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Abstract

Most rare diseases are poorly understood, affected individuals struggle tobe timely diagnosed and to access tailored,
appropriate, and affordablecare. Following pragmatist theory, individuals living with rare diseasesmay experience these
obstacles as morally problematic situations, wherethey struggle with actualizing their cherished values amid their lifecir-
cumstances. These embedded and contextualized lived episodes aredistinct from moral challenges and moral issues,
which are more abstract,decontextualized, and speculative moral matters. We sought to uncoverthe moral matters of
adults living with rare diseases in the qualitativeliterature while elucidating the moral dimensions of morally problematic-
situations. Moral matters were extracted from 25 qualitative studies andsubjected to thematic and interpretive analyses.
The uncovered moralissues addressed abstract considerations relating to accessibility, limitedknowledge, and unpredict-
ability of illness manifestations. Moralchallenges and morally problematic situations spanned across the fourphases of the
medical trajectory: the diagnostic odyssey, the diagnosis,clinical care and treatment, and medical follow-up. Moral challen-
gesnamely pertained to poor communication of diagnoses, lack of shareddecision-making, and lack of holistic support.
Morally problematicsituations featured moral dimensions, namely (1) internal tensions (e.g.,being misunderstood),
(2) constraints to agency (e.g., powerlessness anddisempowerment), in addition to (3) empowerment and selfadvocacy-
strategies (e.g., being assertive and demanding), notably in episodeswhere support from clinicians lacked. This study high-
lights the usefulnessof distinguishing these three types of moral matters in ethical analysis. Italso shows how moral
dimensions of morally problematic situations carryexistential importance for affected individuals.
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Introduction

Rare diseases are conventionally defined as diseases with a
prevalence less than 1 in 2000.! Many rare diseases are |
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treatment.* For example, these individuals often go through
what is called a diagnostic odyssey, the tireless pursuit of
several clinical routes to obtain a diagnosis or a certain
medical understanding of their situation.>® In other
words, before obtaining a diagnosis, the reality of patients
with rare disease is that of suffering from medically unex-
plained symptoms and conditions. Accordingly, they are
also often accused of malingering and receive a high pro-
portion of unrelated psychiatric diagnoses to explain their
symptoms.” Upon being diagnosed, a minority of indivi-
duals living with rare diseases may be candidates for
pharmaceutical drugs. Even then, these drugs more often
only alleviate symptoms and provide support, rather than
present any curative functions. However, these expensive
treatment avenues raise complex issues regarding insurabil-
ity, healthcare coverage, and equity due to their high costs,
as pharmaceutical companies recoup costs on a very small
pool of patients.®

Such significant obstacles relating to diagnosis and care
profoundly impact the lives of individuals living with rare
diseases and their families, often experiencing these obsta-
cles as morally problematic situations.”'® In these situa-
tions, they struggle with actualizing their cherished values
and meaningful life experiences.'’ Important human values,
such as respectful interpersonal communication and the
ability to listen to often marginalized patients, are at
stake.'>!'? We approach those situations following pragma-
tist social and ethics theory,"*'® according to which these
life events should be understood as embodied and socially
constituted life experiences, thus moving away from more
universalizing ethics theory relying on notions of dilemmas
and tough choices. Failing to do so risks simplifying situa-
tions to more rationalistic and academic understandings,
which do not correspond to or express what is at stake in
the situations for those who experience them.'”'® For
instance, situations where patients encounter issues with
access to expensive treatments could be rationalized as
mere theoretical or conceptual “justice issues,” which fall
under the premise of a major ethical principle. Such attenu-
ated descriptions of lived situations risk reducing lived
experiences to simplified abstract terms such that ethical
principles are, following Fiester, used against patients’ inter-
ests in ways that do not do justice to their experiences and
relies on a vocabulary which is largely inaccessible to
them.'®

Pragmatism, ethics, and morally problematic
situations

Ethics is often considered to be a field of the humanities
whose purpose is to remediate difficult dilemmas or
choices. Most often, ethics is scaffolded in the architecture
of general, even universal principles that would then be
applied to such cases. Fesmire writes apropos that (p.55):

There is a central dogma of ethical theory, namely that it
rests on revealing or constructing a moral bedrock that
tells us the right way to think about moral problems.
Moral skeptics accept this dogma, plausibly reject that
such a foundation can be discovered or erected, and hear
the bell toll for ethics. Many self-described normative ethi-
cists hear no such bell. They argue, or uncritically assume,
that the fundamental fact of morality is the capacity to set
aside our patchwork of customary beliefs and then to
discern and apply moral laws or rules derived from one
or more foundational principles. This is indeed an inelimin-
able assumption of ethics, moral skeptics rejoin, but we
sadly we all lack such a capacity.'

An alternative to deductive ethics and its implementa-
tionist orientations is offered by philosophical pragmatism.
This epistemological approach invites espousing a view of
ethics that is reliant on an embodied and situated account of
moral agency and human rationality, and thus of ethics."
Following this approach, moments of existence tradition-
ally described as dilemmas or choices are foremost social
situations involving moral agents. Situations are transac-
tional in nature; they represent the experiential unit
through which an organism interacts with an environ-
ment.'”?° Some of these situations can be experienced as
being morally problematic.

For pragmatist social and ethical theory, the morally
problematic situation constitutes the basic and most con-
crete unit of moral experience and ethical analysis upon
which other more rationalized interpretations such as dilem-
mas and choices are derived.?! A morally problematic situ-
ation challenges an agent’s self-worth, integrity, and overall
sense of flourishing.'®** Faced with the situation, the agent
may experience internal tensions attesting to the “disturbed,
troubled, ambiguous, confused, full of conflicting tenden-
cies, obscure, etc.” nature of the situation, compatible
with the “conflicting desires and alternate apparent
goods™ it elicits.”* A morally problematic situation arising
in clinical settings may be perceived as “very difficult”
and “very complex,” as eliciting “conflicts,” as a “crisis,”
and as “emotionally charged,” amplifying internal ten-
sions.?* These felt difficulties may be accompanied by con-
straints to agency, making the agent feel “stuck in a difficult
situation” and “cornered and [not knowing] how to solve
the problem.”” A morally problematic situation may
elicit a negative moral experience for the agent that may
“sense that values that he or she deems important are
being [...] thwarted in everyday life.”"!

A morally problematic situation may be tackled through
ethical inquiry, which enables the agent to more thoroughly
understand the internal tension experienced, imagine action
scenarios that could alleviate this tension, select and adopt
the most promising scenario, and evaluate its outcomes.
Ethical inquiry is iterative and empirical, meaning that if
the agent observes that the implemented scenario does not
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Figure |. Types of moral matters and their levels of abstraction.

deescalate the felt tension, a refined scenario will need to be
imagined and adopted.” Ultimately, the resolution of the
situation through a fruitful scenario will restore the lost
equilibrium in the agent’s life.”*** Through this experi-
ence, the agent’s well-being, growth, and flourishing will
have been nurtured through the empowerment and self-
advocacy strategies he or she mobilized to overcome the
situation.*’

Moral matters and their levels of abstraction

The notion of morally problematic situations invites com-
parison with other terms used to describe different types
of moral matters, as well as greater refinement in the termin-
ology used to describe them. Bogossian and colleagues'®
have defined various types of moral matters and have sug-
gested that they can be represented along a continuum.
These moral matters can be distinguished based on their
level of abstraction and physical existence (i.e. from con-
crete and existing experiences to more abstracted and gen-
eralized forms) and their temporal level of immediacy (i.e.
from arising in the present moment to being anticipated in a
distant future).'® An adaptation of the typology put forward
by these authors is presented in Figure 1. The typology was

adapted to account for recent advances in pragmatist theory
and terminology,® and is comprised of three types of moral
matters, namely morally problematic situations, moral chal-
lenges, and moral issues, for methodological reasons such
as simplifying data extraction.

Morally problematic situations, as described above, are a
type of moral matters representing concrete and contextua-
lized episodes of lived life occurring in a here and now
form. Since they are actively experienced by agents, they
warrant timely resolution, notably through processes of
moral inquiry inspired by pragmatist ethics.'®** On the
contrary, moral issues are abstract, decontextualized, and
anticipatory in essence. Given their more speculative
nature, they do not necessarily require immediate action
and are generally addressed through anticipatory analyses
relying on more abstract ethical language.'®*'~? Moral
challenges are situated halfway between morally problem-
atic situations and moral issues.' We suggest that
morally problematic situations, as experienced uniquely
by individuals, are instantiations of moral challenges
that are more abstract. In other words, moral challenges
can be derived from similar morally problematic situations
through a process of abstraction. Moral challenges have an
empirical basis but aremore abstract and decontextualized
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than morally problematic situations since they do not retain
each of their unique spatial and temporal characteristics.
Despite seemingly staunch barriers, the differences
between morally problematic situations, moral challenges,
and moral issues are understandably not clear-cut (see
Figure 1).

Such theoretical distinctions between types of moral
matters have significant methodological implications
for bioethics research through their unique value and
function.®> Experiential and situated language, such as
values and constraints at play, could be fruitfully used to
describe morally problematic situations, which are experi-
entially entrenched. In contrast, more abstract and decon-
textualized language, such as jeopardized principles
originating from Beauchamp and Childress’ principlism
for example,*® could be used to describe moral challenges
and moral issues, which are increasingly abstract.

Moradlity, ethics, and rare diseases

To our knowledge, the experiences of adults living with
rare diseases have not been previously studied through
the lens of morally problematic situations, moral chal-
lenges, and moral issues. While previous reviews and
studies reveal the practical difficulties these individuals
face,* they fall short of discussing at length their moral
implications at different levels of abstraction, a gap
common in qualitative literature with ethical relevance.
Moreover, several studies feature individuals living
solely with specific rare diseases,”®>’ thereby failing to
highlight common struggles arising in relation to the
rarity of various illnesses. More clarity on the moral
experiences of individuals living with rare diseases
could be gained by understanding the morally problematic
situations they face, using a pragmatist ethics lens. This
explains our stated goals to uncover experienced moral
matters through a scoping review methodology, and then
to analyze the moral dimensions of morally problematic
situations using this pragmatist concept. In this context,
our first objective was to uncover the moral matters (i.e.
moral issues, moral challenges, and morally problematic
situations) of relevance to adults living with rare diseases
discussed in the qualitative literature. Our second object-
ive was to investigate the moral dimensions of morally
problematic situations, specifically to see whether this
concept helps to better understand moral experiences of
adults living with rare diseases.

Materials and methods

This study was designed based on a scoping review
methodology developed by Arksey and O’Malley.”® We
followed Arksey’s and O’Malley’s seven stages: (a) formu-
lating research questions; (b) identifying relevant studies;
(c) study selection; (d) data extraction; (e) consultation

exercise; (f) thematic and interpretive coding; and
(g) reporting results.”® Figure 2 summarizes the number
of studies identified and selected through these stages in a
PRISMA-like flowchart.™

Research questions

The scoping review was designed to answer the two follow-
ing research questions:

What are the moral matters (i.e. moral issues, moral chal-
lenges, and morally problematic situations) discussed in
qualitative studies conducted among adults living with
rare diseases?

What are the dimensions of moral matters classified as
morally problematic situations, and does the concept of
morally problematic situation enhance the understanding
of the moral experiences of adults living with rare diseases?

Identifying relevant studies

Literature search
1852 studies

Excluded
1140 duplicates

Study selection

A 4

First study selection

Title and abstract screening
with first set of exclusion criteria

766 studies
Excluded
634 studies
A 4
Second study selection
Full text screening
with first set of exclusion criteria
132 studies
N Excluded
69 studies
A 4
Third study selection
Stricter full text screening
with second set of exclusion criteria
63 studies
Excluded
38 studies

Data extraction

A 4

Studies included in review
25 studies

Figure 2. Studies identified and selected through the scoping
review.
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Identifying relevant studies

The search strategy was designed around two concepts,
notably rare diseases and qualitative research methods, in
addition to five subconcepts relating to qualitative research:
narrative approaches, interviews, focus groups, ethno-
graphic methods, and qualitative analysis methods. An
initial search strategy was prepared for the PubMed biblio-
graphic database (see Additional File 1). The search
strategy combined medical subject headings (MeSH),
non-MeSH search terms applied to the Title and Abstract
fields, and filters. The literature search was conducted on
23 July 2020, and targeted journal articles published since
1 January 2000. Older articles were excluded from the
search because some of the difficulties reported in these
studies could be less relevant today due to the general
advancement of specialized healthcare.*® The strategy
was subsequently adapted for the following additional
bibliographic databases, notably Web of Science,
CAIRN, CINAHL, Ebsco Host (ERIC, Academic Search
Complete, Anthropology Plus, APA PsycBooks, Applied
Science & Technology Index [H.W. Wilson], CINAHL
Plus with Full Text, Gender Studies Database, Humanities
International Index, Social Sciences Index Retrospective:
1907-1983 [H.W. Wilson], SocINDEX with Full Text),
and Embase.

Study selection

The study selection proceeded in three stages, according to
broad inclusion criteria and narrow exclusion criteria, using
the Covidence online platform (https:/www.covidence.org).
During the first selection stage, titles and abstracts of
studies obtained through the literature search were assessed
for the inclusion criteria. The inclusion criteria of the
studies were: being written or translated in English or
French (understood by the authors); being primary qualita-
tive studies conducted with adults living with rare diseases;
and targeting the experiences of the health conditions in
these adults’ everyday lives or in clinical settings. Rare dis-
eases were defined as having a prevalence inferior to 1/2000
in accordance with the European Organization for Rare
Diseases.' Studies whose titles or abstracts were incompat-
ible with these criteria were excluded. Moreover, studies
targeting rare psychiatric disorders or exclusively targeting
rare cancers or undiagnosed rare diseases were excluded.
Rare psychiatric disorders were excluded because they
involve markedly different medical trajectories than
organic illnesses, which include rare diseases. Rare
cancers were excluded since they represent an entirely dif-
ferent clinical context, as patients have access to cancer care
centers with ample resources. Undiagnosed rare diseases
were excluded given that, by definition, the rarity of an
undiagnosed medical condition cannot be confirmed
without a diagnosis. During the second selection stage,
the remaining studies’ full texts were assessed for the

inclusion criteria. Studies for which full texts were unavail-
able online or later found incompatible with these criteria
were excluded.

During the third selection stage, new exclusion criteria
were introduced to limit the number of included articles,
given the depth (as opposed to the breadth) of the data
extraction strategy. These new exclusion criteria were:
studies not conducted exclusively with adults living with
rare diseases;*' studies designed to understand lived experi-
ences with rare diseases only with the aim to improve care
or services (e.g. therapeutic education, coverage, telephonic
support, quality of clinical care, or peer connect services;*”
studies providing a qualitative description of symptoms to
guide clinical practice;*’ and studies investigating indivi-
duals living with rare diseases’ information seeking
strategies.**

Data extraction

The characteristics of included studies were extracted.
These characteristics were: rare disease(s) featured in the
study accompanied by a short description, country where
the study was conducted (or the corresponding author’s
country if the study’s location was not specified), study
objective, number of participants and targeted demographic
group when specified (e.g. women, men, young adults),
qualitative data collection method, and qualitative data ana-
lysis method.

Data extraction forms were respectively prepared for
morally problematic situations, moral challenges, and
moral issues based on the definitions provided in the
Theoretical and conceptual framework section. Every
time a moral matter was encountered in a selected study,
a corresponding data extraction form was filled with key
aspects of the moral matter, its moral salience, and a text
excerpt. The data extraction was conducted by the first
author and reviewed by the third author. The fields of the
three data extraction forms (see Additional File 2) slightly
differ for each type of moral matter. More detailed key
aspects were extracted for morally problematic situations
notably because, unlike moral issues and moral challenges,
they involve precise agents (rather than broad groups of sta-
keholders) that interact in a specific context.”*

Moral salience was reported differently across types of
moral matters. Due to their experiential nature, morally
problematic situations were determined to be morally
salient if an agent experienced a tension such as uncertainty,
discomfort, distress, hesitancy, frustration, uneasiness, or
an inner dilemma that impacted their well-being or flourish-
ing. These tensions, to qualify as moral in nature, also
needed to engage the agent’s values or feature a constraint
or constraints preventing the agent from actualizing their
values. Hence, for each morally problematic situation, the
tension in addition to the value(s) or constraint(s) at play
were extracted. Values encompassed priorities, needs,
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preoccupations, desires, or preferences, while constraints
included roles, obligations, or practices.45

In contrast, because of their less experiential nature,
issues and challenges were determined to be morally prob-
lematic using more abstract ethical language that reflected
the nature of these moral matters. Accordingly, we relied
on Beauchamp and Childress’ principlist framework,
which is based on four principles, namely respect for auton-
omy, beneficence, nonmaleficence, and justice.3 3 Issues and
challenges were morally significant if they jeopardized at
least one principle or if they featured a tension between
some of the principles. Therefore, for each moral issue or
moral challenges, the principle(s) that was or were in
tension or jeopardized was noted in extraction forms.
Overall, throughout this interpretive exercise, principles
were conceptualized as being abstract and decontextua-
lized, unlike values and constraints which are experientially
and contextually relevant for agents in accordance to the
definitions provided above.*?

Main consultation exercise

This scoping review is part of a greater multistep research
project aiming to understand the morally problematic situa-
tions experienced by adults living with rare diseases.
Throughout this participatory-action project,*® a working
group composed of patient partners, representatives from
the Canadian province of Québec’s rare disease association
(i.e. the Regroupement québécois des maladies orphe-
lines), and two clinician researchers specialized in rare
diseases has been involved in each step of the project.
Participatory-action research, operationalized through a
working group, is consistent with the intersubjective
tenets of pragmatist ethics that recognize the usefulness of
deliberation and experiential knowledge in understanding
morally problematic situations and supporting their reso-
lution.”***¢ At this stage, working group members were
asked to identify the most important morally problematic
situations to them among those extracted. These situations,
along with related moral matters, are emphasized in the
Results and Discussion sections.

Thematic and interpretive coding

Two successive coding phases were applied to the extracted
data to further guide the reporting of results.*”** Figure 3
summarizes these two coding phases, which are thematic
analysis and interpretive analysis, and their relationship to
the study objectives.

Thematic analysis. The thematic analysis*® aimed to classify
moral challenges and morally problematic situations
according to their contexts of emergence in order to facili-
tate their reporting, following the first objective of the
review. Contexts of emergence corresponded to the

environments in which moral matters took place, consist-
ently with a transactional account of human experience.?’
This initial coding phase was conducted using the software
MAXQDA (Berlin, Germany).”® The coding logic pre-
sented in Figure 3 is compatible with the definitions of
moral challenges and morally problematic situations pro-
vided above. The generated thematic coding guide classi-
fied these moral matters under their corresponding
contexts of emergence, which were healthcare, personal
life, relationship with the illness, social environment, and
career and studies. Due to space limitations, only the
matters coded under healthcare are reported in this manu-
script, apart from a few excerpts related to medical expenses
that have been coded under personal life. Moreover, moral
matters pertaining to healthcare were subsequently classi-
fied according to the phases of the medical trajectory: diag-
nostic odyssey, diagnosis, clinical care and treatment, and
medical follow-up.

Interpretive analysis. The interpretive analysis®' aimed to
identify how the moral dimensions of morally problematic
situations materialize across situations, following the
second objective of the review. The interpretive coding
guide was initiated with three primary codes designating
moral dimensions introduced above, which were internal
tensions, constraints to agency, and empowerment and self-
advocacy strategies. These codes are in line with the
account of lived experience of an agent within a situation,
in addition to the pragmatist understanding of agency.'®
Secondary codes emerged inductively and were refined
iteratively,’® designating types of internal tensions, types
of constraints to agency, and types of empowerment and
self-advocacy strategies. Under each secondary code, situa-
tions were coded based on the medical environments in
which they arose, as explained in Figure 3.

Reporting results. We used a narrative review to synthesize
findings and illustrate examples. Examples of morally prob-
lematic situations, which have been selected by the working
group, are provided. These examples are accompanied by
explanations of their moral dimensions as identified
through the interpretive analysis in addition to the profiles
of those who experienced them when specified by the
authors (e.g. age, gender, and rare disease). The working
group reviewed this manuscript, and the resulting feedback
was taken into account.

Results

Included studies

A total of 25 studies were included in the review. The
studies included participants living with 23 different rare
diseases, not including the rare diseases of the participants
of the Bryson et al.’s (2021) study, which were not
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Coding strategy

Thematic analysis

Interpretive analysis

Aims of the
analyses

Classify moral challenges and morally
problematic situations according to their
contexts of emergence to facilitate their
reporting. (~objective 1 of the study)

Identify how the moral dimensions
of morally problematic situations
materialize across situations.

(~ objective 2 of the study)

Coded excerpts
situations

coding guide.

* Extracted moral challenges

* Extracted morally problematic

* Given that few moral issues have been
extracted, they were not integrated to the

* Extracted morally problematic
situations

* Primary codes:

Coding guide Contexts of emergence

structure

* Secondary codes:

* Tertiary codes:

emergence

(e.g., Figure 4)

* Quaternary codes:

* Quinquennary codes:

* i.e., healthcare, personal life,
relationship with the illness, social .
environment, career and studies .

More precise contexts of emergence
* For healthcare: Medical environments .
* i.e., Diagnostic odyssey; diagnosis;
clinical care and treatment; and .
medical follow-up (e.g., Figure 4)

Even more precise contexts of

* e.g., For Diagnosis: Diagnoses poorly
communicated, usefulness of a
diagnosis, uselessness of a diagnosis,
examples of difficult decisions

Moral challenges (e.g., Figure 4)

Morally problematic situations

* Primary codes:
Moral dimensions of morally
problematic situations

Internal tensions
Constraints to agency

* Empowerment and self-
advocacy strategies

Secondary codes:
Types of...

Internal tensions
* Constraints to agency

* Empowerment and self-
advocacy strategies

* (e.g., Figure 5)

* Tertiary codes:
Medical environments

* Quaternary codes:
Morally problematic situations

Figure 3. Coding strategies and coding guide structure.

specified. Table 1 below briefly defines the rare diseases
represented in the included studies and provides study
characteristics.

Moral issues

Moral matters were extracted as moral issues if they were
abstract, decontextualized, and speculative in nature.
Eight moral issues pertaining to healthcare were identified.
Moral issues relating to accessibility addressed the obsta-
cles in accessing appropriate treatment with respect to
epoch, geographical location, and financial situations, and
highlighted the difficulties in obtaining specialized and
timely care.’”**7 Other moral issues alluded to clinicians’
limited knowledge on rare diseases, which sometimes

involved poor recognition of patients’ expertise, and stig-
matization of patients.””® Moral issues linked to illness
management addressed the unpredictability of illness man-
ifestations and the resulting loss of control, in addition to
difficulties with finding credible information on the
Internet and in online support groups.”>"°

Moral challenges

Moral matters were identified as moral challenges if they
had empirical basis while featuring indefinite individuals.
Seventy-five distinct moral challenges relating to healthcare
were identified. These moral challenges arose across
various medical environments, notably the diagnostic
odyssey, diagnosis, clinical care and treatment, and
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1. Diagnostic
odyssey

A 4

Diagnostic missteps
Useless and long tests and consultations with no information on purpose and results (7,65)
Prescription of ineffective and inappropriate treatment or being discharged without a proper explanation (7)

v

v

Psychosocial and health struggles
Further degradation of physical health while waiting (62)
Psychological consequences of delayed treatment (54)
Prescription of ineffective and inappropriate treatment (7)

Ineligibility to disability benefits due to lack of diagnosis (65,73)

* Remain with the same clinician or

Difficult decisions

(e.g., private sector), which can be time-consuming (62,7)
* Think about abandoning the quest for a diagnosis due to
unsatisfactory care and decreasing stamina (64,62)

seeking an other opinion

2. Diagnosis

A 4

Poor communication of diagnoses | |

.

Diagnoses, prognoses, and .
treatments are difficult to .
understand (70,67)

Patients are told to learn to live
with their (incurable) illness, a
brutally honest tip perceived as
di ful (65) .

Uselessness of diagnoses
Enhance uncertainties regarding prognosis (65)
Not indicative of therapeutic avenues (65)

Usefulness of diagnoses

 Legitimize and validate patients’ experiences (60,62),
enabling greater consideration from clinicians (60)

Help access specialized care and treatment (see phase 3)

Difficult decisions
* Rethink some life projects
(36)

3. Clinical care
and treatment

Patients...

Lack of shared decision-making

Are not provided with adequate information on
treatment (54)

Are not involved in treatment decisions and their
expertise is not recognized (54,36,53)

Lack control over medical encounters and struggle to
advocate for their interests (36,63)

Lack of information and knowledge on rare diseases
Patients’ struggles:

.

.

Clinicians’ struggles:

.

Feel poorly informed regarding their rare di

Lack of specialized care
Few rare disease specialists (52,70)
Lack of coordinated care and services (70)
Poor communication between specialists (55)

Problematic clinician
attitudes

Clinicians...

* Erroneously attribute

patients’ symptoms

Limited access to treatment
Expensive drugs and follow-up (67)
Limited recognition and coverage from
insurance companies (52)
Scarce or temporary coverage opportunities

to psychological
causes or accuse
them of
hypochondria (7,52)
Dismiss patient
feelings and
concerns and do not

(59,52,67)
|

(52,53,73)

Their questions are left unanswered (57)
Information available to them is limited, difficult to
access, inconsistent in quality, and inadequate (53)

Have limited time and resources to learn about rare
diseases (7)

Several rare diseases are poorly understood from a
scientific standpoint (65,73)

Must provide guidance to patients which view them as
authority figures and experts (73)

take them seriously

Suboptimal treatment
Disease management (medication, medical
procedures, routine tests) is time- and energy-
consuming (52)
Treatments, which may not have been
developed with the patient in mind, are painful,
uncomfortable, difficult to follow, and lead to
adverse effects or interactions with other drugs,
sometimes without clinical benefits (52,53,7)
Treatments have limited effectiveness, are not
curative, or are non-existent (52,70)

(e.g., downplay pain
severity, claim
everything is normal)
(54,36,62)

Force patients to
complete treatment
for the wrong illness
(62)

A 4

.

Consequences on patient care
Receive inadequate or life-threatening medical
interventions due to clinicians’ limited expertise
(36,72)
Difficulties managing their illness due to insufficient
guidance received (60)
Patients must constantly explain their rare diseases to
clinicians who view the clinical encounter as
continued medical education (59,36)
Role reversal — patients bear the burden of being
experts of their medical condition (36,53)

Consequences on

patient decisions
Difficulties making
informed decisions (53)
Give up treatment due to
strong side effects (67)
Undergo a risky medical
procedure amid poor
patient-clinician
communication (67)

.

(7,52,62)

Become wary of

.

present with visi
or feel the need

Consequences on patient attitudes
Don't feel believed and feel blamed, lost,
despised, alone,

Feel that their difficult experiences are
trivialized and that they do not warrant
additional care (7)

Avoid clinical consultations if they do not

and misunderstood

clinicians (66)

ble disease manifestations
to justify their presence (62)

illness progression, which is difficult to
control (37)

Follow-ups for incurable rare diseases
with no treatment avenues are not
always beneficial (65)

\ 4
4. Medical Mitigated usefulness of medical Lack of holistic support
f;:llow-up follow-ups * Silo mentality rather than multisystemic approach (72)
* Routine blood tests are a reminder of + Emphasis on biomedical aspects of disease and neglect of psychological dimensions (59)

Improved treatment options could alleviate distress as opposed to psychotherapy (67)
Patients who have been falsely told their rare disease had psychological roots fear further
stigmatisation if they seek psychological help (7)
Contradictory advice on physical activity (57)

Figure 4. Moral challenges arising across various medical environments.

medical follow-up. These moral challenges are summarized

in Figure 4.

Briefly, undergoing a diagnostic odyssey involved diag-
nostic missteps, such as useless medical consultations and
diagnostic tests or inappropriate treatment. Waiting for a
diagnosis had striking psychological and health-related

consequences and prompted difficult decisions. Diagnoses
were often poorly communicated, through information dif-
ficult to understand and with a lack of sensitivity towards
patients’ distressing life situations. Some diagnoses some-
times relieved patients by validating their experiences and
granting them with longed access to specialized care,
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Medical environments

1. Diagnostic odyssey | | 2. Diagnosis | | 3. Clinical care and treatment | | 4. Medical follow-up
Abandonment (62) Unfulfilled expectations *  Unfulfilled expectations *  Unanswered questions
" Uncertainty (65) (59) (54,7) (57,65,64)
.5 Loss of trust (55,62) Uncertainty (65) *  Uncertainty (53)
a Injustice (66) *  Being lied to (36)
E *  Not being listened to
E (55,62)
Q . .
- £ Ambivalence (60,67)
'5 *  Being misunderstood
= (36,54,55,72)
Q
£ |/
; Disregard for one’s Powerlessness and Disregard for one’s *  Dehumanization (57,59)
g E experience and knowledge disempowerment (59,65) experience and knowledge +  Compartmentalized
s (36,52,7,60,62,66) (36,54,7) understanding of the self
< Internalized self-doubt *  Not being provided with (54,67,72)
% (7,62) adequate information +  Moralization (59)
€ Powerlessness and (36,54,57,67,73)
£ disempowerment (36,7,62) Decisions taken on one’s
] behalf (54,72)
<]
o Powerlessness and
disempowerment (7,67)

Zh2 Zh

4

| Empowerment and self-advocacy strategies |

* Being assertive and demanding (7)
= Judiciously seeking information online (73)
*  Constantly asking questions (36)

* Distancing oneself from medical care while turning
towards complementary approaches (63)

Seeking alternative medical opinions (7)

Requesting more information (70)

Becoming one’s doctor (e.g., by adjusting drug dosage when needed) (53)
Taking initiative and voicing one’s needs (72)

Figure 5. Experiences of internal tensions and constraints to agency across morally problematic situations.

although other diagnoses failed to clarify uncertain progno-
ses or therapeutic avenues. Diagnoses also elicited emo-
tional struggles, especially if the illness was incurable,
and led to heartbreaking life decisions.

Once clinical care and treatment were made available,
patients had to face insufficient specialized care for their
rare diseases, the lack of conditions conducive to shared
decision-making, poor information and knowledge on rare
disease provided by clinicians, in addition to suboptimal
or inaccessible treatment, which prompted additional dis-
heartening decisions. Patients were also met with problem-
atic attitudes from clinicians. Together, these challenges
had immediate and long-lasting consequences on patients.
The process of seeking medical follow-ups over time
turned out to be not always desirable or useful and was
marked by a lack of holistic support from clinicians.

Morally problematic situations

Moral matters were classified as morally problematic situa-
tions if they featured concrete life episodes experienced by
specific individuals. These situations were unsettling and
distressing, and often left these individuals feeling like
they could not make an authentic and fulfilling choice.
Seventy distinct morally problematic situations relating to
healthcare were identified. These situations arose across

medical environments: diagnostic odyssey, diagnosis, clin-
ical care and treatment, and medical follow-up. These situa-
tions were morally problematic because they elicited a
diversity of internal tensions within agents and hindered
their capacity to intervene upon the situation, although
some agents reclaimed control over the situation through
empowerment and self-advocacy.

Internal tensions were defined as subjective discomfort
experienced by agents who were confronted with important
questions regarding their values and existence within a
morally problematic situation. Constraints to agency hin-
dered the agents’ ability to intervene upon morally import-
ant aspects of the situation they were confronted with.
Empowerment and self-advocacy were achieved through
various strategies mobilized by agents to take leadership
and control of the situation they faced, strategies that
were unfortunately perceived negatively by clinicians.
The moral dimensions elicited through the interpretive
coding of the situations are summarized in Figure 5.
Examples of these situations are provided below, with
their moral dimensions evidenced in bold and using the
same terminology presented in Figure 5.

Diagnostic odyssey. Adults living with rare diseases experi-
enced a myriad of morally problematic situations during
their diagnostic odysseys. Examples of these situations
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included skepticism expressed by clinicians regarding the
suffering of the patients, the existence of their rare diseases,
and the severity of their associated symptoms.>®>?
Clinicians also failed to take patients seriously, accusing
them of lying, claiming they were hypochondriac or hys-
teric, and falsely believing that their illness had psycho-
somatic roots.*®0%6%%¢ Ag the diagnostic odyssey was
prolonged, some patients’ physical health deteriorated,
while others became more worried, and some began to
doubt their own symptoms.®>° In one of these tragic situa-
tions, a woman living with pemphigus felt abandoned and
lost trust in the medical establishment. After a diagnostic
odyssey of 3 years, she realized that she hid a lot of infor-
mation from the clinicians to avoid eliciting their skepticism
or facing their inability to offer treatment avenues. Upon
that revelation, she stopped seeking medical care.®

Other situations arising during the diagnostic odyssey
limited the agents’ ability to act in their unique situations.
For instance, another woman from the same study living
with pemphigus experienced powerlessness and disem-
powerment in the face of the severe health crisis she
endured. Her experiences and knowledge were disregarded
by the clinicians she saw. Over the course of her diagnostic
odyssey of 2 months, she became dangerously unable to
eat, sleep, or speak, and was close to dying. It was only
after several medical appointments with a general practi-
tioner and an otolaryngologist, some erroneous psychiatric
diagnoses (e.g. she was suspected of having an eating dis-
order), and inconclusive treatment for other medical condi-
tions, that she was diagnosed with pemphigus by a
stomatologist.®?

Another woman endured a similar course of events for
9 months. After meeting seven doctors of different
medical specialties, she was told by the last one that her
illness had psychosomatic origins, which made her feel
“completely anxious and disoriented” and lead to interna-
lized self-doubt. As she briefly doubted her illness experi-
ence, she was attentive to her physical sensations and
later reiterated her initial understanding of having a physical
illness. As she contemplated seeking medical care again,
she feared not being listened to: “Because if I tell the
same story over again and then he [the new doctor] tells
me the same thing, I am going to start asking myself,
‘But, I am sick, or am I imagining it?’ [I am afraid] of
not being listened to, afraid of hearing, ‘I believe what
your doctor told you’ [from the new doctor].”®*

Some individuals living with rare diseases were able to
overcome situations of skepticism from clinicians during
their diagnostic odyssey, notably by becoming assertive
self-advocates. This was the case for IJennifer, a
50-year-old retired British woman living with dystonia.
She surmounted clinicians’ prejudices by becoming a
strong self-advocate and having a “more demanding and
aggressive” attitude: “To be told by [clinicians], ‘pull your-
self together, don’t be so stupid’ [...] I don’t have to put up

with that, that’s just not right. So, ermm, I, I’ve had to learn
to stand my ground [...] it’s made me a stronger person.”’

Diagnosis. Being diagnosed with a rare disease elicited
various morally problematic situations for affected indivi-
duals. Diagnoses of rare incurable diseases elicited vivid
feelings and emotions of isolation, fear, and anger.
Similarly, a woman diagnosed with pulmonary hyperten-
sion felt poignant injustice. She explained: “you feel
detached from reality, like you’re at the center of the
world but you’re alone, you cannot accept to suffer from
a rare disease especially when you do not find the cause,
you continuously ask yourself ‘Why me? What did I do
wrong?’ But you are not allowed to have an answer.”®®

In another situation, a woman felt desolate due to her
diagnostic not fulfilling her expectations of leading to a
cure: “I kind of had it in my mind then they’re going to
find what’s wrong and then I’'m going to be fixed and I'm
going to go back to normal... and [that not happening]
was just devastating.””

In some situations, a diagnosis was synonymous with
unclear benefits and even more questions, leading to uncer-
tainty in addition to powerlessness and disempowerment
regarding one’s health management. This was the case of
a man in his mid-fifties, who had not been prescribed a
treatment once diagnosed with idiopathic ataxia. He
explained: “nobody’s prescribed treatment as of yet...
basically waiting and see what happens.”®

Due to such ambiguity and lack of adequate information
regarding one’s illness and prognosis, some individuals
may feel profoundly unsettled and experience existential
anguish. Empowerment strategies, such as judiciously
seeking information online, could help mitigate some of
these disabling feelings. Plagued with unknowns, a
person living with primary sclerosing cholangitis claimed
to have “approached Doctor Google, even though I know
I have to be very careful.”””

Clinical care and treatment. When seeking clinical care and
treatment after being diagnosed, individuals living with rare
diseases encountered diverse morally problematic situa-
tions. When poorly informed about their treatment, some
individuals nurtured unrealistic expectations about its
effectiveness, which later translated in disappointment
and unfulfilled expectations.”>* Others were confronted
with clinicians’ inability to understand their situations,
which offered compartmentalized care, rather than holistic
care.’®”? This was the case of a man living with congenital
hypogonadotropic hypogonadism, who felt profoundly
misunderstood after seeing clinicians: “There’s no sense
from anyone... about them trying to understand or even
that it crosses their mind that you are going through any-
thing. You know, that, it’s painful. They are just ‘Mr
fix-it’ give you a prescription and you are gone.”>*
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Similarly, an individual living with Hermansky-Pudlak
syndrome felt lied to and misunderstood by clinicians. The
clinicians had erroneously claimed that this individual was
in perfect health uniquely based on good blood markers,
which contradicted the individual’s subjective experience
of the illness. The individual would have preferred a
humbler posture from the clinicians, marked by an acknowl-
edgement of their limited understanding of the rare disease
and by an openness to learning more.*® Such negative care
experiences alarmingly discouraged some individuals to
stop seeking care in emergency departments.>

When individuals living with rare diseases interacted
with clinicians to receive clinical care and treatment, they
were not always supported to act upon their health. Some
of these individuals were given insufficient explanations
on their rare diseases and their treatment.>*"-*” In one situ-
ation, a man living with congenital hypogonadotropic
hypogonadism felt that his experience and knowledge had
been promptly dismissed by a clinician. The latter withheld
information from him, as if he “wasn’t considered intelli-
gent enough to understand what [he] was being treated
for.”>* Some individuals were not offered to participate in
shared decision-making.*®>*"* Another man living with
congenital hypogonadotropic hypogonadism recalled
facing a similar situation. The doctor took a decision on
his behalf, thereby disempowering him from his care. He
explained, to his dismay, that “He (doctor) didn’t give me
any treatment options. He just said ‘take this gel.” We
didn’t discuss what was the best treatment.”>*

Conversely, some individuals employed self-advocacy
strategies to overcome such situations of misunderstanding
and exclusion from medical decisions. For example, an
individual living with Hermansky-Pudlak syndrome con-
stantly asked questions to the care team about treatment
procedures: “I’'m very vigilant when I’'m in the hospital
because if I have an IV (intravenous), I'm like, they have
straight access to my blood stream, so I'm like ‘Who are
you? What's in the syringe? Who ordered it and why?>°].

Medical follow-up. As individuals living with rare diseases
seek medical follow-ups, they encounter additional unnerv-
ing morally problematic situations, such as receiving vague
information regarding potential treatment, prognosis, or
rare disease management.’’"% For example, a young
adult living with recessive limb-girdle muscular dystrophy
struggled with clinicians’ lack of knowledge regarding
prognosis or best practices to prevent physical decline asso-
ciated with the illness. The upset young adult explained that
his questions remained unanswered: ‘“The most frustrating
thing about healthcare is that I always get the answer
‘Everybody is different so it’s not possible to say what it
will be like,” whereas I have a clearer picture of what it
will be like and I want to be ahead of things... .’
Similarly, a woman living with phenylketonuria also had
unanswered questions when she was pregnant: “I had a lot

of thoughts about giving birth, if there was anything special
I'had to consider, other than the diet. You have a lot of ques-
tions, you sit and wonder, and nobody at the local hospital
knows the answers, because they don’t know anything.”’

Over the course of medical follow-ups, some individuals
deplored, feeling merely reduced to their medical condi-
tions as they interacted with clinicians, which could com-
promise their ability to take charge of their health. A
young adult living with recessive limb girdle lamented
this dehumanization: “because they don’t see the whole
...they don’t see me as a person and individual but as the
disease, so they can’t try to suggest creative solutions for
me...I think they ought to think a bit for themselves
about how they behave and what they say, because we
are well aware that we are sick ... it gets very palpable.”’

Such medical follow-ups marked by unanswered ques-
tions and dehumanization may not result in clear clinical
benefits for some patients. This was the case for a patient,
who lived with pemphigus for nearly 17 years and who pro-
gressively strived to become a true self-advocate. Faced
with clinicians’ limited understanding of her condition,
she decided to stop taking immunosuppressants. She
chose to distance herself from the medical realm while
turning to complementary approaches such as stress man-
agement, psychotherapy, relaxing hobbies, and physical
activity to tackle the triggers of her illness, which she iden-
tified as partly psychological.®?

Critical analysis and proposed taxonomy

In this review, we highlight the state of the literature on
moral matters encountered in rare diseases and discussed
in qualitative studies. Following proposals to advance
ethics theory and terminology to more accurately describe
moral matters,lO the latter were delineated as moral
issues, moral challenges, and morally problematic situa-
tions. Challenges and situations were further categorized
with respect to the various medical environments in
which they occurred, which were the diagnostic odyssey,
diagnosis, clinical care and treatment, and medical
follow-up.

This pragmatist conceptual taxonomy of moral matters
showed great promise in understanding moral problems
relating to rare diseases at various levels of abstraction.
While morally problematic situations are concretely experi-
enced, moral issues are more speculative and anticipated. '’
More importantly, the moral dimensions ascribed to
morally problematic situations (i.e. internal tensions, con-
straints to agency, and empowerment and self-advocacy),
provide an enriched outlook on the existential implications
of morality for individuals as agents in a specific clinical
context. Below, we highlight the distinctiveness of each
moral matter with key examples from the study, their use-
fulness to address morality in practice, their limits, and
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how they could be expanded upon in future research when
applicable.

Moral issues

Moral issues are abstract, decontextualized, and speculative
in nature. They are amenable to anticipatory analyses
relying on abstract language to be addressed.'®*'*? A key
moral issue extracted in the literature review was accessibil-
ity to specialized and timely care and treatment, which
depended on geographical location, financial situation, and
epoch.>”7* Other moral issues addressed clinicians’
limited knowledge of rare diseases and difficulties for
patients to access credible information on the Internet and
on online support groups about their rare diseases.”’
Addressing moral issues such as accessibility considerations,
for example, is often necessary for establishing health pol-
icies and funding priorities. Some have advocated for fairer
allocation policies for orphan drugs in order to limit accessi-
bility issues, such as high costs for patients and poor financial
incentives for developers.”* Such reflections are often sup-
plemented with the use of abstract moral principles, utilitar-
ian approaches, and rights-based theories.”

From a pragmatist ethics perspective, moral claims are
fallible and have an instrumental value, meaning that they
constitute tools to be refined with improved knowledge of
the problem at hand.**’® Through empirical data collection,
moral issues would be specified and take the shape of moral
challenges and morally problematic situations. These con-
textualized moral matters would be more efficient in
informing localized decision-making, like in organizational
ethics or clinical ethics. For example, to improve accessibil-
ity to emergency care among individuals living with rare
diseases in a given metropolis, a survey study would
likely need to explore the moral challenges, as opposed to
the moral issues, faced by these individuals. In sum,
moral issues could either guide the development of health
policies or be viewed as “moral intuitions” warranting
further investigation for more targeted decision-making.
They are helpful to anticipate and eventually prevent the
conversion of moral issues into more substantive challenges
or situations. However, as seen in discussions about the
actual worth of anticipatory analyses of more speculative
moral issues, the ability to foresee the materialization of
moral issues is limited.*!””-"®

Moral challenges

Moral challenges are derived from the more poignant moral
matter of morally problematic situations through a process
of generalization. They retain the empirical basis of the
morally problematic situations they refer to, but may lack
references to temporal, spatial, or individual elements. '°
Important moral challenges reported in this review included
being poorly informed about one’s rare disease, associated

treatment options, and not being able to readily access com-
prehensive and adequate information on these topics. Being
an expert of one’s medical condition was another salient
moral challenge identified. Similarly, siloed care, as
opposed to multisystemic approaches, was insufficient to
tackle patients’ needs. Through their concise formulations,
moral challenges abstract moral problems from intersub-
jective and agential outlooks,”® setting aside their existen-
tial salience to seize their general impact on a more
considerable number of individuals.

Given their synthesized format, moral challenges are
useful for compilations and overviews. For example, a list
of moral challenges (e.g. Figure 4) may optimally communi-
cate the diversity and scope of empirically documented moral
problems relevant to a given context. Since moral challenges
emerge from or point to similar morally problematic situa-
tions, they often describe phenomena with significant preva-
lence. Alternatively, they constitute more concretized
iterations of abstract moral issues. As a result, moral chal-
lenges may simultaneously inform improvements to clinical
practices regarding rare diseases while offering a rationale
for undertaking these changes, given that they refer to preva-
lent or generalized problems with established empirical foun-
dations. In contrast, a morally problematic situation discussed
in isolation may not have sufficient weight to warrant changes
in broader clinical practices.

Acknowledging the important moral challenges high-
lighted above could inspire improvements in clinical prac-
tices relating to rare diseases. First, an increased use of rare
disease reference websites (e.g. https:/www.orpha.net/) by
clinicians could foster their knowledge of rare diseases, enab-
ling them to provide higher quality information to their
patients. This would alleviate some of the burden experi-
enced by patients forced to be solely responsible for their
health. Second, hospitals could aim to offer more holistic
support to individuals living with rare diseases, as opposed
to siloed care. Such support, which would extend to non-
medical specialties (e.g. nutritionists, psychologists, phy-
siotherapists, occupational therapists), would help patients
better cope and live with their rare diseases. Such models
could be inspired by existing multidisciplinary care models
that exist for selected rare diseases such as cystic fibrosis.””
A list of recommendations for improving clinical practices
in the context of rare diseases could be derived more exten-
sively from such moral challenges through eventual delibera-
tive exercises with stakeholders.

Morally problematic situations

Morally problematic situations provide in-depth accounts
of morality as experienced through episodic and concrete
life experiences.?* In pragmatist accounts of human experi-
ence, situational occurrences of morality are tripartite, fea-
turing agents, contexts, and experiences occuring through
transactions.”®%¢
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‘What makes these situations morally problematic are their
moral dimensions, such as internal tensions, constraints to
agency, or strategies of empowerment and self-advocacy
deployed in response to the situation, as revealed by this
review. Of particular importance in this review, three
morally problematic situations featured women living with
pemphigus being met with various forms of skepticism,
denial, and disbelief from clinicians regarding their illness.®?
Each of these situations is morally salient because they eli-
cited internal tensions among these women such as abandon-
ment, loss of trust, and not feeling listened to. The women
were also constrained in their ability to act in these situations
because they were rendered powerless and disempowered,
their knowledge and experience were disregarded, they inter-
nalized self-doubt, and they were not listened to. Thus, the
concept of the morally problematic situation valuably exhibits
how agents interact with their environments, in ways which
create important and detrimental internal tensions and con-
straints to agency.

Moreover, these disturbing examples, along with their
moral dimensions, convey the emotional salience of morally
problematic situations, that is, as profoundly unsettling, desta-
bilizing, and distressing life episodes. By being deprived of
proper recognition and care, individuals living with rare dis-
eases risk profound biographical disruptions well beyond
their medical trajectory.®’ Lacking an official diagnosis,
which can often be conducive to prognosis and treatment,
may markedly jeopardize these individuals’ life paths and
the accomplishment of their dreams and aspirations. In add-
ition, diagnoses hold epistemic value notably by validating
and legitimizing one’s arduous illness experience, including
in the eyes of other agents,gz’83 which can include friends,
family, employers, and medical evaluators for insurance com-
panies. Without benefiting from this epistemic credibility,”**
individuals living with rare diseases must face, often alone,
the emotional hardships of experiencing incapacitating and
unexplained health struggles that threaten their flourishing
in all spheres of their lives, including work, leisure, and sig-
nificant relationships. Morally problematic situations thus ele-
gantly bring forth the embodiment of moral problems within
agents, the existential importance of such problems, their
emotional salience, and their devastating consequences if
left unexamined.?® As a result, these situations warrant
further examination through moral inquiry to pave the way
for their eventual mitigation or resolution.'%®

While the concept of the morally problematic situation
constitutes a valuable tool for understanding and analyzing
moral experiences, its inattentive use may inadvertently lead
to essentialist or reductionist accounts of moral experiences.
In such cases, moral experiences put forward through bioeth-
ics research could risk trivializing agonizing experiences.
Unfortunately, this pitfall may be in part inevitable. The rich-
ness of moral experiences may not be perfectly accounted for
through second-hand accounts, and even less through an inter-
pretation of the literature as opposed to primary data

collection. The peculiarities of moral experience are poorly
captured with traditional bioethical analysis methods
because of their tendency to reduce moral problems to the
more rationalistic formulations of dilemmas, decisions, and
choices.”® To mitigate this issue, bioethics research should
seek to comprehend moral experiences through an in-depth
investigation of agents’ characteristics and context, and
without eclipsing the emotions and tensions they feel in rela-
tion to the situations at hand. To that end, empirical research
may be more promising than a literature review due to the
value of first-hand accounts.

In response to the existential struggles embedded within
morally problematic situations, pragmatist ethics points to
empowerment and encourages agents to take ownership of
situations through a process of inquiry.”® This orientation
resonates with the empowerment and self-advocacy strategies
identified in the literature on rare diseases.® For example, in
one situation identified in the review, a woman living with
dystonia had strived to be more assertive to overcome the
skepticism of clinicians.” Insights stemming from such situa-
tions could inform interventions to improve the integration of
ethics in patient—clinician interactions. First, adults living with
rare diseases could be exposed to the empowerment and self-
advocacy strategies identified in the current study, such as
adamantly asking questions, requesting more information,
taking initiative, and voicing one’s needs, through an ethical
intervention (e.g. brochure). Knowledge of such strategies
could empower these individuals to assume greater leadership
and control over the situations they face, thereby limiting the
aforementioned constraints to their agency. Indeed, the first
step in a process of empowerment is to understand one’s situ-
ation and one’s ability to act upon it in ways that lead to a
greater sense of control and greater efficacy in dealing with
the situation.®

Second, tools for shared decision-making designed for
clinicians could be enriched with the results of this study
to become effective ethical interventions. Decision aides,
which foster respectful and reciprocal exchanges between
clinicians and patients, do not always address ethics expli-
citly.®”*® Including examples of internal tensions felt by
patients (e.g. not being listened to, unfulfilled expectations,
unanswered questions), in addition to examples of con-
straints to patients’ ability to act (e.g. disregard for the
patient’s experience and knowledge, decisions taken on
the patient’s behalf) in these tools could help clinicians
better understand the moral importance of fostering
shared decision-making with each patient. Such ethical
interventions could be developed with the help of stake-
holders through participatory action research approaches
reminiscent of pragmatist inquiry.*>

Strengths and limitations of the study

A first limitation of this study is that it only addresses the
experiences of adults living with rare diseases in healthcare
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settings and, as a result, the identified moral dimensions could
manifest quite differently in other contexts. Future studies
could investigate whether agents experience these dimensions
differently in their daily lives, in relation to their friends and
family, in their participation in society, and in their career
and studies, for example. Similarly, due to their contextual
nature, the situations identified may not be generalizable to
all rare diseases or all healthcare settings. A second limitation
of this study is that the qualitative data addressing morally
problematic situations in the literature was very succinct. As
evidenced by the examples provided in the Results section,
little information was provided on the study participants’ life
experiences and context. A truly holistic understanding of
morally problematic situations, as recommended by pragmatist
ethics, was therefore impossible to achieve. Empirical bioeth-
ics research featuring data collection guided by the concept
of the morally problematic situation may be promising in enab-
ling in-depth investigations of embedded and situated moral
experience. A third limitation of this literature review is that,
by design, narrowing data collection to qualitative studies did
not enable the identification of several moral issues.
Targeting other types of publications featuring higher-level
reflections on the ethics of rare diseases might have provided
more insights on the moral issues reported in relation to this
topic. A fourth limitation of this study is that it did not
feature a gender-based analysis of morally problematic situa-
tions reported in the literature, notably since gender was not
reported in some of the reviewed studies.” It is plausible that
morally problematic situations, along with their moral dimen-
sions, could be experienced differently based on gender. Future
research could seek to illuminate whether gender shapes such
moral experiences.

Conclusion

This literature review identified moral issues, moral chal-
lenges, and morally problematic situations of importance
for adults living with rare diseases. It showcased the pos-
sible contributions of a proposed new ethical taxonomy
for ethical analysis, while highlighting the added value of
the concept of the morally problematic situation to under-
stand moral experiences. The existential importance of
these situations is reflected in the internal tensions and con-
straints to agency they elicit among agents, while empower-
ment and self-advocacy strategies show promise in
overcoming such tensions, to the benefit of the agents’
growth and flourishing.
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