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Abstract

Rare diseases, defined as having a prevalence inferior to 1/2000, are poorly under-
stood scientifically and medically. Appropriate diagnoses and treatments are scarce,
adding to the burden of living with chronic medical conditions. The moral signifi-
cance of rare disease experiences is often overlooked in qualitative studies con-
ducted with adults living with rare diseases. The concept of morally problematic
situations arising from pragmatist ethics shows promise in understanding these
experiences. The objectives of this study were to (1) acquire an in-depth understand-
ing of morally problematic situations experienced by adults living with rare diseases
in the province of Québec and (2) to develop an integrative model of the concept of
morally problematic situations. To this end, an online survey targeting this popu-
lation was developed through a participatory action research project. Respondents
provided 90 long testimonies on the most important morally problematic situations
they faced, often in healthcare settings. An integrative model was developed based
on various qualitative analyses of these testimonies and relevant literature. The inte-
grative model showcases that morally problematic situations have causes (i.e., con-
textual and relational factors, personal factors, jeopardized valuations), have affec-
tive repercussions (i.e., emotions and feelings, internal tensions), prompt action (i.e.,
through empowerment strategies leading to the evolution of situations), and elicit
outcomes (i.e., factual consequences, residual emotions and feelings, positive or
negative resolutions). In sum, this study advances understanding of the moral expe-
riences of adults living with rare diseases while proposing a comprehensive concep-
tual tool to guide future empirical bioethics research on moral experiences.
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In the very process of conducting this research study, our group of authors was
exposed to several shocking and inadmissible problematic situations. In one of

the saddest cases, a young person died from not having received appropriate

and timely care at the time this study was conducted. We stand in solidarity with
individuals living with rare diseases alienated from mainstream healthcare. We
sincerely hope that such situations cease without delay and that the human impact
of these conditions is fully recognized.

Introduction

A disease is considered rare if its prevalence is below 1/2,000 (European Organisation
for Rare Diseases, 2005). Rare diseases primarily have genetic causes, but may also
arise due to infections, autoimmunity, exposure to toxins, or complications from drugs
or surgery (Institute of Medicine (US), 2010). While not all rare diseases are life-threat-
ening, they may result in significant and diverse functional limitations which may be
exacerbated by inadequate care. Rare diseases are not viewed as a public health priority
due to their individual low prevalence, but together may affect 8% of the population
(Forman et al., 2012). As a result, limited funding and resources are directed towards
rare disease research and treatment, preventing clinicians from having the knowledge
and resources to adequately care for affected individuals (Forman et al., 2012).

Individuals living with rare diseases encounter a myriad of struggles linked to
the rarity of their medical conditions and the social contexts in which they occur.
They undergo diagnostic delays, are often misdiagnosed, and consult several doctors
before being formally diagnosed (Bogart et al., 2022; Molster et al., 2016). They feel
psychological distress due to their doctors’ and their own lack of understanding of
their rare diseases, adding to their felt uncertainty regarding illness progression and
treatment (Garrino et al., 2015; Kesselheim et al., 2015; von der Lippe et al., 2017).
When unable to establish a diagnosis, doctors sometimes refuse to further investi-
gate these patients’ cases and dismiss information brought by them (Grut & Kvam,
2013; Kesselheim et al., 2015). Individuals living with rare diseases must therefore
bear the unsettling burden of being experts of their medical conditions (von der
Lippe et al., 2017). These responsibilities add to the challenges of navigating social
relationships, familial responsibilities, and (un)employment, often without proper
financial support or services (Quintal et al., unpublished work 1 and 2).

Inherent to these concrete struggles, the rare disease experience is fundamentally a
moral experience (Good, 1994). Morality corresponds to the group of dispositions and
conduct that each individual judge to be acceptable or unacceptable. Morality is shaped
by the things that individuals value (Hitlin, 2003; Racine, 2022). Moral experiences put at
stake things that profoundly matter to people. Individuals value a variety of things based
on their distinctive life histories, characteristics, and understandings, which can be jeop-
ardized by illness experience (Kleinman & Benson, 2006):

Illness is everywhere a profoundly moral experience, since sufferers have
things of great personal and collective value to gain or lose. Illness alters life
plans and projects. And it provokes a response, however difficult and tenuous.
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Illness matters because real things are on the line: self-identity, physical and
mental health, life chances, social status, employment, finances, religious aspi-
rations, or personal relationships. (Kleinman & Benson, 2006, 835)

Illness experiences may shatter self-conceptions and visions of the world due
to the impairments and disability they bring about. Affected individuals may be
forced to rethink their life paths while grappling with unknowns about their futures
(Moreira, 2019). Yet, illness experiences may offer opportunities for imaginative
reflection on purpose of life and personal growth (Moreira, 2019; Racine, 2022; Ryff
& Singer, 2008).

Despite their existential importance, rare disease experiences are sometimes
stripped of their moral significance in the literature (Kleinman & Benson, 2006).
For example, these patients are said to experience a series of problems relating to
healthcare, work, study, activities, or romantic relationships (Martinent et al., 2020;
von der Lippe et al., 2017). Psychological hardships are often reported as a list of
mental health issues such as anxiety and depression (Bogart & Irvin, 2017). Such
abstract and simplified descriptions lose sight of the distress, suffering, uncer-
tainty, and despair of patients that accompany illnesses (Kleinman & Benson, 2006;
Racine, 2022).

Pragmatist Ethics and Morally Problematic Situations

Pragmatist ethics is premised on the interrelatedness of human experience and
morality (Racine, 2022) hitherto described. It departs from traditional ethics theo-
ries claiming that moral conduct can be derived from a strict application of guide-
lines or rules (Aiguier & Loute, 2016; Dewey, 2003). It proposes that moral expe-
riences are ultimately about morally problematic situations. In these situations,
individuals are unable to enact their values due to the circumstances they face (Hunt
& Carnevale, 2011). These situations undermine the ability of individuals to pursue
activities or projects that are meaningful to them, jeopardizing their personal growth
and flourishing (Pekarsky, 1990). Morally problematic situations hold existential
weight. They give rise to internal tensions within individuals. Through such sub-
jective malaise, individuals may feel abandoned, uncertain, misunderstood, or that
their questions remain unanswered (Quintal et al., unpublished work 1). These situ-
ations may also constrain the agency of these individuals, leaving them unable to
act according to their interests. As a result, they could experience powerlessness and
disempowerment, disregard for their experience and knowledge by others, in addi-
tion to decisions taken on their behalf by others (Quintal et al., unpublished work 1).

To restore their sense of well-being and stability, individuals feel a pressing need
to overcome morally problematic situations. Pragmatist ethics recognizes that indi-
viduals are endowed with agency, enabling them to actively shape their realities
(Aiguier & Loute, 2016). Consequently, individuals, which are agents, may initiate an
inquiry to address these situations. Through this process resembling ethical reason-
ing (Brendel & Miller, 2008), agents seek to fully understand their situations, imag-
ine action scenarios that could resolve them, test the most promising scenarios, and
improve them if needed (Fins et al., 1997). Solving these situations is a transactional,
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intersubjective, and deliberative process. A successful scenario is compatible with
the peculiarities of the environment and the values of the other agents facing the sit-
uation (Biesta, 2010; Racine, 2014). Morally problematic situations therefore offer
an opportunity for biographical reconstruction. Agents can work towards new ideals
of personal growth and flourishing if provided with favorable conditions for action
(Quintal et al., unpublished work 2; Carricaburu & Pierret, 1995; Racine, 2022).

Objectives of this Study

Morally problematic situations experienced by adults living with rare diseases
have been documented in previous studies, including a qualitative study (Quintal
et al., unpublished work 1 and 2). These studies offer a first empirically grounded
account of the morally problematic situations experienced by these individuals,
while illuminating the internal tensions and the constraints to agency they elicit. Yet,
these studies have two lacunae. First, both studies only name these situations rather
than describing them in-depth. As a result, the primary objective of this current
study was to acquire an in-depth understanding of the morally problematic situations
experienced by adults living with rare diseases in the province of Québec.

Second, these studies do not provide a cohesive and extensive account of the
components of morally problematic situations and how they interact in moral expe-
riences. Hence, the secondary objective of this study was to develop an integrative
model of the concept of morally problematic situations and their components. This
conceptual framework would enable bioethics researchers to better capture and com-
municate distress, the existential anguish, and the uncertainty elicited by such situa-
tions and how agents can appropriate these situations to construct better futures for
themselves.

Materials and Methods

The materials and methods reported below comply with the Standards for Reporting
Qualitative Research of O’Brien et al. (2014).

Patient and Public Involvement Statement

This survey study is one of the steps in a more comprehensive participatory action
research project exploring morally problematic situations experienced by adults
living with rare diseases (Jagosh et al., 2012; Quintal et al., unpublished work 2).
Pragmatist ethics recognizes the existence of plural conceptions of the good arising
from varied backgrounds and experiences. It calls for the inclusion of diverse stake-
holders in ethical deliberations to soundly understand the situations at hand (Lanre-
Abass, 2010). Hence, the use of a large-scale survey, developed through participa-
tory research and methods, is supported by pragmatist ethics.
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The idea for this research project emerged through discussions with the founder
of the Regroupement québécois des maladies orphelines (i.e., Québec Coalition of
Orphan Diseases) and a clinician researcher specialized in cystic fibrosis. These dis-
cussions revealed the need to conduct a qualitative research project to document the
difficult situations faced by adults living with rare diseases from a moral and exis-
tential perspective in partnership with patients. To this end, the Ethics and Rare Dis-
eases Working Group was formed and consisted of patient partners living with rare
diseases (authors 3, 4, and 5), representatives from the Regroupement québécois des
maladies orphelines, and clinician researchers specializing in rare diseases (author
6). In addition, the first author is living with uncommon chronic conditions, while
the last author has conducted previous research with individuals living with chronic
conditions. Due to their respective backgrounds, the first and last authors were mark-
edly interested by the experiences and knowledge of working group members, which
fostered positive and enriching discussions during meetings with the working group.

Working group members were involved in the development of the survey and the
interpretation of its results (Jagosh et al., 2012). More specifically, they refined the
survey questions and the definition of the morally problematic situation provided
therein based on their personal or professional experiences relating to rare diseases.
Patient partners piloted the survey, which led to improvements in the formulation of
questions. Working group members promoted the survey within their networks and
suggested patient groups that could help promote it. They have provided comments
on preliminary results, chose quotations to include in the article, provided input on
the manuscript and approved it for submission.

Content of the Survey

The development of the survey has been described elsewhere (Quintal et al., unpub-
lished work 2). Briefly, the survey was written in French, which is the official lan-
guage of Québec. The survey was conducted in this Canadian province given that
healthcare is mostly a provincial competency and shaped by the sociocultural char-
acteristics of Quebec as a distinct nation. The survey was published on Eval&Go, an
online survey design platform (https://www.evalandgo.com/). The consent section
of the survey presented the objectives of the latter and specified that approximately
30 minutes would be required to complete the survey. Consistently with the inclu-
sion criteria of the study, the eligibility section validated that survey respondents
were 18 years old or older, lived in Québec, and had one or more rare disease(s) or
self-identified with one or more undiagnosed rare disease(s).!

The current manuscript reports the results of three relevant sections of the sur-
vey (see Supplementary file 1).” In the demographic and socioeconomic section,
respondents were prompted to provide information about their gender, highest level

! Since individuals living with rare diseases are often confronted to diagnostic delays, those who self-
identified with having one or more undiagnosed rare disease(s) were welcomed to participate to the study
(Molster et al., 2016).

2 The results of the other survey sections are reported elsewhere (Quintal et al., unpublished work 2).
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of education achieved, occupation, annual family income, subjective socioeconomic
positioning (Adler et al., 2000), first language, ethnic group (Government of Can-
ada, 1998), and religiosity. In the subsequent section, respondents were asked to
name the rare disease(s) they were diagnosed with or suspected having. They were
also invited to specify the time elapsed until they were diagnosed or since the onset
of their symptoms.

Later in the survey, respondents were asked to provide a long testimony of the
most important morally problematic situation they had experienced in relation to
their rare disease(s). To this end, respondents were given a plain language defini-
tion of the concept of morally problematic situations which had been improved with
the help of working group members. Respondents could give a written testimony
or an oral testimony, either by calling a designated phone number or by sending a
voice recording by email. As first-person narratives, testimonies attest to the truth
and suffering inherent to moral experiences (Moreira, 2019). At the end of the sur-
vey, respondents could participate to a draw of two $50 gift cards and volunteer for
follow-up interviews by leaving their contact information.

Participants and Recruitment

The survey was opened on March 12, 2021 and closed on May 9, 2021. The ini-
tial aim was to obtain a minimum of 50 completed questionnaires, and the survey
was closed after far surpassing this aim. The Regroupement québécois des maladies
orphelines advertised the survey twice on their social media accounts and in their
newsletter. More than 80 patient associations and support groups were invited to
promote the survey through their newsletters and Facebook accounts.

Data Analyses

Oral testimonies were transcribed by an external transcription service. Question-
naires were imported in an Excel spreadsheet, to which transcriptions of oral testi-
monies were subsequently added.

Exclusion of Questionnaires and Descriptive Statistics

Questionnaires were initially excluded from further analyses if they lacked a tes-
timony or if respondents did not have a rare disease. Questionnaires were subse-
quently excluded if a testimony lacked enough information to be properly under-
stood and analyzed, discussed a situation that was not morally problematic, or failed
to address moral or ethical dimensions of moral experience as described above. One
testimony was particularly long and alluded to several morally problematic situa-
tions. For simplicity reasons, the main situation described in the testimony was kept
for the current analysis, while other parts of the testimony describing related situa-
tions were analyzed in another study (Quintal et al., unpublished work 2). Descrip-
tive statistical analyses were conducted on demographic and socioeconomic data in
addition to rare disease data.
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Situational Analyses

Anonymized testimonies were subjected to in-depth novel situational analyses,
closely informed by literature notably on pragmatist ethics and moral experience.
These analyses sought to highlight the components of the morally problematic
situations described in testimonies, consistently with an agential and situational-
ist understanding of morality (Racine, 2014). These components are understood
to be closely interrelated, in constant interaction, and not independent from one
another. To this end, situational analysis grids were prepared for each respond-
ent in Word documents. Respondents’ demographic and socioeconomic charac-
teristics, rare disease(s), and testimonies were imported into each grid by the first
author. Information on the components of the situation described in their testi-
mony was extracted in designated spaces by the first and second authors based on
the typology in Table 1 below.

Thematic Content Analysis

Grids generated in the previous steps were imported into the software MAXQDA
2022 (VERBI Software, 2021) for a thematic content analysis targeting specifi-
cally the information extracted from the testimonies. Thematic analysis con-
sists in creating a coding guide, which is a hierarchical structure comprised of
themes and subthemes present in a dataset. This structure was comprised of sev-
eral codes, each of which can be linked to relevant text excerpts using the soft-
ware (Braun & Clarke, 2006). The main themes of the coding guide were derived
deductively from the components of morally problematic situations summarized
in Table 1 while the subthemes were derived inductively (Nowell et al., 2017).
The thematic analysis incorporated some aspects of content analysis by noting the
frequency of certain codes among the testimonies (Vaismoradi et al., 2013). The
analysis was conducted by the second author and verified by the first author to
ensure correspondence of the coding guide with the content of testimonies. Ulti-
mately, the thematic content analysis yielded a coding guide detailing how each
component of the morally problematic situation materialized in respondents’ tes-
timonies, with supporting examples, in response to both objectives of the study.

Reporting of Results

The moral components of morally problematic situations characterized through
the thematic content analysis are presented in distinct subsections in the Results
section. Examples of these components are provided in accompanying texts and
tables. To protect the confidentiality of respondents, not all their rare diseases
were reported when they are quoted. In tables, results are generally ranked from
the most to the least frequently mentioned in the testimonies.

@ Springer



HEC Forum

“(TTot *sutoey
107 ‘1oysSe[en) onews[qoid AJ[erow oIS € SOYEW Jeym ST sonfeA Jo uonezipredoaf ayJ,
(900 ‘uosuag 29 URWIUIA[Y]) SUONBMIS A1) 0) JUAIYUI SI0JO] AQ PAUILIY) I8 pue (] JIom
paysiiqndun “[e 10 [euIng)) seoudIdjaId pue sarsap ‘spaau ‘senriolid ‘sjsaraul ssedwoous Aewr
‘suonen[eA Jo ‘panfeA are Jey) sSury], "(110g ‘Q[eAduIe)) 29 JUNH) 208 A3} SUOTIENIIS ORI
-qoid Aj[eIow oy} ur sanjeA Joy) SUIZI[enjoe Woij s)uase Juaaald SI0Joe) PaUOUAW-IA0QR Y,
(L661 “Te 10 I9IA) seouarradxa a1y Jorid Jounsip
pue (Ky1so131a1 pue a1mynd ‘aFen3ue] ‘Q[AISOYI] ‘suonenis 9JI] ‘sniels o1yder3owaporodos 3-9)
so[yo1d anbrun sjudde se yons ‘paousriadxa are suonens Aem ay) adeys Aew siojoey reuosrod
19Y1Q QU0 A[Ipoq pue djewnur K194 & y3noyl[e ‘00) aydonse)ed e SI SSau[[L,, 1Byl ppe Ady],
soydonsejes pue s1o3uep [*°] reuosiad Jo A10391ed proiq e, Jo Jaed ST yoIyM ‘SSU[[I SB yons
“seoueiswnaIrd Furxaa ojur ardoad sysnay 91y, 1Y) ALIM (GEg “d ‘9Q7) UOSURG pUB URWUUIA[Y]
*9SBaSIp IRl B SUIARY] SB ons s1010.] [euosIad wolj Jnsal os[e suonen)is onewaqoid A[[eIojn

"(E10T “esIA) syuaned Jo asoy) pue (MO[aq pauyap

‘SUOTEN[EA J0) S}SQIUI JIOY) USIM)Iq SOOUISISATP I0 ‘Artuey o) IO SUBIOTUI[D JO SIOTARYS]

pUE ‘SapNINIE ‘SUOTIOE ‘SISINOISIP dnewa[qoid apnjour A[aweu pinod siojoej [euoney (1661

“Te 19 J9[TJA]) SeUI[opINS [ESTUI[O PUE ‘SURIDIUI[D JO SUOTIESI[O [eo130[0ju0ap pue [e39[ ‘sarorjod

[BUOTIMTISUT “SIDINOSI DILIS SUIPN[OUT “NAI[IW JY) JO SUOHIPUOI JO PAsLIdwiod aq Pinod sI103oe

[enIxoIu0d ‘sSUMIas [edIPal Ul “@0UdH “(7S9¢ "d ‘6107 “BIRION)  SPA[SINO UMM JAYJO, )

pue ‘1930, 9} Ul AJIuBWny Ino 33S SN ayew [[im A)[Iqe sARIuS0d Ino,, Yorym £q Jey) “0Injesy

QATIOUNSIP © 9ARY STUTOQ UBWINY UM SUOTIOBSURLY, (0T “BISAIg) SeNNUd SUIAT[-UOU pue

SUIAI] Jo pestIdWOD JUSWUOIAUS Y} YIIM SUOTIOBSURT) YIno1y) A[oA102[qNsIajuI 3[Ing 918 SI0UD
-119dXg *$I0J0BJ [RUONB[AI pUB [BNIXJUO0D 0} dsuodsar ur a31owa suonemis onews[qoid A[eIo

suonenyea pazipredoaf

$10)0e] [euosIad

amyexa) snoradid uo peseq sIySIsuy

suonemIs
SI0JOB} [BUOTJE[I PUB [BNIXSIUOD) onewayqoid A[feiow jo sasne))
SuoT)ENIIS ONE +SUOTJEN)IS

-woyqoid A[reiow jo syjusuodwo) onews[qoid Afferow Jo uoIssaISoig

anyexan snotaaxd £q paurtojur suonenis onewayqold Afjeiow jo sjueuodwo)) | ajqel

pringer

As



HEC Forum

(610T BILION °T
y10m paystqndun “Te 39 rejurng)) sdiysprey yijesy prue sSurueaw 1| MU IN)INU IO ‘pIeay 2q
S1SQIOIUT JIAY) AYBUW ‘SUOTIENIIS JI3Y) O} JUBAS[II UOBWLIOJUT AJOW JAyIes Aoy ‘so1391ens asay)
ySnoxyg, *(T yFom paysiqndun “e 30 feIung)) 90ey Loy} SUOnEmIs oY) UT SIOIOB SATOB SW0J9q
0) sa139jens juauramodws azijiqow Aew syuage ‘Aimbur s1y) Jonpuod o, (9107 QUIRY ‘L661
“Te 30 IQ[[TIA]) SIop[oyayels IOYJ0 YIIM UOTIBIOQR[[0d UT PUBY Je UonemiIs oY) aAjosa1 d[oy 03
91qndaosns soLreuads uonoe Sunsa) pue SUISSNOSIP pue dULIAdX pue UONEBAIISqO YSnoiy)
suonenis jo Jurpuejsiopun yydop-ur ue Surnnboe saajoaur ssaooid sty ], “Annbur [earyle
ySnoxy) (6707 ‘BIRIOIA) UOTIUSAIUI UR JOJ S[[BD $90USLIadXa [eIoW 0} JUIdYUI SULIdYNS oy,

‘suoprenyIs onewa[qoid A[rerowr Aq payoAs SIUI[9] pue SUOTIOWS 3} PUE SUOISUD) [EUIAUT

U93M}2q UOTOUNSIP JNO-1BI[D B 3q Jou Kew 213y ], *(L00T “Qutoey ‘0g61 ‘uewdiy) 2 Koma)

SUOTIEN)IS 9SAY) JO 9IUSSSO SNONTIqUIL puE Ten)OIFuod ‘xo[dwos ayy 03 J59)) SUOISUS) [BUI)UT

389y [, (g pue | Spom paysiqndun “[e 39 [eIuINnQ)) SuonemIs 3y} ur pastwordwod 1o ‘pauruispun

‘pasoddo are suonenrea sjuaSe yorym ur skem ay) Surpiedar asre[ew 9And2[qns se paouarradxa
Qe SUOISUS) [RUIU] "SJUSTE UIIIM SUOTSUD) [BUISIUT JIOI[S suonjemyis onewa[qoid A[[eioj

*SIOPIOSIP poow

pue A)aIxue Jo suonejsajiuew se pajordidur A[a1ow )saq Je 1o paimded 9q jou Aew ysinue [ed
-13o10yoAsd a1oym ‘(gz0g ‘QuIoRy {0107 T8 10 UASUO[ {066 ] ‘UISUO[) SASLD [EITUI[D 0 PIONPAI
9q sowrowos Aew uonems snewa[qold A[[eIow ‘(9O ‘UOSUdg 29 UBWIUI[Y) UONBZI[EIIPIW
Jo wiStpered e uy "papIsqns sey uonemIs oy} I93Je A[[enpIsal Jo ‘9SIN0J SII SUNI I St ‘UONen)Is
QU3 UI AJ[eNIUT JNOJ0 UBD STUI[I9) PUB SUONOWD 3SAYL, “(610T T8 10 URSIOIN ‘61(0T T8 30 Usua[)
Keop onsouSelp Suo[ B QuUOSIopuN 9ALY OYMm S0Y) J0J A[[e1oadsa JoI[a1 JO 20IN0S B 9q pue
QouedyIudis pjoy ued sisouserp e ‘AysoddQ ., 'sn 03 Suofaq 10u saop Jey) Juryiowos Aq uaye)
Apuajora pue ‘pastidins ‘papeaur uaoq Suraey Jo sSUI[ASJ [SOYOAI] ‘SISSAUT[T DIBT JO SALIOISTY AT
-Wwey Jo Joe[ 9y} usljo pue ‘SuIsooyd Jou Jo UONIPUOd Y, :SALIM (69¢ “d ‘G1(7) BIRIOIA "suorn

-em1s onews[qoid Aferow 0) asuodsal ur S3UIPd) pue suonows Jo eioyyad e aousrradxe sjuddy

suonemIs
sor3orens juowromodwry  onews[qoid A[rerow uodn Sunoy

SuoIsua) [eurajuy

suonenyis onewaqoxd
s3ur[eoy pue suonowy  A[[eIouwr jo suorssnoredor 9ATIOY

a1nje19)1] snotadxd uo paseq sIYSIsuy

suonenyIs one +SUOTJEN)IS
-worqoid A[reiow jo syjusuodwo) onews[qoid Affeiow Jo uoIssaISoig

(ponunuoo) | |qey

pringer

As



HEC Forum

(9107 “ourory]) poryor) 2q Ued suonemIs yons yorgm £q ssedoid e jnq ‘suorn

-emy1s onews[qoid Aferow [fe jo uorssaidoid Ajojepuew Jo [einjeu Aue Jo uondriosop e jou sI J| "sesuodsar Sunoeus pue ‘woy) 0) sesuodsar JururSewr ‘SuoneMIIS SR
-qoid AJ[eiowr Jo osuds Juryew ur sIopjoyayels saruedwooor Yorym SOIYIQ JO wIoj e se soryle 1snewderd £q pojuario st suonemis onewaqoid Ajfeiow jo uorssaiford siyJ.

"(TT0T “durory (600T OLweH

29 ureysdy) worqoid [erow Sururewar e 0} Sunsd)e UONORJSIESSIP SIIOI[O UOHBMIIS POAJOSAIUN

ue ‘A[9SI0AU0D) (9T (T “QUIORY ‘066] ‘AYSTE9J) PRIOPISUOD AI9M SUONEN[RA JIAY) AINS dpeW pue

Ky noyy1p rerow punojoid e Junowrins o) paured Aoy} 9ouls ‘syuage Jo SuIysLINOY pue YImoIs

Teuosiod ‘UOT)ORJSIIES UT SI[NSAI UONENIIS PIAJOSAI Y *SOIS9)eN)s Juouromodws [npIny pue soLeu
-9 UOMIB [NISSIOINS JO JUSUNIBUD I} YINOIY) PIA[OSAI 9q Aewu suonen)is onewa[qoid A[[eIojn

's3UIo9) PUE SUOTIOWD [eNPIST

se 9FIowo Jo [enoej 9q ABtI s90UANbISUOD 9sAY, *JOU JO AI0JOBISIES SI “poure]je JI ‘UOIINJOSAl &
1oupeym uo Surpuadap 2Ane3au 1o 2anIsod oq ued suonemis onewd[qoid AjfeIow Jo saouanbasuo))

‘Armbur 1eory)e 1odoid 10y A1eSS909U UOT)OIPI [NJAILD YY) 03 anp J[qIssod

SI SOLIBUQDS UOT)OR JO JUSUORUS 9} 1oy Jurod B payoear oAey jou Aew suonenIs Sursows

KmoN (10T “Te 19 QuIoRy) SOLIBUIOS UOIOR JO JUSWIORUD dY) 0) UONIPPE Ul sjuade Aq so1391ens
Juourromods Jo asn 2y SUIMO[[0J JA[OAR 0) 9[qndadsns a1e suonemIs onewa[qoid A[feIojA

SUOTIENYIS JO UOTIN[OSNY

suonemIs
suorenyIs jo seouanbosuo)  onewsyqoid Afjeiouwr jo sawoanQ

SuoTIENIS JO UOTINJOAT

a1nje19)1] snotadxd uo paseq sIYSIsuy

suonenyIs one +SUOTJEN)IS
-worqoid A[reiow jo syjusuodwo) onews[qoid Affeiow Jo uoIssaISoig

(ponunuoo) | |qey

pringer

As



HEC Forum

Excluded questionnaires (n=156)
)
246 _mmatgd —> 135 did not include long testimonies
questionnaires
—> 5 were completed by respondents who did not have rare diseases
111 —> 9 featured long testimonies that lacked information to be sufficiently well understood
questionnaires
included long
testimonies — 6 featured long testimonies that lacked moral content
—> 1 featured a long testimony describing a situation that was not morally problematic
[ 90 questionnaires included in the current study ]

Fig 1 Flowchart for study sample

Ethics Approval

This study was approved by the human subject ethics committee of our institution
(2021-1080). It complied with the Standards on Research Ethics and Scientific
Integrity of the Fonds de recherche du Québec—Santé and the Tri-Council Policy
Statement 2—Fthical Conduct for Research Involving Humans of the Panel on
Research Ethics of the Canadian government. Survey respondents gave informed
consent before participating to the study.

Results

Characteristics of the Respondents

Sociodemographic Characteristics of Respondents

Among the 246 initiated questionnaires, 90 were eligible to the current study, as
shown in Fig 1. Respondents were aged between 19 and 75 years old, with a median

age of 47.5 years, and most of them were women (84%). The sociodemographic
characteristics of respondents are presented in Table 2.

Rare Diseases of Respondents

Together, respondents had 82 distinct rare diseases. Respondents who only had one
rare disease constituted 72% of the sample. The highest number of rare diseases
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Table2 Sociodemographic
characteristics of respondents

@ Springer

Characteristics of respondents Number of % of sample
respondents
Gender
Women 76 84
Men 14 16
Age
18-29 5 6
30-39 22 24
40-49 24 27
50-59 21 23
60-69 16 18
70-79 2 2
Highest level of education completed
Elementary school 1 1
High school 9 10
Professional school 4 4
College* 22 24
Bachelor’s degree 29 32
Graduate studies 24 26
Not specified 1 1
Occupation
Student 3 3
Employed 30 33
Disability 41 46
Retired 9 10
Other 3 3
Prefer not to say 2 2
Annual family income
Less than $10,000 7 8
$10,001-$30,000 15 17
$30,000-$50,000 9 10
$50,001-$70,000 13 14
$70,001-$90,000 11 12
Over $90,001 21 23
Prefer not to say 14 16

Subjective socioeconomic positioning reported on a scale from 0

to 10
Low (scores of 0 to 4)
Medium (scores of 5 to 7)
High (scores of 8 to 10)
First language
French
English
French and English

27
45
18

85

30
50
20

94
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Table2 (continued) Characteristics of respondents Number of % of sample

respondents

Ethnic group

White 86 96
Other 2 2
Prefer not to say 2 2
Religiosity

Yes 15 17
No 68 76
Don’t know

Prefer not to say 6 7

In the province of Québec, Canada, college education is offered in
CEGEPs (College d’enseignement général et professionnel), which
are post-secondary education institutions offering 2-year pre-univer-
sity training programs and 3-year training programs for trades

reported by a single respondent was 6. The most frequent rare diseases in the sample
were Ehlers-Danlos syndromes, Sjogren syndrome, and scleroderma with respective
frequencies of 16%, 6%, and 4% among respondents. The most frequent categories
of rare diseases represented in the sample were: endocrine, nutritional, and metabolic
diseases (16% of rare diseases); congenital malformations, deformations, and chromo-
somal abnormalities (15% of rare diseases); in addition to diseases of the musculoskel-
etal system and connective tissue (15% of rare diseases) (see Supplementary file 2 for
detailed rare disease categories in the sample along with their frequencies).

Qualitative Results

Most respondents described the morally problematic situations they experienced by
alluding to their causes, their affective repercussions, the intervention made upon
them, and their outcomes.

Causes of Morally Problematic Situations

Most morally problematic situations described by respondents featured contextual
and relational factors in addition to personal factors that clashed with their valua-
tions, or things that fundamentally mattered to them (see Table 3).

Contextual and Relational Factors First, contextual and relational factors contributed
to the genesis of morally problematic situations. These factors arose primarily in
healthcare, followed by career and studies, social and family life, and personal and
introspective life. These factors included problematic attitudes (e.g., contempt by cli-
nicians or colleagues), inappropriate practices (e.g., physicians refusing to care for
patients), limited resources (e.g., maladapted long-term care homes for non-elderly
individuals), or demanding obligations or duties (e.g., difficulties caring for one’s
family) (see Table 3).
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For example, a woman in her mid-forties living with hypermobile Ehlers—Dan-
los syndrome and primary immunodeficiency recounted that her internist had a
patronizing attitude and failed to sufficiently investigate her case:

The internist had told me that she would look at all my folders, conduct
tests, and conduct an analysis. Ultimately, she did absolutely nothing. Three
months of waiting and examinations. When I met her, she had her arms
crossed, her legs crossed, nothing on her desk, nothing on her [computer]
screen, and told me “You have nothing” and it is fibromyalgia or myalgic
encephalomyelitis. When I tried to talk to her about Ehlers-Danlos syn-
drome [...], she did not want to hear anything. She was full of herself, con-
descending, [and] close-minded.

A man in his early thirties living with empty nose syndrome, a rare distressing
complication of nose surgery, was erroneously dismissed by the medical person-
nel as having a psychosomatic illness. He explained:

In the days following my septoplasty (nose surgery), [...] my symptoms
were extremely severe, so I returned to the hospital to receive help and
answers, but no doctor was able to explain what happened to me physically.
All they did was to send me in the psychiatric department and give me drugs
that did not work for me, because my problem is physical and not mental.

Personal Factors Second, respondents’ personal factors often played a comple-
mentary role in causing morally problematic situations. These factors were often
immutable and usually related to their rare diseases. Examples of these factors
include the fact that respondents’ rare diseases often required medical care and
follow-up, had deleterious health impacts, were often accompanied by other rare
diseases, and some were genetically transmittable, leading to hesitancy regard-
ing having children. Respondents’ rare diseases involved functional limitations in
everyday life, adaptations, significant food restrictions, and work and study-related
limitations.

The testimony of a woman in her early sixties living with myasthenia gravis
illustrates well how personal factors in addition to contextual and relational fac-
tors interacted in causing a morally problematic situation she experienced dur-
ing a hospital stay. She was met with contempt when asking medical workers to
ensure that the drugs they wanted to provide her were not contraindicated for her
rare disease. She hypothesized that their negative attitude stemmed from preju-
dice linked to her socioeconomic status as a personal factor:

I was faced with an unpleasant attitude followed by intimidation. [...] I
quickly realized after all these experiences that a person of sound mind and
who exhibits sufficient strength and intelligence to defend themselves ver-
bally, it is a situation that frustrates them even more. [...] Therefore, [they
use] our social status (disability benefits) and our [lower levels of] educa-
tion as means to crush us, by making us believe that we are completely lost
and are completely unable to understand what is happening.
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Jeopardized Valuations at Stake in the Situations Third, most respondents’ valu-
ations were jeopardized by contextual and relational factors in addition to per-
sonal factors specific to the respondents (see Table 3). The valuations alluded
to by respondents encompassed values, ideals, expectations, needs, preferences,
interests, and desires. The jeopardization of valuations made situations mor-
ally problematic. Valuations were primarily jeopardized in context of healthcare,
followed by personal and introspective life, career and studies, and social and
family life. Respondents sometimes alluded to their valuations more explicitly
using expressions such as “I hope,” “I would like /I would have liked,” “I want
to,” “it is important that,” “I would have needed,” “being able to,” “I prefer,”
and “I appreciate.” Table 3 below contrasts contextual factors with respondents’
valuations.

The testimony of a woman in her early thirties living with essential thrombo-
cytosis, a rare disorder characterized by an elevated production of platelets, illus-
trates well how contextual and relational factors oppose the valuations anchored
in her ideals and needs. She explained that upon her diagnosis, she was accom-
panied by her mother, who “was not reassuring at all, because she was scared
for [her]” and the specialist she met was “especially intelligent” but “very cold.”
When he announced her diagnosis, he “did not understand why [she] cried, he
attempted to reassure [her] by telling [her] that [her] life expectancy was normal.”
Instead of this inadequate support and lack of receptivity, the woman needed sig-
nificantly more goodwill and support. She explained:

a meeting with a psychologist or a social worker could have made all the
difference [...] I would have needed more reassurance and most importantly,
to be linked to a community [of individuals] that live with this illness: hav-
ing resources, tools, being told that things would go well and that I would
be accompanied. It took me months to find precise resources that could help
me, I was alone with my rare disease [...], and I was looking for a patient
support group that I could not find.

More often, respondents alluded to their valuations implicitly. A woman
in her thirties living with hypermobile Ehlers-Danlos syndrome explained
that she expected to be listened to during clinical encounters; otherwise she
would seek care elsewhere: “before taking appointments with a physiothera-
pist, a massotherapist, a dentist, an optometrist, I send an email to their office
explaining my situation and I assess their answers based on how I sense their
ability to listen. I go where I am listened to and where my condition is not
minimized, and where [clinicians are ready] to learn about my situation.” This
strict expectation of being listened to emerged in reaction to contextual and
relational factors related to her family doctor’s problematic attitude, which
“did not take [her] seriously” and who “was not interested to further investi-
gate [her] case.”
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Affective Repercussions of Morally Problematic Situations

Morally problematic situations elicited internal tensions, in addition to emotions
and feelings which materialized at the onset of the situation or residually.

Internal Tensions Raised by the Situations Internal tensions were experienced by sev-
eral respondents when initially faced with their situations. They consisted of subjec-
tive uneasiness due to valuations being undermined in the situation. Internal tensions
appeared implicitly in several respondents’ testimonies and were overwhelmingly
experienced as powerlessness, followed by dilemma, misunderstanding, internal con-
flict, uncertainty, hesitation, questioning, doubt, and ambiguity (see Supplementary
file 3).

For example, a profound internal tension of powerlessness was reported by a
woman in her mid-thirties living with Ehlers-Danlos syndrome and several other
rare diseases. She explained that in her late twenties, she was not able to study and
work anymore due to her undiagnosed rare diseases. Since she was not eligible to
disability benefits, she then experienced the four most difficult years of her life: “I
had to live with seven thousand dollars per year, alone and sick [...]. I underwent a
severe depression and my physical condition significantly worsened.” She explained
that her situation changed today “only because [she] accepted to depend on a man,
but [she] would end up in the same situation if he decides to leave [her].”

Initial Emotions and Feelings When initially faced with morally problematic situa-
tions, most respondents reported experiencing a plethora of emotions and feelings.
While internal tensions were experienced in reaction to undermined valuations, emo-
tions and feelings were understood as relating to the psychological state of mind
of respondents. In order of frequency, most respondents alluded to emotions and
feelings of distress, worry, sadness, isolation, anger, helplessness, disrespect, guilt,
exhaustion, shock, and poor self-esteem. Very few respondents reported positive
emotions and feelings. The respondents mostly named their emotions and feelings
explicitly and using terms related to those (see Table 4).

A woman in her early fifties living with Stickler syndrome lamented having to
“fight a rare, invisible, progressive, and invalidating illness” and having to “fight
[her] family doctor and the healthcare system” to receive proper recognition and
care. She added that over the years, her “mental health was seriously affected to
the point that [she] became suicidal and attempted suicide.” Similarly, a woman
in her early fifties living with Ehlers-Danlos syndrome recounted the turmoil she
experienced in relation to the evaluation of her case by her insurance company. She
explained what happened with the physician:

He absolutely did not take into account my health condition, he has dis-
torted my remarks, he insinuated that I sought to deceive him, and he rec-
ommended that I return to work full time starting the following week. But
the most difficult [event] was when my family doctor [...] told me that he
had been won over the expert physician’s assessment. I felt betrayed and
abandoned by my family doctor who was aware of [...] my numerous
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[...] health issues for the last 20 years [...]. I felt very lonely and without
resources during these dark days. I lost trust in my family doctor due to lack
of support from him.

A woman in her late thirties living with cystic fibrosis had to stop working to
better care for her health. This decision led her to ask for disability benefits, lower-
income housing, and moving back with her parents in the meantime. Through these
challenging life changes, she experienced strong emotions “ranging from sadness to
anger, grieving an important value for [her], a feeling of intense solitude by feeling
‘abandoned by the system’ and being entirely left on [her] own.” This decision may
have been “one of the most difficult” she took because it opposed two of her valu-
ations: work as a representation of her autonomy and as integral to her identity and
being able to take better care of her health.

Residual Emotions and Feelings Along the factual consequences of morally prob-
lematic situations, several respondents experienced durable emotions and feelings in
relation to what remained of the situation. In order of occurrence, several respond-
ents alluded to emotions and feelings of worry, distress, loss of trust, sadness, poor
self-esteem, isolation, anger, guilt, helplessness, feeling disrespected, and exhaustion.
Some respondents also alluded to positive feelings. Respondents primarily named
their emotions and feelings explicitly and using related terms (see Table 4). Distress,
worry, and sadness were prevalent and constant as the situations evolved.

A young man living with Ehlers-Danlos syndrome gave a poignant testimony on
the lack of recognition he endured in the medical system, and the severe psychologi-
cal impacts it had on him:

I started having difficulties eating [about half a year ago]. I have met with sev-
eral doctors who did not take me seriously or who minimized my symptoms.
[...]1 I have been accused of anorexia by [emergency doctors] which [implied]
that I was inflicting this to myself. I have cried dozens of times; I have night-
mares every night or almost where I look for help but do not receive any. I
suffer every minute. I do not have enough energy anymore to fight against the
medical system. [...] I feel abandoned, misunderstood, like a nuisance for phy-
sicians and emergency doctors. The disease is already an ordeal, having good
timely care wouldn’t be too much to ask for! I avoid medical consultations or
going to the emergency room because I lost all my trust in the medical system.
I don’t feel taken seriously.

A woman in her late sixties living with achondroplasia endured prolonged harass-
ment and intimidation at the hospital where she worked, in relation to her physical
difference. Despite having retired, she confided: “I [...] developed social phobia and
panic attacks. I distrust everyone due to how I am afraid of being ridiculed, humili-
ated, and denigrated. I have lost my self-esteem and confidence.”

In contrast, some respondents communicated positive emotions and feelings when
reflecting on their journeys. A few expressed gratitude, notably regarding one’s privi-
leged access to a liver graft and specialized care in Canada, while another celebrated
her chance of having been able to work, unlike many others living with rare diseases.
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Others discussed the relief they experienced when being accurately diagnosed, which
held an explanatory and validating value for them.

Acting Upon Morally Problematic Situations

Several respondents described empowerment strategies they mobilized to face their
morally problematic situations. Some of these strategies led to changes in the situa-
tions, enabling their evolution.

Empowerment Strategies Prompted by internal tensions and emotions and feelings,
several respondents described a variety of empowerment strategies that they used to
attempt to overcome morally problematic situations. Through the adoption of these
strategies (see Table 5), these respondents positioned themselves as active actors in the
situations they faced. They acted proactively and empowered themselves in the face of
adversity notably by adopting a positive mindset or surrounding themselves with allies.
Through the adoption of these strategies, the respondents were sometimes able to initiate
changes in the contextual and relational factors of their situations. They worked towards
cultivating the best conditions for attaining their objectives and to nurture their well-
being and growth amid hardships.

Evolution of the Situations The adoption of the above-mentioned strategies generally
resulted in situations evolving, which was addressed in most testimonies (66%). More
specifically, 11% of situations were ongoing and 44% situations had ended. In contrast,
the evolution of 44% situations had not been clearly described by respondents, some-
times because the situations did not change beyond their initial state.

A woman in her late forties living with confirmed severe pelvic congestion, highly
suspected Ehlers-Danlos syndrome and Nutcracker syndrome in addition to other undi-
agnosed rare diseases detailed the evolution of her situation through the lens of the var-
ious strategies she mobilized:

Since the beginning of my important symptoms two years ago, I have repeatedly
seen my family doctor and 6 specialists, 2 visits to the emergency room with vari-
ous kinds of exams, including 4 scans. Aside from pelvic congestion, they did not
find anything, and they all agreed that [this diagnosis] did not explain my most
important symptoms. I had to become informed, do my research, find people
with similar symptoms and suggest avenues to my physicians. [...] When physi-
cians here said that they do not know what to do anymore to diagnose me as my
symptoms worsened, I decided to travel to see a specialist in Germany known to
have diagnosed several [...] Canadians [...]. It was a very difficult decision due to
[COVID] and the important travel and consultation fees.

Outcomes of the Situations and Their Consequences
Following interventions in the situations and their evolution, some situations had

positive consequences on respondents while others had negative consequences.
These situations were thus resolved satisfactorily or unsatisfactorily respectively.
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Consequences of the Situations The morally problematic situations encountered
by respondents had widespread and diverse factual consequences on their lives.
These consequences were mostly negative, although some patients saw positive
outcomes. Since the consequences of the situation were often inextricable from
the reality of living with rare diseases and their associated constraints, they are
not reported extensively here. In short, these consequences arose primarily in rela-
tion to some respondents’ personal and introspective life, followed by healthcare,
career and studies, and social and family life. The man living with empty nose syn-
drome cited above summarized the consequences of his situation as such: “what [
cannot conceive is the lack of follow-up, the lack of recognition and the denial of
an illness so invalidating that had important repercussions on my general health,
my academic and professional life, my finances, and my relationship with my fam-
ily.” Moreover, morally problematic situations ultimately resulted in significant
residual emotions and feelings, as described above.

Resolution of the Situations Some of the morally problematic situations intro-
duced above had ended. They were characterized as having an unsatisfactory reso-
lution in 65% of cases and as having a satisfactory resolution in 35% of cases. The
resolution of situations was contingent on their negative or positive consequences.

In situations leading to unsatisfactory resolutions, some respondents reluc-
tantly settled for undesired life choices or decisions that were imposed on them.
In some cases, despite acting in the situation, the moral problem inherent to the
situation persisted and the respondents felt confronted with the same battle.

This is the experience of a woman in her early thirties living with intersti-
tial cystitis. Newly published studies suggested that her pain-relieving drug could
result in long-term visual issues. She pondered: “do I stop taking this drug or not,
given these new studies?” She attempted to stop the drug, but due to her “atro-
cious pain,” she ultimately reduced her daily dosage. Since there are no accessi-
ble alternative drugs, she felt distraught and disempowered: “the situation did not
necessarily improve, but by discussing with my doctors, by undergoing regular
ocular testing, and by reducing my dosage, [...] I can better manage the stress
relating to a [related] vision impairment in the future.”

In another situation, a man in his late fifties living with stage IV pulmonary
hypertension had to wait too long for a proper diagnosis and care. He lamented
that “a timely diagnosis would have allowed me not to reach the last stage of the
illness.” He added that his situation was far from ideal: “Disability benefits do not
enable me to live because my revenue is below the poverty threshold and I cannot
afford the drug that I need.”

In contrast, a few morally problematic situations led to satisfactory resolu-
tions. Key situations with satisfactory resolutions featured the enactment of the
best decision for oneself (e.g., by leaving a job to better care for one’s rare dis-
ease), the acknowledgement of one’s experience (e.g., through a formal rare dis-
ease diagnosis with explanatory value), overcoming hardships through resilience
(e.g., dissipation of suicidal thoughts), taking risks which paid off (e.g., a suc-
cessful lung transplant for cystic fibrosis), or giving back to others (e.g., creating

@ Springer



HEC Forum

a patient support group). All these situations had the common characteristic of
making respondents’ lives feel more bearable over time.

Discussion

This study offers a first in-depth understanding of morally problematic situations
experienced by adults living with rare diseases. It uncovers their various compo-
nents and how they relate with one another, sometimes with excerpts of testimonials
from survey respondents. Based on these results, an integrative model of the compo-
nents of morally problematic situations is proposed in Fig. 2. The model integrates
study results (numbers 1 to 10) and related concepts from the literature on pragma-
tist ethics and moral experience (letters a to e).

Features of the Integrative Model

The integrative model of the morally problematic situation illustrates how causes,
affective repercussions, actions, and outcomes are constitutive of morally problem-
atic situations. Situations are caused by contextual and relational factors in addition
to personal factors (components 1 and 2).* As these factors interact, the valuations
of agents are jeopardized and situations become morally problematic (component 3).
These conflicts have affective repercussions which take the form of internal tensions
and emotions and feelings (components 4 and 5). This felt uneasiness can motivate
agents to act upon their situations using empowerment strategies (component 6) to
prompt the evolution of their situations (component 7). Ultimately, these strategies
elicit factual consequences (component 8) which define a new version of the situ-
ation. Residual emotions and feelings may result (component 9) and if applicable,
agents may perceive this resolution as either satisfactory or unsatisfactory (compo-
nent 10).

The integrative model is enriched from concepts discussed in the literature. In
short, contextual and relational factors may be experienced as constraints to agency
(concept a), reinforcing how agents’ valuations are jeopardized. Agents may use
empowerment strategies as they deploy an action scenario to move towards a reso-
lution (concept b). If they manage to satisfactorily resolve their situations, agents
undergo personal growth and flourishing (concept c). Alternatively, they experience
moral residue resulting from residual negative emotions and feelings and the unsat-
isfactory resolution of their situations (concept d). Moral residue prompts agents
to conduct further inquiry (concept e) by enacting alternative solutions (concept b)
that could promise to resolve their situations more satisfactorily. In the integrative
model, we also propose that morally problematic situations acquire moral and exis-
tential significance, for example as they jeopardize valuations (component 3), elicit

3 In the Discussion, the numbers and letters in parentheses refer to their equivalents in Fig. 2.
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Causes of morally problematic situations

a. Constraints 1. Contextual and
<> R
to agency relational factors

3. Valuations
jeopardized

( 2. Personal factors

v

Affective repercussions
of morally problematic situations

[ 4. Internal tensions H 5. Initial emotions and feelings

Acting upon morally problematic situations

6. Empowerment 7. Evolution of the b. Action --
strategies situation scenario
H
i 1

Outcomes of morally problematic situations

8. Factual consequences

!

9. Residual emotions and feelings
(negative or positive)

I

10. Resolution
(satisfactory or unsatisfactory)

! !

c. Personal growth d. Moral e. Further
and flourishing residue inquiry

Fig.2 An integrative model of morally problematic situations. Numbers 1-10: Components of morally
problematic situations based on study results; letters a-e: relevant concepts from the literature on prag-
matist ethics and moral experience. We acknowledge that each situation is experienced differently. To
account for this diversity, the aim of this model is to synthesize insights on morally problematic situa-
tions derived from patient experiences and pragmatist ethics. This model is not meant to present how
agents progress through morally problematic situations following an algorithmic logic. It also is not
meant to represent all interactions occurring between its components extensively. Rather as indicated in
the note for Table 1, it is a process suggested and supported by pragmatist ethics by which such situations
can be tackled and learned from.
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internal tensions (component 4), evoke emotions and feelings (components 5 and 9),
and involve satisfactory or unsatisfactory resolutions (component 10).

The next sections further examine the components and interactions constitutive
of morally problematic situations faced by adults living with rare diseases by build-
ing on literature on pragmatist ethics and moral experience. Some of these chal-
lenges may also be experienced in the context of other non-rare chronic illnesses
(e.g., Asbring & Nirvinen, 2003; Baarsma et al., 2022; Blease et al., 2017), but our
focus here is on exploring the value of the integrative model to explain the difficult
experiences of patients with rare diseases.

Moral and Existential Significance of Morally Problematic Situations

Morally problematic situations hold moral and existential significance for agents.
This significance first arises from jeopardized valuations, which elicit internal ten-
sions in addition to initial emotions and feelings (components 3-5). This signifi-
cance also arises from personal growth and flourishing or moral residue (concepts c
and d) being intrinsically linked to satisfactory or unsatisfactory resolutions of situ-
ations (component 10).

This two-fold account of the moral and existential significance of situations is
compatible with understandings of morality and valuations. Morality designates
the behaviors and inclinations judged to be acceptable or unacceptable by agents.
Each agent has a personal morality that emerges through life experiences (Hitlin,
2003; Racine, 2022). Valuations are defined through life experiences and can take
the shape of preferences, desires, interests, needs, and priorities (Miller et al., 1997,
Quintal et al., unpublished work 1). Morality and valuations are thus closely inter-
twined. They shape agents’ actions and more broadly, their understanding of their
existential purpose, or what they want to do with their lives (Hartman et al., 2019;
Hitlin, 2003; Racine, 2022). The powerlessness, distress, worry, and sadness (com-
ponents 4 and 5) experienced by respondents are indicative of their inability to enact
their existential purpose and important valuations (component 3) within the situa-
tions they face.

Due to its moral and existential weight, this moral suffering calls for ethical inter-
ventions (Moreira, 2019). Morality is experienced intersubjectively, as agents inter-
act with others and their physical environment through transactions (Biesta, 2010).
As a result, these ethical interventions could be deployed in intersubjective settings.
Healthcare settings offer opportunities for these interventions (Moreira, 2019). Cli-
nicians could seek to acknowledge the moral suffering of patients by expressing
empathy and attentiveness to their patients’ valuations jeopardized by rare disease
experiences. They could validate patients’ experiences, thus alleviating the moral
suffering of patients (Kleinman & Benson, 2006; Levinas, 2002). Such interven-
tions would support patient well-being, which is often at stake among individuals
living with rare diseases given the scarcity of potential therapeutic interventions.
Conversely, negative clinician attitudes, which often amounted to a lack of empa-
thy, were profoundly devastating for respondents due to the intersubjective nature of
moral experience (see Table 3).
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More research would be needed to thoroughly investigate the causes for these
negative clinician attitudes frequently reported by participants. In the meantime,
conditions should be improved to allow for more ethical interventions in rare disease
care characterized by empathetic and welcoming attitudes. Negative clinicians’ atti-
tudes, which constitute relational factors (see Table 3), could be mitigated through
training opportunities such as workshops offered as continued medical training with
an evaluation component from patients, discussions with specific care teams, such as
emergency personnel, and awareness campaigns conducted in partnership with clini-
cians who have first-hand experiences of living with a rare disease. Gearing medi-
cal school admission criteria towards more empathetic personality traits could be
another course of action to consider. In addition, organizational changes, such as
the creation of multidisciplinary rare disease clinics and ensuring that physicians
can dedicate enough time to their patients, could also foster these ethical interven-
tions. Such interventions could be an impactful first step to humanize medical care
in the realm of rare disease while supporting patients in renewing their existential
purpose. Yet, we recognize that such courses of action are complex and warrant fur-
ther exploration before being put into practice.

Empowerment Strategies and Constraints to Agency

The integrative model illustrates how affective repercussions of morally problem-
atic situations (i.e., emotions and feelings, in addition to internal tensions) motivate
agents to adopt empowerment strategies to make their situations evolve (compo-
nents 6 and 7). Agents therefore take on an active posture to tackle the situation, as
opposed to passively witnessing the course of events (Racine, 2022). Moreira (2019)
describes the desire for empowerment of individuals living with rare diseases in a
context of medicalization that obscures moral experience as follows:

struggles for recognition and power, here interpreted as power, interpreted here
as retaking the place of speech [...], commonly called empowerment are at
stake [...]. The central struggle here is between the first [...] person authorial
discourse in the face of the moral experience of being ill, and the third person
biomedical discourse, which may justify an artificial isolation of the disease
from the life context in which it is anchored. (Moreira, 2019, 3657)

The empowerment strategies used by respondents included taking charge of their
health, cultivating positive attitudes to cope with their challenging situations, and
soliciting the support of others (see Table 5). These empowerment strategies are
directed towards contextual and relational factors that define their situations (com-
ponents 1 and 6). They highlight respondents’ receptivity towards their surround-
ings, their nimbleness, their resilience, and their commitment to their personal well-
being and growth amid health challenges and existential hardships.

However, empowerment strategies may not always be fruitful in tackling the
contextual and relational factors responsible for situations. On one hand, it may be
practically impossible for agents to intervene upon factors arising from organiza-
tional constraints. Diagnostic and care delays, in addition to inadequate follow-ups
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(see Table 3) likely arise due to limited resources directed towards rare disease care
and research. These conditions oppose some valuations held by respondents, such
as benefiting from prompt care, in-depth investigations, and good support follow-
ing a diagnosis (see Table 3). Moreover, agents may feel that some contextual and
relational factors, such as prejudices directed by clinicians against individuals living
with rare diseases, are out of their reach given how normalized and widespread they
are (Racine, 2022; Quintal et al., unpublished work 2).

In both cases, these contextual and relational factors may be experienced as con-
straints to agency, where agents feel unable to act upon the circumstances they are
stricken with (Quintal et al., unpublished work 1). Constraints to agency hold exis-
tential importance because the ability to act upon life circumstances is key to human
flourishing and fulfilment (Ryff, 1989; Ryff & Singer, 2008). More specifically, one
dimension of the synthetic and multidimensional influential model of psychological
well-being of Ryff and Singer is environmental mastery, or the ability to “manipu-
late and control complex environments” (2008, p. 22). Hence, given the importance
of enacting valuations for moral and existential fulfilment, constraints to agency call
for establishing conditions favorable to agents’ empowerment.

First, organizational constraints responsible for inadequate rare disease care
should be addressed through a political inquiry featuring deliberations with key
stakeholders (Shook, 2010). To this end, the Québec government has created a work-
ing group tasked to reflect on a national rare disease strategy, composed of medi-
cal specialists, patient associations, and patient partners. Following a first round of
deliberations, Québec’s Policy for Rare Diseases was published in 2022. The policy
suggests improving training of healthcare professionals, access to diagnosis and care
for patients, in addition to research (Ministere de la Santé et des Services sociaux,
2022). Translating this policy into organizational changes could yield improved con-
ditions for empowerment in living with rare diseases.

Second, contextual and relational factors appearing insurmountable to agents due
to their prevalence, such as negative clinician attitudes, could be alleviated through
a diversity of interventions. In combination with improved training opportuni-
ties for clinicians and organizational changes as suggested above, complementary
interventions targeting patients could be implemented. These interventions would
expose them to a diverse range of empowerment strategies such as those presented
in Table 5. These interventions could be offered through webinars, workshops, or
information videos. These interventions could be developed in collaboration with
patient partners and clinician researchers in the spirit of the pluralist and participa-
tory orientation of pragmatist ethics (Racine, 2014).

Growth and Flourishing Amid Moral Residue

In the integrative model, the use of empowerment strategies (component 6) in the
application of action scenarios (concept b) may result in the evolution of situations
(component 7). The resulting factual consequences (component 8) may modify the
contextual and relational factors inherent to the situation, provided that they are
amenable to change (components 1 and 2). Residual emotions and feelings, either
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positive or negative (component 9) may occur, depending on the extent to which
agents’ valuations are still jeopardized. Agents may ultimately consider that the situ-
ation is solved, either satisfactorily or unsatisfactorily (component 10).

The enactment of action scenarios is central to ethical inquiry, a process exten-
sively described in the pragmatist ethics literature. Agents use action scenarios as
strategies to tackle the moral and existential struggles inherent to situations (Miller
et al., 1996). They imagine and refine these action scenarios as they gather empiri-
cal data on the components of their situations and through deliberation with others
(Hartman et al., 2019).

As agents deploy successful action scenarios, they can experience personal
growth and flourishing (component 10). Agents become stronger and clearer advo-
cates for their own valuations. They reinforce their agency by appropriating fruit-
ful empowerment strategies and critically reflecting upon their actions (Aiguier &
Loute, 2016; Racine, 2022). They refine their personal morality as they enact and
reinforce valuations that align with their existential purpose (Racine, 2022):

knowledge of moral experience is considered instrumental in assessing the
kinds of moral beliefs and behaviours that are most conducive to human flour-
ishing. The real test of truth of moral judgments and beliefs lies in their ability
to promote enriched experiences that align with human flourishing. (Racine &
Cascio, 2020, 6)

Human flourishing is a state and a process where agents pursue objectives they
judge to be meaningful and exercise their potential towards them (Lanteigne et al.,
2021; Witten et al., 2019). Working towards positive relations with others, pur-
pose in life, greater autonomy, and self-acceptance is conducive to human flour-
ishing, along the environmental mastery and personal growth previously discussed
(Lanteigne et al., 2021; Ryff, 1989; Ryff & Singer, 2008).

Alternatively, action scenarios may not always successfully enable agents to enact
their valuations. Agents may experience moral residue (concept d) in response to
negative emotions and feelings (component 9), such as malaise, distress, and frustra-
tion, and the unsatisfactory resolution of their situations (component 10). Moral res-
idue prompts further inquiry (concept e), where agents imagine and enact alternative
action scenarios (concept b) (Racine, 2016). The need for such scenarios in several
cases is indicative of the iterative and open-ended nature of ethical inquiry (Miller
et al., 1996; Racine, 2022). Moral residue may also arise along situations that are
overall satisfactorily resolved.

Nonetheless, situations often constitute opportunities for growth and flourishing
even if they do not evolve towards a satisfactory resolution. This reality mirrors how
illness experiences are conceptualized by Moreira (2019, p. 3654): they “imply con-
tinuous and intimate care, and carry with them the images of terminality and suffer-
ing, and may also imply hope, happiness, as a possibility of reinvention and creativ-
ity exercise.” In sum, the existential importance of moral experiences and inquiry
for personal growth and flourishing reiterates the need for interventions supporting
the empowerment of individuals living with rare diseases.
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Limitations of the Study

A first limitation of the current study is that respondents may have needed ele-
vated levels of literacy to provide a long testimony. Thus, individuals with lower
literacy may inadvertently be underrepresented in the study sample, as evidenced
by the exclusion of a high number of incomplete or ineligible questionnaires. A
second limitation of the study is that men and visible minority groups are also
underrepresented in the sample, which could have limited the diversity of morally
problematic situations identified. Men and visible minority groups make up 49%
and 13% of the Québec population respectively according to Statistics Canada
but represent 16% and 2% of study respondents. A third limitation of the study
is that respondents’ testimonies provide key information allowing to understand
their experiences but may inevitably leave out other components that morally and
existentially matter to them. This could be due to time limitations but also due to
the sometimes narrow understanding that individuals have regarding their moral
lives despite providing them with a simple definition of the morally problematic
situation. More fundamentally, a fourth limitation of our study is that it does not
identify which morally problematic situations are uniquely experienced or exac-
erbated in the context of rare diseases given the non-comparative study design.

Conclusion

This study, developed through participatory research and methods, presented
the moral experiences of adults living with rare diseases through the lens of the
morally problematic situation and its components. Ultimately, the study puts for-
ward an integrative model which presents the components of morally problem-
atic situations and explains their main interactions. The situations experienced
by adults living with rare diseases, of great moral and existential importance, call
for changes in clinical practices and empowerment of patients. In parallel, this
model, derived from the results of this study and literature on pragmatist ethics
and moral experience, could constitute a useful tool to guide future empirical bio-
ethics research on moral experiences. Conversely, the components of the model
and their interactions could be refined and validated through empirical bioeth-
ics research conducted with various patient populations and diverse stakeholders,
such as clinicians and families. A comparative study between individuals living
with rare diseases and those living with common chronic conditions could also be
undertaken to discern which situations are unique or salient for the former pop-
ulation. It is possible—although to be verified—that the distress occasioned by
the lack of diagnosis, the unknowns surrounding treatments and prognosis asso-
ciated with many rare diseases and reported in the current study, all compound
how illness impacts moral life and attitudes toward what is valued. This would
increase the importance of understanding and addressing the connection between
the experiences associated with rare diseases and their impact on moral life.
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