresso vissuto®.

Passando adesso ai piu volte nominati artt. 2 e 3 Cost., € innanzitutto ovvio come — sul piano del me-
todo® — non possa mai escludersi (e, anzi, debba sempre imporsi) un’interpretazione della disciplina

specie»: cosi — invocando pure il precedente di cui a Mikulic¢ c. Croazia, cit., parr. 54 e 64 — Corte europea dei
diritti dell’'uomo, sez. seconda, Godelli c. Italia, cit., par. 46, richiamata pure da Corte cassaz., sez. | civ., sent. 21
luglio 2016, n. 15024 (punto 9 cons. dir.) laddove, in particolare, ricorda come «la Corte europea dei diritti
dell’'uomo [...] ha dato una interpretazione dell’art. 8 della Convenzione E.D.U., che riconduce il diritto alla co-
noscenza delle proprie origini nell’ambito di applicazione della nozione di vita privata e specificamente nella
sfera di protezione dell’identita personale», «in questa prospettiva» affermando «che I'art. 8 protegge il diritto
all'identita e alla realizzazione personale e quello di intessere e sviluppare relazioni con i propri simili e il mon-
do esterno».

35 «Se I'articolo 8 tende fondamentalmente a difendere I'individuo da ingerenze arbitrarie dei pubblici poteri,
esso», tuttavia, «non si limita ad ordinare allo Stato di astenersi da ingerenze di questo tipo: a questo impegno
piuttosto negativo possono aggiungersi obblighi positivi inerenti a un rispetto effettivo della vita privata. Essi
possono implicare I'adozione di misure volte al rispetto della vita privata fino alle relazioni degli individui tra lo-
ro (X e Y c. Paesi Bassi, sentenza del 26 marzo 1985, § 23, serie A n. 91)»; d’altra parte, «la linea di separazione
tra gli obblighi positivi e negativi dello Stato a titolo dell’articolo 8 non si presta ad essere definita con precisio-
ne; i principi applicabili sono comunque assimilabili. In particolare, in entrambi i casi, si deve avere riguardo al
giusto equilibrio da mantenere tra gli interessi concorrenti; parimenti, in entrambe le ipotesi lo Stato gode di
un certo margine di discrezionalita (Mikuli¢ sopra citata, § 58)»: cosi, Corte europea dei diritti dell’'uomo, sez.
seconda, Godelli c. Italia, cit., par. 60, sul punto espressamente richiamata anche da Corte cassaz., sez. | civ.,
sent. 22 settembre 2020, n. 19824 (punto 2 cons. dir., sedicesimo cpv) quando evidenzia come «l’art. 8 CEDU,
nella lettura datane dalla Corte EDU (Corte EDU, 22/09/2012, Godelli c. Italia, Corte EDU, 13/02/2003, Odievre
c. Francia), tende essenzialmente a premunire l'individuo contro ingerenze arbitrarie dei poteri pubblici, non
contentandosi di ordinare allo Stato di astenersi da simili ingerenze, ma aggiungendovi obblighi positivi inerenti
ad un rispetto effettivo della vita privata; tra questi non pud non rientrare il diritto a proporre le azioni che lo
stesso ordinamento nazionale offre per il riconoscimento dello status di figlio naturale di una persona».

36 Cosi, Corte cost., sent. n. 278 cit. (punto 6 cons. dir., settimo cpv).

37 «Cio, d’altra parte, risulta sulla base degli stessi rilievi, in sostanza, formulati dalla Corte EDU nella richiamata
“sentenza Godelli”» allorché «si e stigmatizzato che la normativa italiana non darebbe “alcuna possibilita al fi-
glio adottivo e non riconosciuto alla nascita di chiedere I'accesso ad informazioni non identificative sulle sue
origini o la reversibilita del segreto”, a differenza di quanto, invece, previsto nel sistema francese, scrutinato, in
parte qua, nella sentenza 13 febbraio 2003, nel ‘caso Odievre’»: cosi, Corte cost., sent. n. 278 cit. (ibidem, ri-
spettivamente, secondo e terzo cpv).

38 Cosi per esempio, ad esempio, A. RAUTI, La “cerchia dei custodi” delle “Carte” nelle sentenze costituzionali nn.
348-349 del 2007: considerazioni problematiche, in C. SALAZAR, A. SPADARO (a cura di), Riflessioni sulle sentenze
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interna dell’anonimato che possa doppiamente mostrarsi conforme a Costituzione (part. artt. 2, 24 e
30) e a CEDU (ex art. 117 cit.)*. Se la conoscenza delle circostanze intorno alla propria venuta al
mondo ed alla successiva separazione dalla madre — non meno delle relazioni affettive instaurate —
contribuisce alla compiuta realizzazione della propria storia parentale ¢, difatti, certo che il diritto alla
ricerca delle origini non possa che ambientarsi e piu profondamente attecchire entro il perimetro de-
lineato dalle previsioni costituzionali cosi come, pure, da quelle EDU a protezione della vita privata e
familiare®.

4. (Segue): nella dimensione dinamica

Passando al connesso piano del merito, e stato evidenziato come il vulnus agli artt. 2 e 3 Cost. — col
discendente obbligo costituzionale di rimozione — venga invero inflitto dall'imposizione legislativa di
un anonimato materno assoluto ed incondizionato*!: il quale finirebbe cosi non solo per porsi diame-
tralmente in contrasto col «diritto di ricerca delle proprie origini e dunque del diritto all’identita per-
sonale dell’adottato» ma, pure, per irragionevolmente discriminare nel trattamento giuridico «fra
I’adottato nato da donna che abbia dichiarato di non voler essere nominata e I'adottato figlio di geni-
tori che non abbiano reso alcuna dichiarazione e abbiano anzi subito I'adozione»*.

Con tali premesse, se si volesse adesso riguardare ai valori costituzionali in campo — come ci si era
d’altro canto ripromesso di fare supra — in senso dinamico, indubbio appare il largo spazio di discre-
zionalita spettante agli ordinamenti nazionali ogni qualvolta siano chiamati a «scegliere i mezzi che
ritengono pil idonei ad assicurare in modo equo la conciliazione tra la protezione della madre e la ri-
chiesta legittima» di conoscere la propria storia personale «nel rispetto dell'interesse generale»*?
(specie quando, proprio intorno al contrasto tra le contrapposte esigenze di cui sono portatori due
soggetti privati, non possa dirsi maturato un sufficiente margine di condivisione tra gli Stati euro-
pei*¥). Nel precipuo caso dell’art. 8 CEDU non pochi sono, del resto, i fattori condizionanti il pit o

348-349/2007 della Corte costituzionale, Milano, 2009, spec. 310; G. ROLLA, Il processo di ibridazione dei sistemi
accentrati di giustizia costituzionale. Note di diritto comparato, in M. CARBONELL SANCHEZ, H. FIx ZAMUDIO, L. RAUL
GONZALEA PEREZ, D.VALADES Rios (a cura di), Estado constitucional, derechos humanos, justicia y vida universita-
riaEstudios en homenaje a Jorge Carpizo, Messico, 2015, part. 529; P. COSTANZO, L. MEzzeTTI, A. RUGGERI, Linea-
menti di diritto costituzionale dell’Unione europea, Torino, 2019, spec. 287 ss.

39 Cosi, Corte cassaz., sez. | civ., sent. 22 settembre 2020, n. 19824 (punto 2 cons. dir., sedicesimo cpv).

40 Se «la cornice costituzionale e convenzionale del diritto a conoscere le proprie origini, quale declinazione di
primario rilievo del diritto all’identita personale, e costituita dagli articoli 2 e 3 Cost., e 8 della Corte Edu» non vi
e, in altri termini, dubbio che «lo sviluppo della personalita individuale e I'armonica conduzione della propria
vita privata e familiare richiedono la costruzione di una propria identita individuale fondata, oltre che su un
contesto parentale affettivo-educativo riconoscibile, anche su informazioni relative alla propria nascita idonee
a svelarne il segreto unitamente alle ragioni dell’abbandono»: cosi, Corte cassaz., sez. | civ., sent. 9 novembre
2016, n. 22838 (punto 4.1 cons. dir., primo cpv).

41 Cosi, Corte cost., sent. n. 278 cit. (punto 6 cons. dir., sesto cpv).

42 Cosi, nuovamente, Corte cost., sent. n. 278 cit. (punto 1 cons. dir., secondo cpv).

43 Cosi, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Italia, cit., par. 67.

4 A ritenere «che, quando due interessi privati entrano in conflitto, lo Stato dispone di un certo margine di di-
screzionalita» & stato, in particolare, il Governo italiano nel momento in cui ha sostenuto che quest’ultimo «é
del resto rafforzato, nella presente causa, in quanto non esiste sulla questione dell’accesso del figlio ad infor-
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meno esteso potere discrezionale statale (tra i quali non pud che spiccare la specifica prospettiva del-
la vita privata venuta, di volta in volta, in gioco nel caso concreto)®.

Quanto appena esposto, tuttavia, non preclude naturalmente all’autorita giurisdizionale — e non po-
trebbe, d’altronde, essere altrimenti — un controllo successivo sulle misure legislative precipuamente
adottate: il quale ultimo, se nel metodo inevitabilmente si differenzia a seconda che ad intervenire
siano stati i giudici EDU ovvero quelli costituzionali italiani, & nel merito che piuttosto esibisce inte-
ressanti sovrapposizioni argomentative tra giurisprudenza convenzionale e domestica. Cosi per
esempio, sul piano metodico, 'anonimato materno dovrebbe in effetti imporre alla Corte di Stra-
sburgo di non sovrapporsi all’autorita interna nell’individuare quale sia lo strumento piu adeguato al-
la disciplina di siffatta questione, dovendo quest’ultima necessariamente attenersi alla vicenda con-
cretamente venuta al suo esame, senza estendere pure il proprio sindacato alla regolazione statale
astrattamente e nel suo complesso considerata®.

Ma se, come si anticipava, di vero e proprio accavallamento pud discorrersi esso pare emergere sotto
il diverso profilo del merito, a partire dalla funzione dello stesso scrutiny richiesto. Il quale sindacato
— proprio in virtu del fatto che il concetto di vita privata non possa fare a meno del diritto all’identita
personale e quest’ultimo, a sua volta, di quello all’accesso al proprio pregresso vissuto, in una sorta
di reciproco gioco a scatole cinesi di rimandi — dovra poi dimostrarsi, per cosi dire, piu strict del con-
sueto nel soppesare ogni esigenza costituzionale sul tappeto®’ e, in ultima istanza, nel determinare se
tra il diritto materno al parto anonimo e quello del figlio ad apprendere le informazioni relative alla
propria precedente storia parentale sia stata individuata la migliore condizione di bilanciamento alle
condizioni storiche e di contesto date®®: «il diritto all’identita, come condizione essenziale del diritto

mazioni sulle proprie origini alcun consenso a livello europeo»: cosi, ancora, Corte europea dei diritti
dell’'uomo, ibidem, par. 59.

4 Gli stessi giudici di Strasburgo, difatti, ricordano «che la scelta delle misure idonee a garantire il rispetto
dell’articolo 8 della Convenzione nei rapporti interpersonali rientra in linea di principio nel margine di discre-
zionalita degli Stati contraenti», esistendo «a tale proposito vari modi di assicurare il rispetto della vita privata e
la natura dell’obbligo dello Stato [dipendendo] dall’aspetto della vita privata che viene messo in discussione
(Odievre, sopra citata, § 46)»: «I'ampiezza di tale margine di discrezionalita dello Stato dipende non solo dal o
dai diritti interessati ma anche, per ciascun diritto, dalla natura stessa di cio che viene messo in causa, in tal
senso, Corte europea dei diritti dell’'uomo, ibidem, par. 65 (secondo e terzo per.).

46 «In una causa originata da un ricorso individuale», insomma «la Corte non ha il compito di controllare in
astratto una legislazione o una prassi contestate, ma deve limitarsi il pil possibile, senza tralasciare il contesto
generale, ad esaminare le questioni sollevate dal caso concreto di cui si trova investita»: «essa non deve quindi
sostituire la sua valutazione a quella delle autorita nazionali competenti per stabilire quale sia il mezzo migliore
per regolamentare le questioni (S. H. e altri c. Austria [GC], n. 57813/00, § 92, CEDU 2011) che pone il parto
anonimo»; non spettando, vale a dire, ad essa «controllare la necessita del divieto assoluto, giudicata costitu-
zionale dal legislatore italiano, dal momento che questa misura non & arbitraria e che il bilanciamento tiene ra-
gionevolmente conto di tutti i diritti in gioco» [cosi, dissenting opinion del giudice A. Sajoé (ibidem), cit.].

47 Cosi, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Italia, cit., ibidem (quarto per.)

48 «In una situazione in cui sono in conflitto i diritti, sanciti dalla Convenzione, di due titolari di diritti, il ruolo
della Corte e», difatti, «quello di vigilare affinché nella causa venga mantenuto un giusto equilibrio»: «questo
presuppone che alle autorita nazionali venga lasciato un adeguato margine di discrezionalita ai fini di un bilan-
ciamento, avendo la Corte un ruolo di vigilanza. “Se il bilanciamento da parte delle autorita nazionali € operato
nel rispetto dei criteri stabiliti dalla giurisprudenza della Corte, occorrono motivi seri perché quest’ultima sosti-
tuisca il suo parere a quello dei giudici interni” (Von Hannover c. Germania (n. 2) [GC], nn. 40660/08 e
60641/08, § 107, CEDU 2012)» (cosi, Corte europea dei diritti del’'uomo, sez. seconda, Godelli c. Italia, cit., par.
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all’autonomia (Pretty c. Regno Unito) e allo sviluppo della persona (Bensaid c. Regno Unito)», d’altro
canto, «fa parte del nocciolo duro del diritto al rispetto della vita privata e pertanto un esame tanto
pil rigoroso si impone per bilanciare effettivamente gli interessi in gioco»®.

Alla luce di tale rigoroso scrutinio € percio ovvio che in principio ritenuta non in conflitto con I'art. 2
Cost. — nella misura in cui avrebbe individuato un corretto equilibrio tra tutte le istanze espresse in
giudizio® — quella (temporalmente incondizionata) protezione inizialmente accordata al diritto ma-
terno al parto anonimo®! finisca inevitabilmente per diventarlo tanto per la giurisprudenza EDU
(2012) che per quella costituzionale di poco successiva (2013), in entrambi i frangenti essendo pro-
prio la medesima rigidita del bilanciamento cosi realizzato ritenuta del tutto sproporzionata e, dun-
que, eccessiva.

Che vi sia intanto stata un’intollerabile violazione dell’art. 8 CEDU ai giudici di Strasburgo e apparso
innanzitutto chiaro dal momento che era appunto risultata un’illimitata prevalenza dell’esigenza ma-
terna a conservare I'anonimato circa la propria identita rispetto al concorrente interesse del figlio al-
la ricerca delle proprie origini senza che il legislatore italiano si fosse neppure sforzato di individuare
quel minimum di congegni normativi, per cosi dire, di riequilibrio confezionati invece, in materia, dal-
la corrispondente disciplina transalpina®’.. «Se la madre biologica [avesse] deciso di mantenere
I’anonimato, la normativa italiana non [avrebbe dato] alcuna possibilita al figlio adottivo e non rico-
nosciuto alla nascita di chiedere I'accesso ad informazioni non identificative sulle sue origini o la re-
versibilita del segreto»: con I'ineludibile conseguenza che — «non [avendo] cercato di stabilire un

66). «La scelta dei mezzi pil adatti per assicurare equamente la conciliazione dell’istanza di protezione della
madre, che si trova in una condizione di difficolta tale da non consentirle di assumere il ruolo genitoriale, con la
domanda legittima del figlio ad avere accesso alle informazioni sulle sue origini spetta», in altre parole, «agli
Stati aderenti alla Convenzione»: «tuttavia, la Corte & nelle condizioni di esercitare un sindacato circa la scelta e
I'effettivo esercizio di tali mezzi di composizione del conflitto e, in particolare, sulla ricerca e la realizzazione di
un equilibrio fra i concorrenti interessi e diritti in gioco»: cosi, Corte cassaz., sez. | civ., sent. 21 luglio 2016, n.
15024 (punto 11 cons. dir.)

 Cosi, nuovamente, Corte cassaz., sez. | civ., sent. 21 luglio 2016, n. 15024 (punto 13 cons. dir., ottavo per.).

50 Cosi, Corte cost., sent. n. 425 cit. (ibidem, quinto cpv).

51 A motivo del fatto che, come visto nelle pagine che precedono, «la scelta della gestante in difficolta che la
legge vuole favorire — per proteggere tanto lei quanto il nascituro — sarebbe resa oltremodo difficile se la deci-
sione di partorire in una struttura medica adeguata, rimanendo anonima, potesse comportare per la donna, in
base alla stessa norma, il rischio di essere, in un imprecisato futuro e su richiesta di un figlio mai conosciuto e
gia adulto, interpellata dall’autorita giudiziaria per decidere se confermare o revocare quella lontana dichiara-
zione di volonta»: cosi, Corte cost., sent. n. 425 cit. (punto 4 cons. dir., quarto cpv).

52 Gj ¢ difatti osservato «che, a differenza del sistema francese esaminato nella sentenza Odiévre, la normativa
italiana non [tentava] di mantenere alcun equilibrio tra i diritti e gli interessi concorrenti in causa. In assenza di
meccanismi destinati a bilanciare il diritto della ricorrente a conoscere le proprie origini con i diritti e gli inte-
ressi della madre a mantenere I'anonimato, [veniva] inevitabilmente data una preferenza incondizionata a que-
sti ultimi»: cosi, Corte europea dei diritti del’'uomo, sez. seconda, Godelli c. Italia, cit., par. 70, sempre ripor-
tandosi al suo precedente decisum nel caso Odiévre cit. quando ha considerato «che la nuova legge del 22 gen-
naio 2002 aumental[va] la possibilita di revocare il segreto dell’identita e agevola[va] la ricerca delle origini bio-
logiche grazie alla creazione di un Consiglio nazionale per |'accesso alle origini personali» [«di immediata appli-
cazione, essa permette[va] ormai alle persone interessate di chiedere la reversibilita del segreto dell’identita
della madre, a condizione che quest’ultima vi acconsent[isse] (§ 49), nonché di avere accesso a informazioni
non identificative»].
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equilibrio e una proporzionalita tra gli interessi delle parti in causa» — I'ltalia aveva percio finito per
oltrepassare «il margine di discrezionalita che le [era] stato accordato»®.

5. Centralita del veto materno e residue ambiguita di un bilanciamento (mascherato)

Di una vera e propria «cristallizzazione», ovvero «immobilizzazione», nei precipui modi di applicazio-
ne del diritto all’anonimato della madre prefigurata dall’ordinamento®* ha invece discorso la giuri-
sprudenza costituzionale allorché ha censurato la regolamentazione interna per I'assolutezza delle
sue previsioni®>. Da quando veniva esercitato dalla madre, il diritto al parto anonimo finiva difatti, per
un verso, per tradursi in un irreversibile ostacolo giuridico per il figlio che desiderasse conoscere la
propria storia personale ma, per un altro, per ritorcersi in una sorta di vera e propria “espropriazio-
ne” in danno della donna medesima: la quale, da quel momento in avanti, si sarebbe suo malgrado
ritrovata spogliata di qualsivoglia opzione alternativa da quello stesso ordinamento che, in tesi, mira-
va invece a tutelarla®®.

All'esito del non poco travagliato tragitto giurisprudenziale del quale si & cercato, seppur succinta-
mente, di dar conto nelle pagine che precedono, un pil 0 meno ampio varco tra le strette maglie di
cui & normativamente intessuto il diritto all’anonimato materno sembra infine essere stato dal diritto
vivente aperto, laddove é stato ad esempio ammesso il legittimo esperimento dell’azione volta giudi-
zialmente ad accertare il legame con la donna ogniqualvolta quest’ultima avesse, nei fatti, sconfessa-
to l'originaria decisione di abdicare alla propria maternita giuridica: al di fuori di tali frangenti restan-
do, nondimeno, intesa la massima e duratura protezione del segreto materno intorno al parto®’.

Alla luce di tutto quanto sopradetto, insomma, ancora di recente pare pienamente confermarsi
I'indiscussa prevalenza da accordare al diritto al parto anonimo — per I'intero arco dell’esistenza della
donna — ogni volta che dovesse entrare nel bilanciamento costituzionale col concorrente diritto del
figlio a vedersi riconosciuto il proprio personale vissuto: cio evidentemente ancora sulla scorta del fu-
turo rischio di disvelamento del segreto che la prima potrebbe mettere in conto in un momento assai

53 Cosi, Corte europea dei diritti dell’'uomo, sez. seconda, Godelli c. Italia, cit., par. 71.

54 Cosi, Corte cost., sent. n. 278 cit. (punto 5 cons. dir., secondo cpv).

55 Cosi, Corte cost., sent. n. 278 cit. (punto 6 cons. dir., primo cpv).

56 «Una volta intervenuta la scelta per 'anonimato, infatti, la relativa manifestazione di volonta assume[va]
connotati di irreversibilita destinati, sostanzialmente, ad “espropriare” la persona titolare del diritto da qualsia-
si ulteriore opzione; trasformandosi, in definitiva, quel diritto in una sorta di vincolo obbligatorio, che fini[va]
per avere un’efficacia espansiva esterna al suo stesso titolare e, dunque, per proiettare I'impedimento alla
eventuale relativa rimozione proprio sul figlio, alla posizione del quale si [era] inteso, ab origine, collegare il
vincolo del segreto su chi lo [avesse] generato»: cosi, Corte cost., sent. n. 278 cit. (punto 5 cons. dir., secondo

cpv).
57 «tale regola» potendo insomma essere, «al limite, derogata (consentendo quindi I'esercizio
dell’accertamento giudiziale della maternita) solo ove fosse stata proprio la madre [...] con la propria inequivo-
cabile condotta, ad aver manifestato la volonta di revocare nei fatti la scelta, a suo tempo presa, di rinuncia alla
genitorialita giuridica, accogliendo nella propria casa il bambino come un figlio»: «tuttavia, al di fuori del caso
limite sopra enunciato, la tutela del diritto all’anonimato della madre, per tutta la durata della vita della stessa,
deve essere, come detto, massima», cosi, Corte cassaz., sez. | civ., sent. 22 settembre 2020, n. 19824 (punto 2

cons. dir., rispettivamente, decimo ed undicesimo cpv).
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delicato (come, appunto, la nascita) e che potrebbe piuttosto spingerla ad irreversibili decisioni per la
salute e la vita di sé stessa e del nascituro che porta in grembo®2,

A margine di queste poche sparse notazioni, ad ogni modo, non puo certo sfuggire quel complesso di
luci ed ombre che ha inevitabilmente accompagnato (e tutt'ora segue da assai vicino...) il tentativo
italiano di flessibilizzazione dell’originaria preclusione di apprendere le informazioni relative alla pro-
pria precedente storia parentale per via giurisprudenziale e che finisce tutto sommato per accomu-
narlo a quello della vicina esperienza transalpina (dove tale temperamento si & piuttosto avuto, come
detto, per via legislativa). Cosi ad esempio, anche alla complessa vicenda nostrana, possono non
troppo difficilmente estendersi quelle perplessita gia in precedenza avanzate dalla giurisprudenza
EDU a proposito del caso francese tanto nel metodo che nel merito osservato®.

Se — favorendo un eventuale ripensamento materno dell’iniziale scelta per I'anonimato — il diritto vi-
vente italiano ha indiscutibilmente determinato, per un verso, una timida apertura in favore del dirit-
to dell’adottato alla ricerca delle proprie origini (come parallelamente accaduto, del resto, in Francia
con la pil volte cit. . n. 93/2002, relative a 'accés aux origines des personnes adoptées et pupilles de
I’Etat®), per un altro, tuttavia, gia sul piano del merito non vi & dubbio come anche per I'ltalia possa
valere la considerazione che «tale reversibilita [sia] in ultima istanza affidata e condizionata
dall’accordo» della madre, quest’ultima «[essendo] solo invitata e non [avendo] I'obbligo di rilasciare
delle indicazioni identificative»®!. Mentre sul piano giuridico diventa cosi inevitabile che tale unilate-
rale decisione materna possa essere opposta dal diretto interessato® (ovvero rimossa da un organo
terzo®), su quello piu strettamente psicologico pochi dubbi possono invero nutrirsi sul fatto che la

58 «Nel bilanciamento dei valori di rango costituzionale che si impone all’interprete, al cospetto del diritto al ri-
conoscimento dello status di filiazione, quello della madre a mantenere I'anonimato al momento del parto si
pon[e] comunque in posizione preminente»: «quest’ultimo diritto, infatti, [...] & finalizzato a tutelare i beni su-
premi della salute e della vita, oltre che del nascituro, della madre, la quale potrebbe essere indotta a scelte di
natura diversa, fonte di possibile forte rischio per entrambi, ove, nel momento di estrema fragilita che caratte-
rizza il parto, la donna che opta per I'anonimato avesse solo il dubbio di poter essere esposta, in seguito, ad
un’azione di accertamento giudiziale della maternita»: cosi, ancora recentemente, Corte cassaz., sez. | civ.,
sent. 22 settembre 2020, n. 19824 (ibidem, rispettivamente, ottavo e nono cpv).

59 «La citata sentenza della Corte europea Odiévre c. Francia, di cui la sentenza Godelli c. Italia & la coerente
riaffermazione» gia rappresentava, d’altronde, «un precedente sofferto perché & stato pronunciato all’esito
della ricerca di un difficile equilibrio fra tradizioni giuridiche e posizioni di principio molto diverse come ¢ elo-
guentemente rappresentato nella opinione dissenziente dei giudici Wildhaber, Bratza, Bonello, Loucaides, Ca-
bral Barreto, Tulkens e Pellonp&da»: cosi, Corte cassaz., sez. | civ., sent. 21 luglio 2016, n. 15024 (punto 13 cons.
dir., primo per.).

60 | 3 disciplina francese sottoposta allo scrutinio EDU «riconosce chiaramente la necessita di trovare un riequi-
librio dei diritti in conflitto»: «essa, pur non mettendo in discussione I'istituto dell’accouchement sous x, segna
certamente un passo in avanti in materia di accesso alla conoscenza delle proprie origini in quanto consente di
sollecitare la reversibilita del segreto sull’identita della madre» (cosi, Corte cassaz., op. et loc. ult. cit., nono e
decimo per.).

61 .. cosi come nell’ordinamento francese dove, d’altra parte, costei «pud sempre opporsi a che la sua identita
sia svelata anche dopo la sua morte (articolo L. 147-6 del ‘code de I’action sociale et des familles’ introdotto
dall’art. 1 della |. 22 gennaio 2002)»: cosi, Corte cassaz., op. et loc. ult. cit., undicesimo e dodicesimo per.

62 . «il rifiuto della madre» imponendosi, difatti, «al figlio che non ha alcun mezzo giuridico per contrastare la
sua volonta unilaterale»: cosi, Corte cassaz., op. et loc. ult. cit., quarto per.

63 Come, appunto, in Francia dove non & stato «previsto che il Consiglio Nazionale che ha istituito (né alcun al-
tro organo indipendente) possa prendere una decisione finale sulla rimozione del segreto, in considerazione
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donna finisca per vedersi riconosciuto «il diritto puramente discrezionale di mettere al mondo un
bambino ponendolo in una condizione di sofferenza e condannandolo per tutta la vita all’ignoranza
sulle sue origini»®.

Al di la di tali considerazioni, nondimeno, se c’é un profilo che, piu degli altri, ha attirato gli strali della
dottrina piu perplessa esso e senz’altro stato quello metodico. Laddove si & criticamente osservato
cioé — nella richiamata giurisprudenza Odiévre (ma le riflessioni sono pianamente estendibili, come si
e visto, anche all’'odierna esperienza italiana) — come impropriamente potrebbe in tale frangente di-
scorrersi di ragionevole ponderazione tra tutte le istanze costituzionali in gioco giacché la persistente
validita della disciplina sull’anonimato materno continuerebbe piuttosto a mantenere una non ri-
mossa diseguaglianza di fondo tra i trattamenti di esse®. Nel momento in cui si ammetta in conclu-
sione — a prescindere dalle motivazioni che la sorreggono — che la scelta materna possa costituire per
I’adottato uno sbarramento invalicabile sulla strada della conoscenza della propria storia personale®,
e percio inevitabile il rischio che continui a perpetrarsi (con legge, in Francia, cosi come, specular-
mente, con la giurisprudenza, in Italia) un palese disequilibrio tra tutte le esigenze coinvolte: «il dirit-
to di veto puro e semplice riconosciuto alla madre [comportando] che i diritti del minore riconosciuti
nel sistema generale della convenzione (sentenze Johansen c. Norvége, Kuzner c. Germania), [siano]
interamente negati e dimenticati»®’.

degli interessi in conflitto, nell’ipotesi in cui la madre permanga nella sua posizione di rifiuto che comporta la
definitiva privazione del diritto del figlio a conoscere la sua origine»: con la conseguenza, «in definitiva», che
«lo squilibrio iniziale resta perpetuato nella misura in cui il diritto all’accesso alle informazioni sulle origini per-
sonali resta subordinato alla decisione esclusiva della madre» (cosi, Corte cassaz., op. et loc. ult. cit., tredicesi-
mo e quattordicesimo per.).

64 Cosi, Corte cassaz., op. et loc. ult. cit., quinto per.

65 .. mettendosi, insomma, «in luce come all’istituto del parto anonimo & stata riconosciuta nella sentenza
Odiévre legittimita anche nel perpetuare una posizione di disparita fra gli interessi in conflitto rendendo per
certi versi improprio il richiamo alla teoria e alla tecnica del bilanciamento fra diritti fondamentali abitualmente
utilizzata dalla giurisprudenza di Strasburgo»: cosi, Corte cassaz., sez. | civ., sent. 21 luglio 2016, n. 15024 (pun-
to 14 cons. dir.).

66 ... laddove, in altri termini, si «riconosce come un ostacolo assoluto a qualsiasi ricerca di informazione, da
parte della persona nata in regime di anonimato, la decisione della madre, quale che sia la ragione e la legitti-
mita di tale decisione»: cosi, Corte cassaz., op. et loc. ult. cit., terzo per.

57 Cosi, Corte cassaz., op. et loc. ult. cit., settimo per.
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The adoptee’s right of access to origins within the constraints of maternal anonymity

Coming without coming from: The adoptee’s right of access to
origins within the constraints of maternal anonymity

Stefano Agosta*

ABSTRACT: This article analyses the judicial path, crossed by lights and shadows, and
its ability to make it feasible to more easily learn information about one’s own paren-
tal history in anonymous birth. A comparison is made between the European Court of
Human Rights (ECtHR) case law and the Italian Constitutional Court case law, showing
differences in the methods but strong similarities in the substantive solutions. Con-
clusively, in the Italian legal system, the mother’s decision to confirm her original
choice for anonymity has an undisputed prevalence when it tries to balance with the
child’s constitutional right to have his or her own personal experience recognised.

KEYWORDS: Anonymous birth; right to know one’s origins; right to respect for private
life

SUMMARY: 1. Personal identity and knowledge of origins: introduction. — 2. A comparison between the mother’s
right not to be found and the adoptee’s right to seek: a static perspective. — 3. (continue) The constitutional
mosaic (between health, privacy and personal identity). — 4. (continue) The dynamic perspective. — 5. The cen-
trality of the maternal veto and the residual ambiguities of a (disguised) balancing.

1. Personal identity and knowledge of origins: introduction

mong the many intersections that inevitably exist at present between law and genetics —

for reasons that can be easily understood, depending on medical-scientific progress — dur-

ing the last few years, a place in adjudication and doctrine has surely been carved out
(and continued to hold strongly) by the right of the individual to research his genetic and biological
origins.
There are at least two viewpoints from which the delicate issue of the knowledge of one’s personal
history can be looked at as a whole in our legal system — that is, respectively, from the perspective of
powers or from the perspective of rights. Here, particular attention will be paid only to the second
perspective,! with specific reference to the right to personal identity pursuant to Article 2 of the Ital-
ian Constitution, with the need to access one’s past experience representing one of its most salient

%

Full Professor of Constitutional Law, Department of Law, University of Messina. Mail: stefa-
no.agosta@unime.it. The original version of this article is in Italian. English translation was provided by editors.
All resulting mistakes in words or meanings are the result of their work. In the original version, footnotes quot-
ing ECtHR Godelli v. Italy refer to the Italian translation of the judgement. The editors adapted from the original
English version of the judgment available on hudoc.echr.coe.int. The article was peer-reviewed by the editorial
committee.

1 ... the first of these two viewpoints could be examined in greater detail on another occasion.
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aspects.? It is no mystery that “the balanced development of the individual and relational personali-
ty” passes through the “construction of one’s external identity, whose essential elements are the
name and a recognisable descent” and, on the other hand, through the construction of a specular

III

“internal” identity, requiring “the knowledge and acceptance of the biological descent and of the
closest parental network”.3

From this point of view, it is therefore obvious that the individual’s relational life is profoundly af-
fected by satisfying the innate need to learn information about his or her previous parental history.*
This is true for the adopted child (to whom this contribution is expressly dedicated), but is all the
more true for other situations that are to some extent comparable to the former. For example, that
of the child born through heterologous insemination® or, backwards (and in limine), of supernumer-

ary embryos that can potentially be adopted at birth.®

2 |n this sense, Italian Constitutional Court (ItCC in the following) no. 286/2016 (p. 3.4.1. cons. dir., first subpar-
agraph). See, ex multis, E. MALFATTI, lllegittimita dell’automatismo nell’attribuzione del cognome paterno: la
“cornice” (giurisprudenziale europea) non fa il quadro, in forum costituzionale (5 January 2017); S. SCAGLIARINI,
Dubbie certezze e sicure incertezze in tema di cognome dei figli, in rivista AIC (19 May 2017, available at:
https://www.rivistaaic.it/images/rivista/pdf/2 2017 Scagliarini.pdf); C. INGENITO, L’epilogo dell’automatica at-
tribuzione del cognome paterno al figlio (Nota a Corte costituzionale n. 286/2016
(https://www.osservatorioaic.it/images/rivista/pdf/INGENITO%20definitivo.pdf) and A. Fusco, “Chi fuor li mag-
gior tui?”: la nuova risposta del Giudice delle leggi alla questione sull’attribuzione automatica del cognome pa-
terno. Riflessioni a margine di C. cost. sent. n. 286 del 2016 (https://bit.ly/3hmtg3g), both in
www.osservatorioaic.it (respectively 31 May e 5 September 2017).

3 In this direction, Italian Court of Cassation, sec. | civ., judgment 29 May 2017-20 March 2018, no. 6963 (re-
spectively, pp. 8 and 8.1, first subparagraph, cons. dir.), with notes by, ex multis, G. VASSALLO, Parto anonimo: di-
ritto di conoscere le proprie origini va esteso alle sorelle, in www.altalex.com (12 April 2018); E. CATALANO, // di-
ritto alla conoscenza delle proprie origini, in www.salvisjuribus.it (4 July 2018); A. GIURLANDA, /I diritto a conosce-
re le proprie origini puo essere esercitato anche nei confronti delle sorelle e dei fratelli biologici dell’adottato?,
in www.questionegiustizia.it (26 September 2018); G. CASABURI, Riflessioni estemporanee su azioni di stato,
nuova genitorialita, tutela del minore, en attendant le SS.UU. del 6 novembre 2018, in www.articolo29.it (8 No-
vember 2018); C. GRANATA, Il diritto alla ricerca delle proprie origini: i punti rimasti irrisolti dopo la sentenza n.
6963 della Corte di Cassazione, Sez. I, del 20.03.2018, in www.rivista.camminodiritto.it (16 December 2019); I.
LOMBARDINI, Il procedimento di “interpello” della madre biologica, che abbia dichiarato di non voler essere nomi-
nata al momento del parto, ai fini dell’eventuale revoca dell’originaria dichiarazione, e la progressiva espansio-
ne del diritto dell’adottato alla conoscenza delle proprie origini biologiche ad opera della recente giurispruden-
za, in www.diritto.it (5 June 2020).

% In this sense, ItCC no. 278/2013 (p. 4 cons. dir., eight subparagraph) with notes of, ex plurimis, E. FRONTONI, //
diritto del figlio a conoscere le proprie origini tra Corte EDU e Corte costituzionale. Nota a prima lettura sul
mancato ricorso all’art. 117, primo comma, Cost., nella sentenza della Corte costituzionale n. 278 del 2013
(https://www.osservatorioaic.it/images/rivista/pdf/contributo%20Frontoni.pdf) and A. RAPPOSELLI, lllegittimita
costituzionale dichiarata ma non rimossa: un “nuovo” tipo di sentenze additive? (https://bit.ly/2Qajbvh), both
in www.osservatorioaic.it (respectively, December 2013 and January 2015).

5 “In this personal dimension”, in fact, “the possibilities offered by PMA techniques, known as “heterologous”,
solve medical problems, but profoundly modify parenthood and complicate questions about the search for
one’s origins’”: in this sense, for example, V. DE SANTIS, Diritto a conoscere le proprie origini come aspetto della
relazione materna. Adozione, PMA eterologa e cognome materno, in www.nomos-leattualitaneldiritto.it
(March 2018), spec. 1. On the other side, it is precisely “the entry of 'donors' on the scene” that raises “the se-
rious question of the human right to know one’s origins, a question that cannot be overlooked, minimised or
crushed by the weight of technical and health aspects”: M. CasiNi, C. CAsINI, Il dibattito sulla PMA eterologa

BioLaw Journal — Rivista di BioDiritto, Special Issue 1/2021

€0St-78¢C NSSI
*840°0111IPOIQ" MMM WOJ4 PIPEROJUMOQ



Downloaded from www.biodiritto.org.

ISSN 2284-4503

The adoptee’s right of access to origins within the constraints of maternal anonymity

As a peculiar aspect of the broader and multifaceted right to personal identity — to return to the spe-
cific situation of adoption — in recent years, the right to search for one’s origins has benefited from a
more or less broad recognition both at the international level and, as far as we are concerned, at the
domestic level. The Italian discipline, which has been the result of a series of gradual (but not always
orderly) stratifications over time,” has nonetheless reached the harsh result of denying the adoptee
any authorisation to know his or her personal history — and to anyone interested in it, this cannot oc-
cur until a hundred years have elapsed since the certificate of assistance in childbirth or the medical
records containing the identification data of the mother — without even contemplating a prior verifi-
cation of the mother’s persistent desire to remain anonymous.

The legal regulation was so stringent that it was foreseeable (even, inevitable) that the courts would
intervene, in search of a more reasonable balance between the interests involved — “that of the per-
son who wants to complete the construction of his identity through the search of his biological ori-
gins and that of the biological mother who has exercised, at the time of birth, the right not to be
named and who may want to keep this secret precisely in order not to alter the identity, also rela-
tional, built over time”.® Before looking dynamically at the constitutional issues involved, we first
conducted an in-depth static analysis of the “right to know the truth about one’s personal history”
and “the right to preserve the pre-existing construction of one’s own identity and that of any third
parties involved”.

Let us leave aside for a moment the purely synchronic profile of the two rights evoked (related, that
is, to the need to guarantee the conceived and pregnant woman the best conditions for the birth

all'indomani della sentenza costituzionale n. 162 del 2014. In particolare: il diritto a conoscere le proprie origini
e I’“adozione per la nascita”, in this review, no. 2/2014, 139.

6 Obviously, it is not possible here to dwell at length on this main issue. It is only possible to point out that “dur-
ing the discussion on Law 40/2004, 'adoption for birth' or 'prenatal adoption' was proposed as a limited and
temporary remedy, on the assumption that when the new law came into force, the accumulation of spare em-
bryos in freezers would stop”: but it was harshly rejected, at the end, by those who “saw in the 'declaration of
adoptability of the conceived' the equating of the unborn with the already born” (thus, once again, M. CAsInI, C.
CASINI, op. cit., 151). In the years that followed, this proposal made a comeback thanks to a series of interven-
tions by the National Bioethics Committee, which on several occasions highlighted the validity of the argu-
ments [see part. Adoption for birth of cryopreserved and residual embryos resulting from medically assisted
procreation (P.M.A.) and fate of embryos resulting from medically assisted procreation that can no longer be
implanted, both at http://bioetica.governo.it, 18 November 2005 and 26 October 2007 respectively].

On this subject, see for instance A. PALAZz0, La filiazione, Milan, 2007, part. 52 ss.; M. Picozzl, F. Nicoll, V. VIGANO,
Il dono tra desiderio e ragione. Una riflessione sui principali nodi bioetici connessi alla fecondazione eterologa,
in AA.VV., Cose o persone? Sull’esser figli al tempo dell'eterologa, edited by L. Grion, Trieste, 2016, spec. 58 ss.;
D. CASTELLANO, Congelamento degli embrioni: un caso e molti problemi, in www.filodiritto.com (15 December
2020).

7 In this sense, see the original wording of Art. 28 of law no. 184/1983, Right of the child to a family, as well as
the subsequent amendments introduced, respectively, by Art. 30(1) (Declaration of birth) of Presidential De-
cree no. 396/2000, Regulations for the revision and simplification of the civil status system, pursuant to Article
2(12) of law no. 127 of 15 May 1997, by Art. 24 of law no. 149/2001, Amendments to law no. 184 of 4 May
1983, on the adoption and foster care of children, and to Title VIl of the first book of the Civil Code, and by Art.
93 (2) (Certificate of birth assistance) of Legislative Decree no. 196/2003, Personal Data Protection Code.

8 Here again Court of Cassation, sec. | civ., judgment 29 May 2017-20 March 2018, no. 6963 (p. 8.1, cons. dir.,
respectively, second and first subparagraph) to which we refer also for the textual passage immediately follow-

ing.
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and, in this way, avoid her assumption of irreversible choices®), and let us now focus on the diachron-
ic profile (relating to the time after the birth). It is natural, in fact, that “the commitment to the
recognition of the right to know one’s origins has been stimulated, in very recent times, precisely by

the need to find a balanced composition between opposing rights” .1

2. A comparison between the mother’s right not to be found and the adoptee’s right to
seek: a static perspective

It is easy to understand how there is, in fact, a strong reciprocal conditioning between the funda-
mental constitutional requirements underlying the rights of mothers and children respectively, be-
cause they are not even artificially separable in abstract.*!

If we think of the mother, in particular, the law is aimed at preventing her from retracing her steps
many years later — answering to an unknown and perhaps already grown-up child — by establishing
that her original choice of anonymous childbirth was irreversible.?? The legislator of the time had, in
short, staked everything on the inextricable interweaving between the maternal right to anonymity
and the non-breakability of secrecy.® Indeed, this solution did not seem to be a real balancing of op-

posing constitutional interests (which, chronologically, would have occurred, in limine, only when the

9 See ItCC no. 278 cit. (p. 4, cons. dir., fourth subparagraph, first indent), which, in particular, refers to the same
passage in its own precedent no. 425/2005 (p. 4, cons. dir., third subparagraph) [with notes of, ex multis, S.
MARzUcCcHI, Dei rapporti tra I'identita dell’adottato e la riservatezza del genitore naturale (in margine alla sent.
n. 425 del 2005 della Corte costituzionale), in www.associazionedeicostituzionalisti.it (6 April 2006); S. FAVALLI,
Parto anonimo e diritto a conoscere le proprie origini: un dialogo decennale fra CEDU e Corte Costituzionale ita-
liana, in www.forumcostituzionale.it (9 December 2013); B. BARBISAN, Apprendimento e resistenze nel dialogo
fra Corte costituzionale e Corte di Strasburgo: il caso del diritto all’anonimato della madre naturale, in
www.diritticomparati.it (9 May 2016)].

10 Here again Court of Cassation, sec. | civ., judgment 29 May 2017-20 March 2018, no. 6963 (p. 8.1, cons. dir.,
second subparagraph).

11 As has been pointed out by ItCC no. 278, cited above (p. 4 cons. dir, first and second subparagraphs), “the is-
sue of the mother’s right to anonymity and the child’s right to know his or her origins for the purpose of pro-
tecting his or her fundamental rights have already been the subject of rulings both by this Court and by the Eu-
ropean Court of Human Rights”: since they are “issues of particular delicacy, because they both involve consti-
tutional values of primary importance and see their respective ways of realising them mutually implicated”; “to
the point that - as is evident - the scope of the protection of the mother’s right to anonymity cannot but condi-
tion, in practice, the fulfilment of the child’s opposing aspiration to know his or her origins, and vice versa”.

12 “The irrevocability of the effects of this choice was”, in other words, “explained according to a logic of rein-
forcing the corresponding objectives, excluding that the decision for anonymity could entail, for the mother,
“the risk of being, in an unspecified future and at the request of the child never known and already an adult,
called upon by the judicial authority to decide whether to confirm or revoke that distant declaration of will”“:
thus, ItCC no. 278 cit. (ibid., fourth subparagraph, second indent).

13 .. “the founding nucleus of that choice” being “in this way, as easily understandable, in the bi-univocal corre-
spondence between the right to anonymity, considered in itself, and the lasting and binding protection of con-
fidentiality or, if you like, of secrecy, which the exercise of that right inevitably involves”: thus, again, I1tCC no.
278, cit. (ibid., fifth subparagraph) where, in particular, it goes on to consider this last protection “a founding
nucleus which — it is worth pointing out — cannot but be reaffirmed, precisely in the light of the values of prima-
ry importance which it intends to preserve”.
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The adoptee’s right of access to origins within the constraints of maternal anonymity

woman had decided to opt for anonymous childbirth), since the possibility of deciding whether to
maintain or revoke that original choice would have been open only for the mother.'

The mother’s constitutional right to anonymity, therefore, seemed to prevail over the other rights at
stake, but the reasons for it prevailing did not seem conclusive in the end. The need to exercise a
right to be forgotten without external interference did not seem decisive, nor did the need to pre-
vent legal proceedings aimed at ascertaining whether the wish to remain anonymous was still in
force, such a proceeding jeopardising the secrecy of her identity.!® These two reasons were not deci-
sive because the adoptee’s right to access his or her past would have been irreparably compromised,
and this right is no less fundamental than the mother’s right to be forgotten. Secondly, the effective
guarantee of the woman’s privacy would have depended on the introduction of an abstract possibil-
ity and a concrete way of questioning her.!® The real point was, in reality, a possible reconsideration
of the assumption of a parental status that is no longer legal but natural: the fact that the mother ini-
tially denied her legal parental status cannot exclude the fact that she may later accept and desire
her natural parental status. In the end, the mother could reconcile her original renunciation of her
legal parental status with a later acceptance of her natural parental status.'’

14 “Only the mother therefore in this perspective can be the person entitled to decide whether to revoke her
decision to remain anonymous in relation to the breaking of that need for protection that allowed her to make
the choice allowed by the law”: thus, Court of Cassation, sec. | civ, judgment of 21 July 2016, no. 15024 (p. 15
cons. dir.) [with notes of, ex multis, G. NaLis, Osservatorio di diritto civile, in www.ildirittoamministrativo.it (28
February 2017); A. GIURLANDA, op. cit.; |. LOMBARDINI, Una questione problematica ancora aperta dopo le recenti
pronunce della giurisprudenza: il diritto dell’adottato, non riconosciuto alla nascita, alla conoscenza delle pro-
prie origini e il diritto della madre biologica all’anonimato, in www.diritto.it (6 April 2020) and Ip., I/ procedi-
mento di “interpello” della madre biologica, cit.], sharing the opinion that “according to which, in this case, the
balancing of the fundamental rights at stake appears to be an ineffective and in some ways inappropriate cate-
gory (...)": being, in other words, “properly to speak of a balancing between fundamental rights” only “with
reference to the moment of the mother’s choice to give birth anonymously” — “because at this moment her
right to life and that of her child are at stake” — and not already “after the birth”, when “it is no longer the right
to life that is at stake and the right to anonymity becomes instrumental in protecting the choice made from the
social consequences and in general from the negative consequences that would primarily affect the mother”
(on this crucial point, however, we will return, infra, to par. 5, at the end of this article).

15 The reference would be, thus, to that “system” which — “making the space of the “constraint” to anonymity
temporally equivalent to a duration that could exceed that of an ideal human life” — “rests on the need to pre-
vent any injury to the “right to be forgotten” of the mother and, at the same time, the need to safeguard erga
omnes the confidentiality of her identity, which was obviously considered at risk every time contact is sought to
ascertain whether or not she intends to maintain her anonymity”: thus, I1tCC no. 278 cit. (p. 5, fourth subpara-
graph).

16 In other words, none of the above-mentioned requirements could be said to be truly “diriment”: not the first
one, since the danger of disturbance to the mother corresponds to an opposing danger for the child, deprived
of the right to know its origins; not the second one, since the greater or lesser extent of the protection of con-
fidentiality remains, in conclusion, entrusted to the different modalities provided for by the relevant rules, as
well as to the practise of their application”: thus, again, ItCC no. 278 cit. (ibid., fifth subparagraph).

17 ... “on a more general level, a choice for anonymity entailing an irreversible renunciation of 'legal
parenthood" could "reasonably not imply”, in other words, “also a definitive and irreversible renunciation of
'natural parenthood'”: thus, once again, ItCC no. 278 cit. (ibid., sixth subparagraph) where, in particular, it is
admitted that “if this were the case, on the other hand, a sort of prohibition would be introduced into the sys-
tem which would preclude any possibility of a reciprocal relationship between mother and child, with out-
comes that would be difficult to reconcile with Article 2 of the Constitution”. (ibid., seventh subparagraph).
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Turning to the child’s circumstances, it is useful and necessary to distinguish the profile of the effec-
tive enforceability of the right to learn about his or her previous parental history from the profile re-
lated to the constitutional parameters.

It should be noted that constitutional caselaw at first ruled out infringement of Article 3 of the Italian
Constitution on the principle of equal treatment, due to differing regulations regarding the right for
an adopted child to seek their own origins, whether they are the adopted child of a mother seeking
anonymity or one whose parents never expressed any opinion on the matter (i.e., the search for
one’s origins was excluded in the first case and permitted in the second);'® “only the first” of the
above circumstances would be “characterised by the conflictual relationship between the adopted
child’s right to his or her own personal identity and the mother’s right to respect for her wish to be
anonymous”, “and not also the second”.’® Thus, the difference in legal treatment of the two cases
appears reasonable.?

With reference, then, to the possible limitation of the right in question — especially when the appli-
cant is already an adult — it can be easily argued that “the vital interest of the individual to obtain the
information necessary to discover the truth with regard to an important aspect of [his] personal
identity, as an integral part of the right to private life”, integrates “a subjective and ultra-personal
right and, therefore, its enforceability has no temporal limitation”.?! Moreover, well-established case
law confirmed recently?> — has recognised that the full guarantee of the right to personal identity al-
so depends on the recognition of the right “to a filial 'status' corresponding to the biological truth”.?3

18 .. that is to say, “from the point of view of the unreasonable difference in treatment between the adopted
child born of a woman who has declared that she does not wish to be named and the adopted child of parents
who have not made any declaration and have, on the contrary, undergone the adoption”. This legislative deci-
sion could have been considered unreasonable, “prohibiting the former from accessing information on his or
her origins while allowing the latter to do so. The balance between the adoptee and his or her adoptive parents
[could have been] exposed to greater dangers in the latter case than in the former, where years later the bio-
logical parent could have worked out his or her past conduct”, ItCC no. 425, cit. (p. 6, cons. dir., first subpara-
graph).

1% n this sense, ItCC no. 425 cit. (ibidem, second subparagraph).

20 The ItCC overruling of this decisive aspect will be discussed infra in section 4.

21 In this way, European Court of Human Rights (ECtHR in the following), sec. Il, Godelli v. Italy, 25 September
2012, § 54, with comments of, ex plurimis, D. BUTTURINI, La pretesa a conoscere le proprie origini come espres-
sione del diritto al rispetto della vita privata, in www.forumcostituzionale.it (24 October 2012); R.G. ConTl, La
giurisprudenza civile sull’esecuzione delle decisioni della Corte Edu, in www.questionegiustizia.it, no. 1/2019,
283 ss.; R. TRezza, Diritto all’lanonimato e diritto a conoscere le proprie origini biologiche, in
www.giustiziainsieme.it (4 October 2019); I. LOMBARDINI, Il procedimento di “interpello” della madre biologica,
cit.

22 Here Court of Cassation, sec. | civ., judgment 22 September 2020, no. 19824 with notes of, for example, S.
OCCHIPINTI, Accertamento della maternita, il diritto della madre all’anonimato cessa con la sua morte, in
www.altalex.com (2 October 2020); REDAZIONE, Diritto a conoscere le proprie origini, in www.diritto.it (8 Octo-
ber 2020); L. BONARINI, Azione giudiziale di accertamento della maternita — parto cd. anonimo. Cass. Civ., sez.
1, 22/09/2020, n. 19824, in www.salvisjuribus.it (27 November 2020), and now please allow for reference to S.
AGOSTA, Anonimato della madre premorta e riespansione del diritto all’identita personale del figlio (a margine di
Cassaz. sent. n. 19824/2020), in Quad. cost., 2021.

2 .. “the uncertainty on such a 'status'“ could “determine distress and a 'vulnus' to the adequate development
and formation of the personality in every stage of life”: with the consequence that “the right to the recognition
of a filial status corresponding to the truth belongs to the core of each person’s inviolable rights (Art. 2 It. Cost.
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The Italian legal system has given preeminent importance to this last right — “as an essential compo-
nent of the right to personal identity, at every stage of a person’s life and therefore also in adult-
hood”.?* This is, moreover, amply demonstrated by the lack of any temporal constraint on the legiti-
mate activation by the interested person of the judge’s verification of parenthood.?

3. (continue) The constitutional mosaic (between health, privacy and personal identity)

Let us now speak of constitutional parameters. There have been three main provisions that have tra-
ditionally underpinned the right in question: Article 32, Article 117(1), and Articles 2 and 3 of the ltal-
ian Constitution, depending on which one was invoked.

Let us start with the first provision, Article 32 of the Italian Constitution, concerning the right to psy-
cho-physical health. This right has been put into play both in relation to the disclosure of the secret
and in the diametrically opposed hypothesis of its maintenance. On the one hand, it has been ar-
gued, for example, that the judge (in this case, the European Court of Human Rights, also the Stras-
bourg Court or ECtHR in the following ) should have taken due account of the harm to the psycho-
physical well-being of the person adopted at a tender age (and, at the time of the appeal, already el-
derly) that might have resulted from the judicial removal of the anonymity.?® On the other hand,
however, it was objected that the appellant herself had “demonstrated a genuine interest in knowing
the identity of the mother, since she had attempted to acquire certainty in this regard”: “such behav-
iour” demonstrated “a moral and psychological suffering, even if this is not ascertained from a medi-
cal point of view”.?” The same parameter is relevant considering the potential violation of Article 32

and Art. 8 ECHR), considered both in the individual and relational dimension” [thus, Court of Cassation, sec. |
civ., judgment 22 September 2020, no. 19824 (p. 2, cons. dir., sixth subparagraph) recalling among others, on
this point, Court of Cassation, sec. | civ., judgment 13 April-9 June 2015, no. 11887; 29 November 2016, no.
24292; 15 February 2017, no. 4020]. “On the grounds of these articulated arguments”, the Court of Cassation,
moreover, held “the question about the constitutional legitimacy of Art. 270 of the Civil Code” to be manifestly
unfounded. The question complained “that the action for the judicial ascertainment of paternity or maternity
could not be time barred, [excluding] any possibility for the judge to assess the request for judicial declaration
in cases where the action [had been] proposed with considerable delay (in this case about forty years), with the
effect of sacrificing the right of the presumed father to the stability of family relationships matured over time,
and imposing on him after a long time a compulsory ascertainment of the filiation relationship that the inter-
ested person could have requested earlier”: so, again, Court of Cassation, sec. | civ., judgment 22 September
2020, no. 19824 (ibid.).

24 Again, Court of Cassation, sec. | civ., judgment 22 September 2020, no. 19824 (ibid., seventh subparagraph).
25 . “as well as the fact that evidence may be given by any means, pursuant to Art. 269, par. 2 of the Civil
Code”: Court of Cassation, op. et loc. ult. cit.

26 “pAccording to the Italian Government”, in particular, “the Court” should precisely have “taken into account
the fact that the applicant, now almost 70 years old, was adopted at the age of six and that the non-consensual
lifting of the secrecy of her birth [could] have proved very difficult at this stage, given the possible non-
negligible risks to her health and to her present family”: see ECtHR, Godelli v. Italia, cit., § 58.

27 |f it was, therefore, realistic to think “that the applicant, [at the time] 69 years old, [had] managed to build up
her personality even in the absence of information concerning the identity of her biological mother, it [had to
be] accepted that the interest that [an] individual might have in knowing her ancestry did not [diminish] with
age, indeed [the] opposite occurred”: thus, again, ECtHR, Godelli v. Italy, cited above, § 69, on the point re-
calling - among its precedents on the matter — EctHR, third section, Jdggi v. Switzerland, 13 July 2006, spec. §
40, with comments, ex multis, of C. CAMPIGLIO, Con la morte, I'uomo perde il diritto al rispetto della vita privata
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when the child found herself in the material impossibility of accessing any information relating to her
parents’ genetic makeup.?®

As for the second relevant constitutional provision, Article 117(1) has often been invoked in connec-
tion with Article 8 of the European Convention on Human Rights (ECHR) and the corresponding in-
terpretation offered by the Strasbourg judges, together with the New York and Hague Conventions.?
In the case of Godelli v. Italy cited above, the Strasbourg Court sanctioned the Italian discipline for
not having “sought to establish a fair balance and proportionality between the interests of the par-
ties to the dispute” and, in so doing, for having consequently “exceeded the margin of discretion
which [it] had been granted [by the ECHR]”.3° On the one hand, it was held that the need to know
one’s personal history could fall within the concept of both private and family life (both of which are
protected by Article 8 ECHR).3! On the other hand, however, the ECtHR clearly limited the case to pri-
vate life only. Some of the Court’s famous precedents on the matter have been quoted? to demon-
strate that, in fact, the application was made only for access to the identity of one’s biological ances-

and S. TONOLO, Identita personale, maternita surrogata e superiore interesse del minore nella piti recente giuri-
sprudenza della Corte europea dei diritti dell’'uomo, both in Diritti umani e diritto internazionale, respectively
no. 2/2007, 394 ss. and no. 1/2015, 202 ss.; L. Pou, Il diritto a conoscere le proprie origini e le tecniche di fecon-
dazione assistita: profili di diritto internazionale, in GenlUS, no. 1/2016, 43 ss.

28 . “because of the impossibility”, in other words, “for the child to obtain data on his family history, also in re-
lation to the genetic risk”: “inasmuch as preventing knowledge of data concerning the birth mother would de-
prive the adoptee of any possibility of obtaining an anamnesis of the family, which is essential for prophylactic
interventions or diagnostic tests, since he of she already lacks information on the health history of the paternal
branch of the family tree. This, moreover, in the light of the practice, widespread in Italian hospitals, of omit-
ting the ordinary collection of anamnestic data that do not identify the mother” [ItCC no. 278 cited above (p. 1,
cons. dir., second subparagraph, and p.1 rit. fatto, eighth subparagraph)].

29 . for “violation” of, respectively, “Artt. 7 and 8 of the New York Convention on the Rights of the Child of 20
October 1989, made enforceable by law no. 176 of 1991, in so far as they require respect for the rights of the
child, including those aimed at preserving his or her identity, name and family relationships” (“for the adopted
child, identity” consisting “precisely in seeking his origins, his roots and information about his biological fami-
ly”) as well as “of Art. 30 of the Hague Convention of 29 May 1993, made enforceable by law no. 476 of 1998”:
thus, Court of Cassation, sec. | civ., judgment 29 May 2017-20 March 2018, no. 6963 (p. 4.1, cons. dir.)

30 Here ECtHR, Godelli v. Italia, cit., § 71 [§ 58 English version, n.d.r.], quoted by ItCC no. 278, cit. (p. 1. cons.
dir., second subparagraph).

31 . “the applicant” having in particular argued “that her request to obtain information on eminently personal
aspects of her history and childhood [fell] within the scope of Article 8 of the Convention” since “the search for
her identity [was] an integral part of her 'private life' but also of her 'family life'“: thus, ECtHR, Godelli v. Italia,
cit., § 43.

32 Spec. Mikuli¢ v. Croatia, 7 February 2002, § 53 [with comments of, ex multis, C. CAMPIGLIO, Il divieto di fecon-
dazione eterologa all’esame della Corte europea dei diritti umani, in Diritti umani e diritto internazionale, no.
3/2010, spec. 4, D. BUTTURINI, op. cit., part. 3, A. CIERvo, Il diritto all’anonimato della madre biologica ovvero
quando Strasburgo anticipa Roma, in https://diritti-cedu.unipg.it/ (15 February 2014), par. 2] and Odiévre c.
Francia, 13 February 2003, § 29 with notes of, ex plurimis, ). LONG, Ammissibilita del parto anonimo e accesso
alle informazioni sulle proprie origini: il caso Odiévre c. Francia (introduzione a Corte europea per i diritti
dell’'uomo, sentenza 13 febbraio 2003, Odievre c. Francia), in Minori e giustizia, no. 3/2003, 172 ss.; A. RENDA, La
sentenza O c. Francia della Corte Europea dei diritti dell’'uomo: un passo indietro rispetto all’interesse a cono-
scere le proprie origini biologiche, in Familia, no. 4/2004, 1121 ss.; S. FAVALLI, op. cit.
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The adoptee’s right of access to origins within the constraints of maternal anonymity

tors (as an important component for the construction of one’s personal identity) and not also for ver-
ification of one’s adoptive status (which, on the contrary, falls within the notion of family life).3
Questioned on this point, the Strasbourg judges recalled “that Article 8 protects a right to personal
identity and development and the right to establish and deepen relations with one’s peers and the
outside world”: “to that development”, contributes “the discovery of details relating to one’s identity
as a human being and the vital interest, protected by the Convention, in obtaining information nec-
essary to discover the truth concerning an important aspect of personal identity, for example, the
identity of one’s parents”.3* From this last point of view, the Strasbourg Court has pointed out that,
among the duties that Article 8 imposes on each national system, there is no clear demarcation be-
tween negative and positive obligations; on the contrary, the positive obligations — for instance, the
need to adopt any measure aimed at ensuring the effectiveness of the protection of privacy — can
overlap with the mere obligation of the State to abstain from any abusive public interference in the
private sphere of the person.®®

33 “In the present case”, in short, “the applicant was not seeking to question the existence of her adoptive filia-
tion, but to know the circumstances of her birth and abandonment, which included knowledge of the identity
of her biological parents”: with the result that “the Court” was not “called upon to determine whether the pro-
ceedings concerning the filial link between the applicant and her mother fell within the scope of 'family life'
within the meaning of Article 8, since in any event the right to know one’s ancestry fell within the scope of the
concept of 'private life', which included important aspects of personal identity of which the identity of the par-
ents formed part” (thus, ECtHR, Godelli v. Italia, ibid., § 45).

On this particular point, however, it is worth recalling that “the Government [had argued] that no family life
within the meaning of Article 8 of the Convention [existed] between the applicant and her biological mother, as
the former had nev