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Abstract

Rare diseases have held a special status within health policy of the European
Union (EU) since the 1990s. According to key EU legal documents on this
issue, patients who suffer from a rare disease are entitled to the same good
quality care as others. Due to the “low prevalence” of each rare disease and
simultaneously the large total number of patients affected by them — between
27 and 36 million people in the EU — individuals who belong to this group
are regarded as particularly vulnerable.

Classifying people with rare diseases as vulnerable raises ethical issues
that have rarely been discussed by scholarship in social sciences and humani-
ties. Drawing on existing literature, I argue that research ethics as well as ethics
and politics of public health espouse a negative and labelling understanding
of vulnerability. According to this concept of vulnerability some individuals,
groups or populations are classified as being subjected to greater harm or hurt
than others; thus, they require special support from, for instance, researchers
and/or the healthcare system. As a result, such an understanding increases the
danger of paternalistic practices and “pathogenic vulnerability” [Mackenzie
2013]. It may also contribute to discrimination, stigmatising and victimising.
As I show in this article, health policies tailored to rare diseases often run the
risk of increasing “pathogenic vulnerability”.
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INTRODUCTION

This article provides an analysis of a problem rarely discussed in the literature of
the humanities and social sciences (especially bioethics, and medical anthropology
and sociology), namely the ethical issues related to classifying people who suffer
from rare diseases as a so-called vulnerable group?®. The concept of vulnerability,
albeit criticised, occupies a prominent place in philosophy, research ethics and
bioethics, social sciences as well as in the ethics and politics of public health. In
research ethics and the ethics and politics of public health a negative and label-
ling understanding of vulnerability prevails. This understanding of vulnerability
classifies certain individuals, groups or populations as more susceptible to harm
or being hurt than others; as such they require special protection, be it from those
conducting the research or, for example, from the healthcare system. Following
other researchers, I argue that such an approach not only questions the autonomy
of people or groups described as vulnerable, but could also facilitate paternalistic
practices [e.g., Mackenzie 2013, Rogers 2013] and “pathogenic vulnerability”
[Mackenzie 2013]. It may also encourage discriminating, stigmatising and vic-
timising processes [Goffman 1986, Link, Phelan 2001]. As I show in this paper,
these are the dangers entailed by health policies related to rare diseases.

This article is based on the results of studies that have been carried out within
three projects in Poland and — comparatively — in Finland and Sweden since 2016°.

2 As emphasised by Zygmunt Bauman [2003], among others, the Polish language lacks an
appropriate equivalent of the English concept of “vulnerability”. According to Bauman, the English
word “vulnerability” “suggests sensitivity or being prone to injuries, the lack of, or insufficient
protection from, being harmed, overall weakness and susceptibility to being a victim of violent
attacks or giving in to ailments” [2003: 45]. Bauman proposes to translate this term as “ranliwo$¢”
(“woundability”) [Bauman 2003: 45]. In the context of research on natural hazards — where, as
I show below, it plays a crucial role — the same term is translated into Polish as “podatno$¢” (“sus-
ceptibility”) or “wrazliwo$¢” (“sensitivity”’) [Rucinska 2014, Dziatek, Biernacki 2014]. Translations
encountered in the field of ethics and bioethics are “cielesna podatno$¢” (“bodily susceptibility”)
[Swierkosz 2018] or “podatno$é na zranienie” (“susceptibility to harm™).

3 Research is carried out within two grants; I am the PI in both: (1) “Socio-Cultural Dimen-
sions of Rare Diseases: The Case of LCHAD Deficiency. A Comparative Study of Poland and Fin-
land” (2016-2019, grant funded by The National Science Centre, grant no. 2015/17/B/HS3/00107)
and (2) “An Anthropology of Rare Diseases. A Study of the Baltic Sea Region” (2018-2022, grant
funded by The National Science Centre, grant no. 2017/26/E/HS3/00291). The third project was
conducted at the Helsinki Collegium for Advanced Studies (2018-2019) within the EURIAS Fel-
lowship Programme and the European Commission (Marie-Sklodowska-Curie Action — COFUND
Programme — FP7), titled “Food, Biomedical Technologies, and Care. The Case of Rare Metabolic
Disorders”. I was inspired to write this article while preparing applications for ethics committees
in Finland and Sweden as well as by observing the development of healthcare policy in Poland,
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The ethnographic research is being conducted with people suffering from rare
diseases, particularly inborn errors of metabolism* as well as with their families,
representatives of patient organizations and the medical community. We conduct
participant observation in patients’ homes, at culinary workshops, Rare Disease
Day that is celebrated every year on the last day of February and other events re-
lated to rare diseases, such as conferences tailored to the representatives of patient
organizations, the medical community as well as to patients and their families.
We gather illness narratives [Kleinman 1989] and conduct in-depth interviews
with doctors, geneticists, dieticians and representatives of patient organizations
in Poland, Finland and Sweden. In addition, we analyse legal documents on rare
diseases and orphan drugs as well as pamphlets and other texts addressed to
patients and their relatives; we also follow media discourse and discussions on
social media platforms for patients and their families.

In our research, we focus on rare metabolic diseases, in particular fatty acid
oxidation disorders (FAODs) and organic acid disorders (OADs). Rare metabolic
diseases are genetic disorders in the metabolism of proteins, fats and carbohy-
drates [Ehmke vel Emczynska-Seliga 2016]. In Poland, Finland and Sweden
inborn errors of metabolism have been detected in neonatal screening’® for the
last 10 years. This, along with the prevalence of these particular diseases in any
given country constituted one of the criteria for selecting a comparative study area.

Similarly to other rare diseases [van der Lippe et al. 2017], there are cur-
rently no medicines suitable for treating patients suffering from rare metabolic
conditions. The very process of “treatment” poses clinical challenges and requires
patients to adhere to a lifelong dietary regimen. Many of these patients must avoid
fasting in order to prevent dangerous complications, in particular hypoglycaemia
and metabolic decompensation which may even be caused by the common cold

specifically the National Plan for Rare Diseases. Due to the highly time-consuming process of ob-
taining consent from the Ethics Committee in Sweden, research in that country was delayed until
January 2020; additionally, the latest Finnish Plan for Rare Diseases lacks the key bio-political
“instrument” analysed in this article: the “Passport of care for a patient suffering from a rare
disease”. Hence, where this article focuses on healthcare policy, I refer primarily to the research
material from Poland.

4 The term “inborn errors of metabolism” was coined in 1909 by British doctor and biochemist,
Archibald Garrod, to describe “a group of conditions that ‘apparently result from the failure of some
step or other in the series of chemical changes that constitute metabolism’” [Garrod 1963(1909):
13 in: Paul, Brosco 2013: 11].

5 Tt is worth noting that the pilot phenylketonuria (PKU) screening programme in Poland
dates back to 1965, however, it was not extended to the entire population of newborns until the
late 1980s [for newborn screening tests in Poland see, for example, Ottarzewski 2018].
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[Ehmke vel Emczynska-Seliga 2016]. Such a regimen deviates quite significan-
tly from dietary recommendations for “normal” children [Rajtar 2019, see also
Chowaniec-Rylke 2018]. Moreover, children and adolescents often experience
problems with eating that necessitate tube feeding [Rajtar 2017]. Patients require
strict clinical, biochemical and dietary monitoring and depending on the course
of the disease may require frequent hospitalization.

This article begins by discussing the concept of vulnerability in research
ethics and outlining theoretical approaches to this concept in philosophy and
social sciences.

THE CONCEPT OF VULNERABILITY IN RESEARCH ETHICS

Over the past few decades, the concept of vulnerability has held a central place
in bioethics and research ethics. Current debates on this concept were inspired
by the first codes of research ethics, in particular “The Belmont Report” (1979)
—adocument of the American National Commission for the Protection of Human
Subjects of Biomedical and Behavioral Research containing a set of basic ethical
principles and guidelines which should underlie all biomedical and behavioural
studies with research participants [Bracken-Roche et al. 2017, Rogers 2013]°.
The three principles promoted in the Report — respect for persons, beneficence
and justice — were designed to ensure protection for all human subjects. The Re-
port distinguishes “vulnerable participants (...) presumably from nonvulnerable
participants” and lists particularly vulnerable groups [Rogers 2013: 64]. Asking
why vulnerability is an important issue for bioethics, Ruth Macklin says that
the simplest — though not necessarily satisfactory — answer is, “that vulnerable
individuals and groups are subject to exploitation, and exploitation is morally
wrong” [2003: 472]. However, as ethicists and social researchers admit, the
concept of vulnerability lacks a uniform definition and in practice — when we
focus on members of groups considered to be vulnerable — its use is either “too
broad” or “too narrow” [Bracken-Roche et al. 2017, Honkasalo 2018, Lange et
al. 2013, Macklin 2003, Rogers 2013, among others].

As Dearbhail Bracken-Roche and colleagues [2017] emphasise, the same
problem is true for international and national recommendations and practises

¢ Of course, we cannot forget about the key role of the Nuremberg Code in creating bioethics
and research ethics. Although the concept of vulnerability has not been explicitly mentioned there,
the Code “has an implicit assumption that all research participants are vulnerable” [Lange et al.
2013: 334, see also 2013: 63—-64, Rozynska 2016].
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concerning research ethics, for example the Declaration of Helsinki [2013] or
the aforementioned Belmont Report [1979]”. Both mention the concept and
explicitly list “vulnerable subjects”, however, they do not provide any definition
of the terms, merely listing groups which are more likely to be vulnerable. As
philosopher and bioethicist Wendy Rogers observes, it may result from the fact
that in bioethics the meaning of vulnerability is considered “self-evident”: “the
vulnerable are those who are at increased risk of harms, either because they are
in hazardous situations or because they have a decreased capacity, for whatever
reason, to safeguard their own interests” [Rogers 2013: 63]. Depending on the way
recommendations are formulated, groups described in such a way comprise of, for
example, “neonates in intensive care”, “elderly persons”, “persons with limited
capacity to provide an informed consent or lack thereof”, “persons who have
serious, potentially disabling or life-threatening diseases”, “very sick persons”,
“people suffering from multiple chronic conditions”, but also “members of com-
munities unfamiliar with modern medical concepts” or “pregnant or breastfeeding
women” [Bracken-Roche et al. 2017: 8-10, see also Macklin 2003, Rogers 2013].
Such an approach, described as “labelling” of populations is, as Rogers [2013]
and Lange et al. [2013] note, problematic and not very useful in the context of
research. Moreover, ethics commitee proposals and recommendations from other
bodies tend to provide solutions which focus on issues such as the necessity of
obtaining informed consent from research participants. However, such solutions
do not quite accomplish the goal; for example, they do not protect the participants
form ,,researchers with conflicts of interests” or from ,,disfunctional institutions”
[Lange et al. 2013: 335]. This is the case for several reasons. First, in no way does
such an approach capture the complexity of human vulnerability, “an individual
may be vulnerable for more than one reason, and stating that they are vulnerable
because they belong to a subpopulation does not capture that fact” [Lange et al.
2013:335]. Labelling certain populations as vulnerable, “undermines respect for
individual autonomy, thereby opening up its own set of potential harms” [Rogers
2013: 70]. Second, this approach could encourage discriminatory, stereotyping
and excluding practices. As a result, persons or groups considered to be vulnerable
may be excluded from participating in research that would aid the development
of adequate and/or safe treatment for them.

7 A comprehensive list of analysed documents and a thorough discussion of methodological
issues can be found in Bracken-Roche et al. 2017. The authors emphasise that in the documents
they analysed 51 groups were identified as vulnerable, most frequently “children, minors or young

people”, “prisoners”, “persons with mental health issues”, “patients in emergency settings”, and
“ethnocultural, racial or ethnic minority groups” [Bracken-Roche et al. 2017: 7].
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As I show in the following section of this article, research ethics is not the
only domain where the concept of vulnerability lacks a clear definition; the same
is true for philosophy and social sciences.

AMBIGUITY IN THE CONCEPT OF VULNERABILITY

The concept of vulnerability plays a special role in research contexts within
such diverse disciplines like studies on natural disasters, philosophy, bioethics,
anthropology, sociology and public health. As Finnish anthropologist Marja-Liisa
Honkasalo emphasises, the concept of vulnerability stems from two intellectual
traditions [Honkasalo 2018]. On the one hand, the philosophies of Hannah Arendt
[1958] and Emmanuel Lévinas [1969, for example], both understand vulnerability
as “grounded on relationality”. In this tradition vulnerability “refers both to the
human condition and to affectability — one’s openness to the world” [Honkasalo
2018: 4]%. The other tradition derives from sciences, in particular ecology and
geography that study risk, hazards and natural disasters [Honkasalo 2018: 4,
Dziatek and Biernacki 2014, Faas 2016, Rucinska 2014, among others]. Here,
vulnerability is understood as “the potential for loss” or “susceptibility to harm”
[Faas 2016: 15]. Jarostaw Dzialek and Wojciech Biernacki point out that “in the
context of natural hazards vulnerability is usually defined as an ability of the
system to predict, deal with, resist and rebuild [the damage] in areas endangered
by natural hazards” [2014: 28]. In addition to physical, economic and environ-
mental “conditions of human weaknesses and their creations and surrounding
environment of natural disasters” [Dziatek, Biernacki 2014: 28], social conditions
which they describe as “social sensitivity” play a vital role; the latter conditions
relate to “the functioning of the social system — individuals, social groups and
societies as a whole — when a natural disaster occurs” [Dziatek, Biernacki 2014:
29]. What spans various research contexts is assumption that certain individuals
and social groups require special protection because of their status as vulnerable,
either due to natural disasters, or as subjects of human activities and technology.

As philosophers, anthropologists and sociologists point out, vulnerability
—especially in neoliberal societies — has negative connotations, being understood
as “arisk of or susceptibility to harm” [Coyle, Atkinson 2019: 278], and as “having

§ Bauman [2003: 50-51] seems to lean towards this understanding of vulnerability when

he writes about “the sense of common woundability” experienced by the human race in the era
of globalisation (Bauman translates the word “vulnerability” into Polish as “ranliwos$¢” [“wound-
ability™]).
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reduced capacity or power to protect one’s interests” [Mackenzie 2013: 34]. In this
sense it is often associated with weakness, dependency, suffering, helplessness
and victimisation [Honkasalo 2018, Mackenzie 2013]. Within neoliberal discour-
se, vulnerability remains “ideologically closely tied to individual responsibility,
which again is the central tenet of neoliberal subjectivity” [Honkasalo 2018: 10,
also Mackenzie 2013]. Along with other researchers, Honkasalo [2018: 10] points
out that, “vulnerability [is a] tool of classification and consequent control and ma-
nagement of the population groups” formerly considered to be “at risk”. According
to Honkasalo, the technical term “risk” was replaced by a far more effective one,
namely, vulnerability. Focusing on elderly care in Finland, this anthropologist
illustrates the transformation from the institutional model to informal care at
home that is free of charge. From the perspective of the state there are at least
two undeniable advantages of vulnerability. First, the language of vulnerability
evokes “softness and benevolence” that the “technical language or risk” simply
lacks [Honkasalo 2018: 11]. Second, it allows for reduction in governmental
expenditures and as such is “economically productive” [Honkasalo 2018: 11].

In public discourse and healthcare and welfare policies the elderly and persons
with disabilities or chronic diseases are portrayed as groups considered to be
vulnerable and “in need of being spoken for” [Honkasalo 2018: 11]. Importantly,
persons classified as belonging to these groups do not “self-define” themselves
but are only subjects (or, perhaps, objects) of classification, management and
control of biopower. The latter uses the “soft” language of vulnerability in order
to “help” and “provide care for” members of such groups, while simultaneously
denying them agency [Honkasalo 2018, Mackenzie 2013]. Therefore, the con-
cept of vulnerability is far from neutral. It is criticised mostly for its paternalistic
dimension, for being an ally of the technology of social control and — probably
most often — for the potentially stigmatising labelling of individuals and groups
as vulnerable [Honkasalo 2018, Lange et al. 2013, Mackenzie 2013, Macklin
2003, among others].

As sociologists Bruce Link and Jo Phelan [2001] emphasise in their definition
of “stigma”, referencing the study on stigma by Erving Goffman [1986 (1963)°,

®  Referencing Goffman’s work, among others, Maria Swiqtkiewicz-Mos’ny [2010, see also

Maciejewska-Mroczek et al. 2019] described mechanisms of stigmatising and autostigmatising that
Polish women living with Turner syndrome, a rare genetic disease, experienced. The concept of
stigma is also used in the analysis of eating, social interactions and experiences of people suffering
from phenylketonuria (PKU), a rare metabolic disease in Norway [Diesen et al. 2015]. These two
diseases differ in terms of how stigma is manifested. The stigma of TS women is characterised by
short height along with a characteristic TS phenotype that has, as Swiatkiewicz-Mosny [2010: 10]
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“we apply the term stigma when elements of labelling, stereotyping, separation,
status loss, and discrimination co-occur in a power situation that allows the
components of stigma to unfold” [Link, Phelan 2001: 382].

According to Link and Phelan power plays an indispensable, albeit “taken
for granted” role in stigmatising processes. In particular, it refers to the elements
the authors describe as a “loss of status” (also understood in terms of health and
well-being) and “discrimination”. In the context of the latter, which is primarily
understood as “structural discrimination”, the sociologists claim that it can “pro-
duce negative outcomes that have little to do with the stereotyped beliefs that
initially motivated the structural discrimination” [Link, Phelan 2001: 379]. Such
an understanding of “‘structural discrimination” approximates it to the “pathogenic
vulnerability” [Mackenzie 2013] discussed below. It is worth noting that in their
review of the sociological literature, Link and Phelan [2001: 364] point out that
the concept of stigma is defined in many different ways, which is a result of “the
complexity of the stigma phenomenon” [Link, Phelan 2001: 365]. This resembles
the complexity of vulnerability analysed in this article.

Philosophical and social science discussions have attempted to replace the ne-
gative connotations surrounding vulnerability which is understood, as I mentioned
above, in relation to “helplessness, neediness and victimhood” and juxtaposed
with autonomy [Mackenzie 2013: 38].

For example, Australian philosopher Catriona Mackenzie [2013] does not
perceive vulnerability as being in opposition to autonomy, but as an inherent ele-
ment of autonomy that is grounded in a relational concept of self. As Mackenzie
points out, a universalistic approach to vulnerability “ground[s] vulnerability in
our corporality” [2013: 38], and, by the same token, makes vulnerability (and
dependency) an integral element of the human condition. Such an approach,
as the Australian philosopher argues, stands in opposition to labelling, which
classifies certain populations or groups “as especially vulnerable and therefore
as a target for specific interventions” [Mackenzie 2018: 38]. This labelling is
used in discourses pertaining to social politics. Acknowledging universal human
vulnerability questions the juxtaposition of “the vulnerable ‘others’ who must be
protected and all other citizens who are represented as somehow invulnerable”
[Mackenzie 2018: 38].

emphasises, “features characteristic for both visible and invisible stigma”. By contrast, the stigma
of people suffering from phenylketonuria is invisible; it is revealed only when they eat [Diesen
et al. 2015]. The situation of the majority of patients with other inborn errors of metabolism who
participate in our research is similar.
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The grounded analysis of the Mackenzie’s theoretical approach to vulnera-
bility is beyond the scope of this article. However, Mackenzie’s distinguishing
the sources of vulnerability is worth mentioning in the context of research with
people suffering from rare diseases. According to her, distinguishing the sources
of vulnerability enables comprehensive analysis of vulnerability understood both
as an “ontological condition of our humanity”, and as “context specific”. Thus,
alongside the inherent and situational sources of vulnerability, Mackenzie dif-
ferentiates pathogenic sources, or, simply, speaks of “pathogenic vulnerability”.
The former constitute an inherent element of the human condition and “arise
from our embodiment, our inescapable human needs, and our inevitable depen-
dence on others” [Mackenzie 2013: 39]. The situational sources of vulnerability
are context-dependent and influenced by various social-political, economic or
environmental factors. Although pathogenic sources are a subset of situational
vulnerability, the term itself aims rather at pointing out — among others — how
poorly designed social policies may contribute to creating or augmenting social
inequalities and injustice [Mackenzie 2013, see also Rogers 2013]. “Paternalistic
interventions”, writes Mackenzie, “express or perpetuate relationships of domi-
nation and inequality among members of a community or between the state and
citizens”. Therefore, she continues, “they involve a failure to recognize the per-
sons who are the target of such interventions as having the status of autonomous
agents” [2013: 56, original emphasis].

It is worth noting that even though in medicine, social services and, as I said
above, research ethics, the term vulnerability is used in reference to individuals
and particular groups, other studies, like that of Lindsay-Ann Coyle and Sarah
Atkinson [2019], extend the application of this term to healthcare systems. Ana-
lysing the experiences of people living with “multiple conditions™' that were
treated in one of the care centres in North East England, Coyle and Atkinson
observe that vulnerability is attributable to both human subjects and the health
system which is unable to correctly diagnose patients suffering from more than
one disease. Consequently, their inability to access appropriate care makes them
vulnerable''. In this context these researchers use the term “structural vulnerabi-

10" The choice of this term was governed by the researchers’ attempt to avoid using the overly

medicalised term “multiple morbidity”. As a practical solution, the researchers adopted the term
“multiple conditions” [Coyle, Atkinson 2019: 281]. It is worth noting that each of the research
participants suffered from at least one mental health disorder.

I Another term suggested by Coyle and Atkinson [2019] is “diagnostic vulnerability”, which
quite accurately captures the experiences of people suffering from rare diseases [see, for example,
Timmermans, Buchbinder 2013].
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lity” to emphasise that vulnerability applies to “the health system, not the specific
physicians who practice within its framework” [Coyle, Atkinson 2019: 282, for
structural vulnerability and health see also Quesada et al. 2011]. Here, vulnerabi-
lity is a component of institutional procedures which, while capable of “dealing
with” one disease, prove insufficient when there is a need to “deal with” several
conditions simultaneously. As the researchers point out, on the one hand “the
medical system of practice enacts and enhances this individualised vulnerabili-
ty” [Coyle, Atkinson 2019: 285]. On the other hand, though, the medical system
itself can be “seen as the site of vulnerability” because “normative institutional
practice” cannot cope with the ambivalence and multitude of symptoms present
in patients suffering from multiple conditions. Sympathetic to other represen-
tatives of critical social sciences, Coyle and Atkinson observe that “a dominant
conceptualisation of vulnerability constructs a passive body in need of exceptional
care and protection owing to incapacity and lack of agency” [2019: 284-285].

To sum up, in philosophy, social sciences and research ethics, the concept of
vulnerability is understood in two contrasting ways. On the one hand, it refers
to “a universal shared frailty or susceptibility to harm, giving rise to the idea of
universal protections for research participants” [Lange et al. 2013: 333-334]. On
the other, it pertains to particular individuals or groups which are susceptible to
specific kinds of hurt or harm more than others [Lange et al. 2013, Rogers 2013].
As I will show in the following, the ambiguity of vulnerability applies to rare
diseases. In reference to rare diseases the emphasis is on the “particular” and — as
Mackenzie [2013] puts it — “pathogenic” dimension of this concept.

DEFINING RARE DISEASES IN THE EUROPEAN UNION

There is no single definition for rare diseases globally. In the United States rare
diseases are those which “affect small patient populations, typically populations
smaller than 200,000 individuals” [Rare Disease Act of 2002]. The number of
Americans suffering from such diseases is estimated at 25-30 million. In the first
European legal document on rare diseases [Rodwell, Aymé 2015], “Regulation
of the European Parliament and of the Council of 19997, a disease is considered
rare if it affects no more than 5 persons per 10,000 [Regulation 2000]. This do-
cument emphasises that rare diseases “have been identified as a priority area for
Community action within the framework for action in the field of public health
[Regulation 2000].
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In their report, Maria Libura and colleagues [2016: 12] underline that the
“Council Recommendation on an action in the field of rare diseases” (2009/C
151/02) [Council Recommendation 2009] constitutes “the key legal act” on rare
diseases in Europe. This legal document defines rare diseases as having a “low
prevalence” (no more than 5 per 10,000 persons in the EU) and, due to the vast
number of these diseases, a high total number of people affected. Currently, the
number of rare diseases is estimated at 5,000-8,000'2. They are assumed to affect
6—8% of the population; the total number of such patients in the EU is estimated
at 27-36 million [ Council Recommendation 2009, EURORDIS 2019]. Moreover,
in their recommendations the Council of the EU also points out that “rare dise-
ases are a threat to the health of EU citizens insofar as they are life-threatening
or chronically debilitating diseases with a low prevalence and a high level of
complexity. Despite their rarity, there are so many different types of rare diseases
that millions of people are affected” [Council Recommendation 2009].

According to the same legal document the member states should develop and
adopt a plan or strategy which would “aim at guiding and structuring relevant
actions in the field of rare diseases within the framework of their health and so-
cial systems” [ Council Recommendation 2009]. Such a plan or strategy was to
be “elaborate[ed] and adopt[ed]” “preferably by the end of 2013 at the latest”;
among the countries we focus on in this research, only Finland adopted a National
Plan for Rare Diseases in 2014. Along with Malta, Poland and Sweden are the
only member states in the EU which still have not adopted such a national plan
or strategy".

12 Approved “orphan drugs” are only available for 4% of rare diseases [NPRD 2019: 29]. In
February 2019, the European Medicines Agency had 149 approved medicines with “orphan drug”
status that are devoted to treating rare diseases [NPRD 2019: 29]. According to the available data,
in Finland over 100 “orphan drugs” were registered [FIMEA n.d.]; in Sweden 78 “orphan drugs”
were reimbursed [Sweden Report 2017], whereas in Poland the number of reimbursed drugs for
treating rare diseases amounts to 42 (nearly 60% of them are drugs for treating various cancers)
[NPRD 2019: 29].

13 There is another interesting difference here worth noting — in their NPRD, Finland adopted
the same definition for rare disease as the Council Recommendation [2009]. In Sweden, however, to
be classified as rare, a disease must affect no more than 1 person per 10,000 combined with a severe
lifelong disability [Sweden Report 2017]. Sweden provides an interesting example of a country
which has not developed and adopted a national plan or strategy it has nonetheless implemented
arange of solutions, such as the 2010 National Focal Point in The Field of Rare Diseases. In 2012,
a national plan project was proposed, however, it was not adopted. Our research in Sweden shows
that according to both Swedish doctors and representatives of patient organisations such a national
plan would be helpful.
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DEFINING PEOPLE WITH RARE DISEASES
AS A VULNERABLE GROUP

This article does not aim at providing a thorough analysis of EU documents,
nevertheless it is worth noting that in one of the key European texts on rare dise-
ases, i.e. the Council Recommendation of 8 June 2009 on an action in the field of
rare diseases (2009/C 151/02), the adjective vulnerable (in Polish “bezradni”'
[“the helpless™]) appears only once. The term is used at the beginning of the re-
commendations in the context of the “low prevalence” and “particular isolation”
of patients suffering from rare diseases. The document reads as follows, “Most
of them suffer from less frequently occurring diseases affecting one in 100,000
people or less. These patients are particularly isolated and vulnerable [Polish:
“bezradni”]” [Council Recommendation 2009, emphasis added]. This and similar
documents utilise phrases such as “low prevalence”, “rarity of these conditions”
and “less frequently occurring” as the basic indicators of vulnerability. In this
context rare diseases acquire “specificity” and are considered a “unique domain”
of public health. This understanding of rare diseases is particularly evident in the
following excerpts of the Recommendations: “Because of their low prevalence,
their specificity and the high total number of people affected, rare diseases call
for a global approach” [article 6, emphasis added] and, “The specificities of rare
diseases — a limited number of patients and a scarcity of relevant knowledge and
expertise — single them out as a unique domain” [article18, emphasis added].
Charlotte Rodwell and Ségoléne Aymé [2015], who analysed policies on rare
diseases in Europe, make a similar point. They observe that “the specificities of
rare diseases make the area a veritable public health challenge: the limited num-
ber of patients and scarcity of knowledge and expertise single rare diseases out
as a distinctive domain of high European added-value” [Rodwell, Aymé 2015:
2329, see also Libura et al. 2016].

Similar to research ethics, the Recommendations utilise the labelling appro-
ach to classify people suffering from rare diseases as vulnerable. As I will show
in the remainder of this article, this also holds true for the Polish project of the
National Plan for Rare Diseases [2019]. Patients with such diseases are classified
as a group already suffering from diseases that are “life-threatening or caus|e]

14 The Polish translation of the English term “vulnerable” reflects to a much greater extent than the

original the links to weakness, dependency and helplessness of people described as vulnerable as a group
“in need of being spoken for”” [Honkasalo 2018: 11]. Such usage of the term may implicitly encour-
age paternalistic practices [Mackenzie 2013: 48-49]. I would like to thank an anonymous reviewer
who drew my attention to the issue of translation.
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chronic disability” and this alone puts them in a vulnerable position. Although the
total number of patients is large, the particular diseases affect very few people.
Using Mackenzie’s [2013] differentiation between sources of vulnerability, it
can be said that inherent sources of vulnerability are foregrounded in the case of
people suffering from rare diseases. At the same time, even though those inherent
sources are an intrinsic element of the human condition, the embodiment and
needs of those patients are not the same as others. Rare diseases differentiate
the bodies of the sick from those of the rest of the population [see, for example,
Epstein 2007, Hacking 1995] and simultaneously make them the object of inte-
rest for research ethics and health policies; this is also indicated by the research
conducted in our projects.

In Finland and Sweden, approval from ethics committees to conduct research
was dependent on obtaining informed consent from prospective research parti-
cipants; as I previously mentioned, this is the most common if rather imperfect
solution [Lange et al. 2013: 335] to ensure the protection of people classified as
vulnerable. Another requirement was to provide a detailed description of what
“risks to the health, safety and personal integrity” (in the Swedish version) or the
“potentially negative effects and risks” (in the Finnish) the research participants
may be exposed to. The Swedish application does not differentiate between clinical
and social science research and links the “risk” primarily to its adverse impact on
physical or mental health.'® In Finland, however, the application acknowledges
the ethical principles specific for a given discipline. Thus, in humanities and

EEENT

social and behavioural sciences the “autonomy of research subjects”, “avoiding
harm”, “privacy” and “data protection” are stressed. Additionally, in Finland
strong emphasis is put on the “human dignity” of the participants. Interestingly,
the term vulnerability is not explicitly used in the application form or any other
documents in either of these countries; however, it is implicitly used in both senses
mentioned in this article. On the one hand, vulnerability applies to all research
participants. On the other, it singles some research participants out — children,
patients, the elderly and people with limited capacity to make decisions — as the
groups which deserve special protection from researchers.

The project of the Polish National Plan for Rare Diseases [2019] provides
a good example of labeling within health policies. This applies specifically to
a “rare disease passport” that from the perspective of the sick may be seen as
a key policy instrument.

15" For example, one section of the application required a description of “how the method
[used in the project] differs from clinical routine or regular treatment”.
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A “RARE DISEASE PASSPORT”: WRITING VULNERABILITY
INTO HEALTHCARE STRATEGIES

Apart from Malta and Sweden, Poland is the last country in the EU which still
has not adopted a national plan or strategy for rare diseases [EURORDIS 2019].
However, unlike Poland, Sweden had already established its first centres of re-
ference for rare diseases as early as in 1990 as well as a registry and information
centre for rare diseases in 1999 [Hedley et al. 2016]. Moreover, despite the lack
of a national plan, in 2010 the Swedish government established a National Con-
tact Point to coordinate activities in the area of rare diseases. Patients with rare
diseases who live in Sweden can rely on the coordinated care of the Karolinska
Institute [Sweden Report 2017].

In Poland, the first project of the National Plan for Rare Diseases [hereafter
“NPRD” or “Project”] was developed in 2012 by the Team for Rare Diseases
at the Ministry of Health; this team also included representatives of patient or-
ganizations [Libura et al. 2016: 6; interviews]. The issue of the NPRD has been
continuously brought up over the past few years (at least since 2016 when rese-
arch within our projects began) at conferences and annual events related to Rare
Diseases Day. At the conference in Warsaw that took place in November 2019
titled “Rare diseases — diagnostics, medicines and medical devices dedicated to
their treatment. Challenges for Poland 20207, a representative from the Ministry
of Health admitted that “indeed, the National Plan for Rare Diseases is jinxed”.
Despite that and similar comments, the overall atmosphere at the conference was
rather optimistic; in fact, another team, created in December 2018 by a directive of
the Ministry of Health, developed a comprehensive project of the NPRD that was
subsequently submitted for public consultations. Despite some sceptical voices,
the majority of the conference attendees seemed to believe that the project is the
culmination of long-standing efforts.

The latest project of the NPRD — or “strategy”, as some of our interlocu-
tors associated with the community of patient organizations emphasised — was
published in 2019. It is intended to be implemented by 2025. According to the
Ministry of Health website, the NPRD is to be “a tool to provide the continuous
execution of health policy tailored to the needs of patients suffering from rare
diseases, which will introduce systemic solutions for the health and social pro-
blems of that group of patients” [Ministry of Health 2019].

The NPRD project does not mention “prevalence” as a defining feature of
rare diseases in Poland; however, it does reference a definition from European
documents [e.g., Council Recommendation 2009] according to which “on the EU
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level, rare diseases are defined as those which affect no more than five in 10,000
persons” [NPRD 2019: 18]. The “Polish” definition proposed in the NPRD project
focuses not as much on patients, but rather on the diseases themselves. It states
that “in Poland, rare diseases are most frequently, but not exclusively defined
as genetically determined. Roughly half of the [rare diseases] manifest during
childhood; [they are] chronic and often severe and lead to premature death or
cause disabilities” [NPRD 2019: 18]. The authors of the project emphasise that
in Poland the number of patients suffering from rare diseases oscillates between
2 and 3 million [NPRD 2019: 5] and that “each year over 200,000 new patients
are diagnosed with a rare disease” [NPRD 2019: 16].
A detailed analysis of the NPRD project is beyond the scope of this article.
I will shortly elaborate on the “Rare Disease Passport” which is one of the key
elements of the “integrated care for a person diagnosed with a disease classified
as rare” [NPRD 2019: 6] proposed in the Project. First, however, I want to point
out that classifying patients on the basis of “low prevalence” — which plays such
a crucial role in European definitions — was mirrored in the Project in the context
of diagnosis and treatment. The latter document emphasises that “keeping in mind
the low number of patients suffering from particular rare diseases, it seems pur-
poseful to centralise the diagnostic and therapeutic processes” [NPRD 2019: 23].
The Authors of the NPRD project perceive the “Rare Disease Passport”
(hereafter “Passport™) as a “basic care instrument (tool) for a person affected by
arare disease (...), which will facilitate the organisation of information about the
disease, aid communication between the patient and the interdisciplinary team
(of doctors, teachers, psychologists, physiotherapists) providing care and ensure
the optimal coordination of care” [NPRD 2019: 7]. The NPRD enables patients
to “acquire” and “exercise their rights” which is what the Passport itself intends
[NPRD 2019: 7]. Only doctors from specialised centres and centres of expertise,
etc. will be able to issue such passports, which contain sensitive personal data that
relate not only to diagnostics and treatment but also to education. In this sense,
the Passport is supposed to function as a tool for biomedical classification and
bio-political control:
Passports will contain basic information on the patient’s health status, the disease(s) and dia-
gnosis, the ORPHA code, the course of treatment, recommendations, the results of check-ups
as well as entries about the degree of disability, benefits awarded and educational achieve-
ments. Entries in the passport will be made by medical specialists and GPs (...). Similarly,
the school inspectorate (or the school at the place of residence of the child’s parents) will be
required to make entries. These entries will concern the [child’s] rights and principles regar-

ding access to the education system which are individually tailored to the needs and abilities
of a given child [NPRD 2019: 35-36].
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The NPRD project was more or less officially criticised by the representati-
ves of patient organizations for being, among others, “too general” and lacking
financial solutions [Polityka Zdrowotna 11.07.2019, interviews and informal
conversations]. The Passport itself drew particular attention. As a patient orga-
nization president expressed “although the very idea of a passport is well-known
and great, the way it was formulated in the Plan is quite disturbing. The idea of
keeping detailed information about patients there is extremely odd (...); [I found]
the idea that the Plan allows third parties such as teachers and welfare services
access to highly sensitive data particularly worrisome. Apart from sharing sensi-
tive data erroneous interpretation [of this data] creates further risk” [in Polityka
Zdrowotna 11.07.2019].

The NPRD project and biomedical discourse classifies people with rare di-
seases as a vulnerable population, similarly to the labelling approaches utilised
in research ethics. Members of such populations are individuals who “are more
likely to suffer from an increased burden of ill health and therefore require extra
support or protection” [Rogers 2013: 78]. The Project in fact aims to “enable the
patients as well as their caregivers (...) to fulfill social roles and use civilization’s
advances” [NPRD 2019: 6]. At the same time, the idea of the Passport as one of
the key mechanisms utilised to protect and support people suffering from rare
diseases acquires the character of “pathogenic vulnerability” [Lange et al. 2013,
Mackenzie 2013, Rogers 2013]. Lange and colleagues argue that pathogenic
vulnerabilities occur “when social policies aimed at protecting against situatio-
nal vulnerabilities have the perverse effect of generating new vulnerabilities”
[Lange et al. 2013: 336]. As Mackenzie aptly put it, “such forms of so-called
protection express relationships of domination and inequality among citizens or
between the state and targeted groups of citizens” [2013: 48]. The “objects” of
such interventions —not only the patients themselves, but also their families — are
subjected to various forms of surveillance that other members of society are not
subjected to. Thus, they are denied the “status of autonomous agents, increasing
their sense of powerlessness or loss of agency or fuelling resentment and aliena-
tion” [Mackenzie 2013: 4849, original emphasis].

The NPRD project’s view of rare diseases and people suffering from them fits
very neatly into the labelling concept of vulnerability. Persons with rare diseases
are classified as a group which is distinct and susceptible (to an illness, disability
etc.) and which becomes the object of bio-political actions carried out by the
state and biomedicine. On the one hand, the Project emphasises the autonomy
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of such people'®, while on the other — by means of making the Passport a key
tool of healthcare policy — it denies them the status of autonomous agents and
strengthens pathogenic vulnerability.

Here, I want to highlight one issue which was not addressed by the NPRD:
research ethics. A detailed account of ethical issues related to “model solutions”
for “providing care for” patients suffering from rare diseases exceeds the scope
of the project. Nonetheless, the fact that the NPRD ignores them completely is
surprising, especially considering that the Project perceives patients and their
families as vulnerable on different levels. Understood in this way, the idea of the
Passport is paternalistic to the core [Mackenzie 2013: 48]. As Rogers [2013: 83]
observes, in research ethics and the ethics of public health, “there is a tendency
to label, with the attendant risks of discrimination and paternalism; and there
is no comprehensive account of the responsibilities owed to the vulnerable
in the way of protections, remedy, compensations, beneficence, or aid.” Care for
the wellbeing of patients and their families who are perceived as passive over-
shadows the stigmatising and victimising dimensions of the labelling approach
to vulnerability [Honkasalo 2018, Lange et al. 2013, Mackenzie 2013, Macklin
2003, Rogers 2013, among others].

CONCLUSION

In this article I argue that in philosophy, bioethics and social sciences, the concept
of vulnerability is primarily analysed in two ways. First, vulnerability is understo-
od as a universal feature of the human condition. As Rogers [2013: 84] emphasises,
“as embodied beings we are all vulnerable in the face of health threats, decreased
capacities, and our changing circumstances over time”. Second, this concept is
applicable to individuals or groups identified as particularly vulnerable and as such
in need of special “care” and “protection”. In research ethics and public health
policy it is this second sense of vulnerability that prevails. As I emphasise in this
article, this is also the way people suffering from rare diseases are viewed. For
example, in the process of obtaining approval from ethics committees, prospective
research participants — here, mostly patients suffering from rare diseases and their
families — are identified as a vulnerable group entitled to receive special protec-
tion from researchers. Thus, we were required to obtain informed consent from

16 The project emphasises, for example, that people affected by rare diseases and their families
have the “right to an independent, self-reliant, non-discriminatory and active life equal to that of
all citizens of the Republic of Poland and the EU” [NPRD 2019: 6, emphasis added].
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all research participants This is the most common solution, which, however, has
its limitations, such as “researchers with conflicts of interest” or “dysfunctional
institutions” [Lange et al. 2013: 335]. In the context of public health policies, be it
at the EU or local level — here the Polish NPRD project — patients suffering from
rare diseases are classified as vulnerable primarily through the prism of the “low
prevalence” and “specificity” of their diseases. The labelling approach is intended
to protect such patients; nonetheless it may lead to paternalistic solutions, such
as the aforementioned Passport. Such solutions may lead to stigmatisation and
challenge patients’ “status of autonomous agents” [Mackenzie 2013: 56, original
emphasis]. Acknowledging the concerns of patient organizations would contribute
to the development of systemic solutions and would make the Passport much
more than merely an instrument of “care for” both patients with rare diseases
and their families.
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KONCEPCJA VULNERABILITY A ETYKA BADAWCZA I POLITYKI ZDROWOTNE
W KONTEKSCIE CHOROB RZADKICH

Streszczenie

Od lat 90. XX wieku choroby rzadkie zaczely zyskiwac specjalny status w polityce zdrowotnej
Unii Europejskiej (UE). Zgodnie z kluczowymi aktami prawnymi UE pacjenci cierpiacy na cho-
roby rzadkie powinni mie¢ prawo do dobrej jakosci leczenia, tak samo jak i inni pacjenci. ,,Niska
czestos¢ wystgpowania” kazdej z chorob rzadkich, a jednoczes$nie duza liczba chorych nimi do-
tknigtych (szacuje sig, ze jest to okoto 27-36 milionéw os6b w UE) sprawiaja, ze osoby nalezace
do tej grupy uznaje si¢ jako szczegdlny sposob vulnerable.

W niniejszym artykule analizujg rzadko poruszane w pismiennictwie z zakresu nauk spotecz-
nych i humanistycznych kwestie etyczne zwiazane z klasyfikowaniem 0sob z chorobami rzadkimi
jako grupy okreslanej mianem vulnerable. Argumentujg, odwotujac sig do literatury, ze w etyce
badawczej oraz etyce i polityce zdrowia publicznego dominuje negatywne i etykietyzujace rozu-
mienie vulnerability, w ramach ktorego pewne jednostki, grupy lub populacje sa klasyfikowane
jako podatne na wigksze ryzyko szkody czy zranienia niz inne i w zwiazku z tym wymagaja
szczegoblnej ochrony, czy to ze strony prowadzacych badania, czy na przyktad systemu opieki
zdrowotnej. Takie rozumienie niesie ze soba niebezpieczenstwo praktyk paternalistycznych i ,,pa-
togennej vulnerability” [Mackenzie 2013] oraz moze przyczyni¢ si¢ do proceséw dyskryminacji,
stygmatyzacji i wiktymizacji. Jak pokazujg w artykule, polityki zdrowotne odnoszace sig do cho-
rob rzadkich przyczyniaja sig czgsto do zwigkszenia ,,patogennej vulnerability”.

Stowa kluczowe: vulnerability, etyka badawcza, choroby rzadkie, etnografia, polityki zdro-
wotne



