
HAL Id: hal-04501801
https://hal.science/hal-04501801

Submitted on 12 Mar 2024

HAL is a multi-disciplinary open access
archive for the deposit and dissemination of sci-
entific research documents, whether they are pub-
lished or not. The documents may come from
teaching and research institutions in France or
abroad, or from public or private research centers.

L’archive ouverte pluridisciplinaire HAL, est
destinée au dépôt et à la diffusion de documents
scientifiques de niveau recherche, publiés ou non,
émanant des établissements d’enseignement et de
recherche français ou étrangers, des laboratoires
publics ou privés.

Distributed under a Creative Commons Attribution 4.0 International License

The experience of albinism in France: a qualitative study
on dyads of parents and their adult child with albinism
Hugo Fournier, Marie Hasdenteufel, Constance Garrouteigt, Mathieu Perie,

Antoine Gliksohn, Beatrice Jouanne, Smail Hadj-Rabia, Benoit Arveiler,
Fanny Morice-Picard, Bruno Quintard

To cite this version:
Hugo Fournier, Marie Hasdenteufel, Constance Garrouteigt, Mathieu Perie, Antoine Gliksohn, et al..
The experience of albinism in France: a qualitative study on dyads of parents and their adult child
with albinism. BMC Medicine, 2024, 22 (1), pp.40. �10.1186/s12916-024-03251-z�. �hal-04501801�

https://hal.science/hal-04501801
http://creativecommons.org/licenses/by/4.0/
http://creativecommons.org/licenses/by/4.0/
https://hal.archives-ouvertes.fr


Fournier et al. BMC Medicine           (2024) 22:40  
https://doi.org/10.1186/s12916-024-03251-z

RESEARCH ARTICLE Open Access

© The Author(s) 2024. Open Access This article is licensed under a Creative Commons Attribution 4.0 International License, which 
permits use, sharing, adaptation, distribution and reproduction in any medium or format, as long as you give appropriate credit to the 
original author(s) and the source, provide a link to the Creative Commons licence, and indicate if changes were made. The images or 
other third party material in this article are included in the article’s Creative Commons licence, unless indicated otherwise in a credit line 
to the material. If material is not included in the article’s Creative Commons licence and your intended use is not permitted by statutory 
regulation or exceeds the permitted use, you will need to obtain permission directly from the copyright holder. To view a copy of this 
licence, visit http://creativecommons.org/licenses/by/4.0/. The Creative Commons Public Domain Dedication waiver (http://creativecom‑
mons.org/publicdomain/zero/1.0/) applies to the data made available in this article, unless otherwise stated in a credit line to the data.

BMC Medicine

The experience of albinism in France: 
a qualitative study on dyads of parents and their 
adult child with albinism
Hugo Fournier1*  , Marie Hasdenteufel1, Constance Garrouteigt1, Mathieu Perie2, Antoine Gliksohn3,4, 
Béatrice Jouanne3, Smail Hadj‑Rabia5, Benoit Arveiler6,7, Fanny Morice‑Picard6 and Bruno Quintard1 

Abstract 

Background To date, almost no research on the psychosocial implications of albinism has been conducted in France 
and an exploration of albinism‑related experiences could be beneficial, in order to better understand this condition. 
The aim of this study was to examine how French people with albinism and their parents live with and adapt to this 
condition in all the areas of their lives.

Methods Semi‑structured phone interviews were conducted with 9 parent‑child dyads, each participating sepa‑
rately. Participants were recruited by convenience sampling, thanks to the combined efforts of a patient associa‑
tion (Genespoir) and professionals from the partner medical referral centers involved in the project. Dyads in which 
the individual with albinism had any comorbidity were excluded. The interviews were then transcribed and subjected 
to in‑depth thematic analysis. Two codebooks were constructed in a mirrored process: one for people with albinism; 
the other for their parents. They were finally merged at the end of the coding step.

Results Four main categories were identified: personal perceptions and social representations of albinism, difficulties 
and obstacles encountered by people with albinism, resources and facilitators, and the importance of parent‑child 
functioning. The results indicated that experiences of stigmatization during childhood and adolescence are common 
and that people with albinism face challenges in adapting to certain obstacles related to their visual impairments 
(VI) (e.g., inability to drive a car; eye strain...). Parents emerged as one, if not as the main, source of support for peo‑
ple with albinism throughout their development. Although external support systems exist to assist them in various 
aspects of their lives, some of them primarily rely on their own personal resources to cope.

Conclusions This research highlights the importance of a systemic and transdisciplinary approach to make sure 
families receive the support that best meets their needs.

Keywords Albinism, Rare diseases, Dyadic functioning, Disability adjustment, Visual impairment, Daily life, Systemic 
approach, Qualitative research
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Background
Albinism refers to a group of rare genetic diseases that 
are broadly characterized by poor vision and a variable 
hypopigmentation phenotype. The absence or decrease 
in pigmentation can occur in the skin, hair, and the eyes, 
known as oculocutaneous albinism, or only impair pig-
mentation in the eyes, known as ocular albinism. There 
are also much rarer syndromic forms of albinism, such 
as Hermansky–Pudlak syndrome and Chediak–Higashi 
syndrome, characterized by more severe phenotypes 
that affect a range of additional cell types beyond pig-
ment cells [1]. New genes associated with albinism have 
recently been discovered, in both oculocutaneous and 
syndromic forms [2, 3]. Thus, albinism and its many 
forms have been widely investigated in genetics [4–6], 
but psychological studies on albinism life experiences 
are quite limited, having been mainly led on the African 
continent, and the results are often not generalizable [7]. 
In addition, many of the papers on albinism are in the 
form of essays, testimonies, or pleadings [8–12]. On the 
African continent, persons with albinism (PWAs) are 
the target of violent discrimination associated with mul-
tiple misconceptions and superstitions [13–16], which 
can affect young PWAs’ relationships with members of 
their own family [17]. Nevertheless, several studies have 
also looked at young PWAs’ life experiences in terms of 
education [18–22], social functioning [23, 24], and self-
concept [25] and have concluded that all three of these 
domains could be largely affected by the stigma that they 
may experience. The last decade has seen a significant 
amount of research emerge in health psychology regard-
ing adult with albinism, especially in Africa [26–40].

In France, however, only a few studies in psychology 
have been conducted on this population, such as the con-
struction of a questionnaire to assess the Burden of Albi-
nism [41] and the development of a therapeutic patient 
education program for the families of PWAs [42]. The 
role and implications of families in adjusting to a health 
concern have been extensively studied in the context of 
disability or chronic illness [43–45], but there are very 
few data on the experience of persons with albinism and 
even less on the experience of their relatives. The fam-
ily is a complex and open system that aims to maintain 
a balance between stability and change through continu-
ous co-construction processes among its various mem-
bers, highlighting the interdependence between the life 
cycles of the individual and the family [46–48]. Although 
many studies have investigated overall family functioning 
in various contexts, the task remains challenging due to 
the complexity of family dynamics and the environmental 
factors that influence them [49, 50].

To limit the complexity of such an analysis, some 
researchers have chosen to focus only on specific 

family dyads. Bodenmann (1997) [51] has conceptual-
ized dyadic coping as an interactive process between the 
two members of a dyad aimed at helping each other cope 
with daily stress, by adopting joint strategies or by pro-
viding emotional and practical support to their partner. 
Several other authors have followed his path by opera-
tionalizing the concept through the building of various 
dyadic coping assessment tools [52, 53] and statistical 
analyses [54, 55]. Thus, several studies have highlighted 
the protective nature of this dyadic coping [56, 57], 
including its favorable impact on the quality of life and 
stability of each partner [58–60].

To set the research objectives and guide the construc-
tion of the interview guides, we drew upon the “Ecologi-
cal Systems Theory” developed by Bronfenbrenner (1979, 
1986) [61, 62]. This theory presents a scientific approach 
to studying lifespan development, emphasizing the inter-
relationship of various developmental processes, such as 
cognitive, social, and biological. Based on this model, we 
aimed to explore the individual and shared experiences 
of albinism within parent and adult child with albinism 
dyads, outlining the following specific objectives:

– Explore the perceptions and understandings of 
PWAs and their parent about albinism

– Question the perceptions and roles of health pro-
fessionals, associations, and institutional bodies in 
France in terms of support and guidance for albinism

– Understand how PWAs have grown up with albinism 
and identify the challenges associated with each stage 
of their development

– Examine the daily management strategies employed 
by PWAs in dealing with their albinism

– Analyze the nature of interactions between PWAs 
and their parent, focusing on parental contributions 
to managing the condition

Methods
This is a qualitative research study based on interviews, 
with an exploratory (without any a priori research 
hypotheses), cross-sectional (conducted at a single time 
point), and retrospective (recalling experiences from var-
ious life stages) design.

Participants
The study included nine parent-child dyads who met the 
inclusion criteria. In order to participate in the study, 
participants had to have albinism, regardless of its form, 
and be over 18 years old and have no mental or physi-
cal comorbidities. PWAs were also required to partici-
pate with one of their parents (also without any physical 
or mental comorbidities). Participants were selected 
through convenience sampling as part of a larger mixed 
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study (ALBIPSY). The research was disseminated by vari-
ous means in order to maximize our chances of recruit-
ing a sufficient number of dyads (i.e., promoted on the 
official website of the French Albinism Association 
Genespoir; posters displayed in specific centers; email-
ing specific patient lists; presented to patients and fami-
lies during consultations). Then, participants expressing 
interest in the study were provided access to an online 
consent form where they could give their agreement and 
contact details so that we could get in touch with them. 
The recruitment process firstly involved contacting the 
voluntary PWA, who then provided the contact details 
of their parent after obtaining their consent. The inves-
tigator then contacted the parent (via email or phone) to 
explain the research and confirm their participation. This 
study did not undergo a process with an ethics commit-
tee since it was evaluated by a university committee as 
being outside the scope of the Jardé law (Additional file 1: 
NRIPH Attestation). Therefore, to comply with ethical 
requirements for all research involving human persons, 
participants were asked to sign a written informed con-
sent form after reading an information sheet outlining 
the study’s objectives, issues, and procedures, their rights 
to withdraw their participation, access and amend their 
data, and the guarantee that their anonymity would be 
preserved (in line with the European General Data Pro-
tection Regulation). For the purposes of this study, no 
participant chose to exercise these rights.

Procedure
Although the current study was conducted by the Uni-
versity of Bordeaux, the entire research protocol was 
digitized to overcome constraints related to geographical 
distance of some participants. The interviews were con-
ducted by the first author (HF) from September 2020 to 
December 2021, using a semi-structured interview guide. 
They explored issues of concern and life experiences 
across different domains, such as education, medical fol-
low-up, daily living, illness representations, relationships 
with institutions, family and dyadic functioning, social 
interaction, and stigma and discrimination (Additional 
file  2: Semi-structured interview guides). The interview 
guide for the PWAs was constructed first, followed by the 
parents’ interview guide in a mirrored process.

The interviews were conducted by telephone or vide-
oconference and directly recorded on Audacity open-
source software. The average duration of the interviews 
was 43 min and 4 s (range: 27:10–68:36). The interviews 
were transcribed manually or assisted by a machine 
learning model (“Whisper” by OpenAI) with the help 
of the fourth author (MP) to facilitate the transcription 
work.

Data analysis
Data were analyzed using the principles of thematic 
content analysis [63]. To develop an a priori thematic 
structure, the first two interviews of each category of par-
ticipants (parent and PWAs) were analyzed in detail in a 
double-blind process with the second author (MH). The 
two analysts then pooled their thematic trees to propose 
an optimal thematic structure under the supervision of 
the last author (BQ). The first author then conducted a 
sequential analysis of the remaining interviews based on 
this a priori structure.

Following the recommendations of O’Connor and Joffe 
(2020) [64], intercoder agreement was calculated through 
recoding by the third author (CG) based on three PWA 
interviews and two parent interviews. The average 
Cohen’s Kappa coefficients were 0.91 and 0.78 respec-
tively, indicating a good degree of intercoder agreement 
for both groups.

Thematic saturation was reached after the ninth dyad 
was coded and no new significant themes emerged once 
the sixth interview was coded for each group [65–67]. In 
view of the exhaustive nature of the topics covered, the 
synthesis and formatting of the results were discussed by 
the first and last authors (HF and BQ) to make data pres-
entation as clear and meaningful as possible. To facilitate 
this process, only themes reported by more than three 
participants have been presented in the results section. 
Whenever a theme is predominantly expressed by either 
PWAs or parents, such distinction will be explicitly spec-
ified in the text. Otherwise, it indicates that the theme 
has been addressed by both to a similar extent.

Results
The sample consisted of 18 participants (nine adult-chil-
dren with albinism, nine affiliated parents), with a major-
ity of 14 women and four men (see Table 1). The sample 
included five mother-daughter dyads, three mother-son 
dyads, and one father-daughter dyad, with no father-
son dyads. The frequency at which the two members of 
a dyad saw each other varied, with three dyads seeing 
each other daily, two dyads meeting once or several times 
a month, and two dyads meeting only during holiday 
periods, while the two remaining dyads did not specify. 
The average age of the PWAs was 24,22 years (range: 
18–42 years), with many of them being students (n = 5/9; 
55.56%). The average age of the parents was 53,44 years 
(range: 41–72 years), with most of them having a profes-
sional activity (n = 8/9; 88.89%).

Of the nine PWAs, eight individuals were diagnosed 
with albinism within the first 6 months after birth, 
while only one person received a diagnosis at a later 
age (3 years after birth). Furthermore, five participants 
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underwent molecular diagnosis and thus knew their 
type of albinism: three had oculocutaneous albinism, 
of which two were able to specify the type (OCA1), 
and two had ocular albinism (OA1). Regarding sib-
lings, only two participants had a brother or sister with 
albinism.

As a result of the thematic content analysis, four 
main categories were identified in each group: per-
sonal perceptions and societal representations of albi-
nism, the main difficulties and obstacles encountered 
by PWAs, PWAs’ main resources and facilitators, and 
the role of parent-child functioning (or dyadic func-
tioning) in shaping the experiences of PWAs. Detailed 
information regarding each of these themes will be 
provided in the subsequent sections in descending 
order of citation frequency. All the results presented in 
these sections only apply to the interviewed PWAs and 
their parents.

Personal perceptions and societal representations 
of albinism
In order to have an idea of the overall mental image they 
held of albinism, the first question posed to the partici-
pants was “what are the three words that come to mind 
when you hear the term albinism?”. This question is a 
simple and effective way to access the social representa-
tions of individuals within the context of interviews [68]. 
Upon examining the word clouds presented in Fig. 1, it is 
obvious that the lexical field of disability and adaptation 
to disability predominates. PWAs focused on the visual 
aspect of the condition, while parents highlighted the 
sensitivity to sunlight. Notably, the notion of “fight” or 
“fighting spirit” was only present in parents’ representa-
tions, suggesting the challenges faced by families in living 
with such a condition. The presence of the term “Gene-
spoir,” the name of the French Association for Albinisms, 
is also noted.

Table 1 Description of the parent‑child dyads included for qualitative analysis

F, female; M, male

Dyad n° PWA Dyad Parent

Age Gender Family relationship Proximity (frequency) Age Gender

1 19 F Daughter‑mother Weekly 52 F

2 22 F Daughter‑father Daily 49 M

3 18 M Son‑mother Daily 48 F

4 26 F Daughter‑mother Quarterly 58 F

5 22 M Son‑mother NA 59 F

6 20 F Daughter‑mother Daily 46 F

7 18 M Son‑mother Each school holidays 41 F

8 42 F Daughter‑mother Monthly 72 F

9 31 F Daughter‑mother NA 56 F

Fig. 1 Word clouds about albinism perceptions by PWAs and by parents

To read the word cloud: the larger the word, the more frequently it is cited; the shades of color hold no significance; they are solely used to enhance 
readability; the term “Genespoir” refers to the French Association for Albinism
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When asked about albinism from the perspective of 
someone unfamiliar with it, PWAs and their parents 
commonly mentioned the “red eyes” characteristic (see 
Fig. 2). Upon closer examination of the word cloud gen-
erated from parents’ responses, terms such as “African” 
and “witchcraft” also emerged.

How do they define albinism?
Participants provided a clear explanation of albinism 
when asked to explain it in their own words (Additional 
file 3: Table detailing thematic content analysis). However, 
not all participants used the same terminology to describe 
albinism; some used the term “disease” or “disorder,” while 
others, uncomfortable with this phrasing, preferred to use 
alternative expressions such as “disability,” “uniqueness,” 
“condition,” or “affection.” In total, four PWAs and six par-
ents did not consider albinism to be a disease or a disor-
der. When asked why, they said that, to them, the generic 
term “disease” or “disorder” implied serious illnesses (e.g., 
cancer) or viral diseases (e.g., the flu).

What do they think about the way PWAs are perceived 
by the general population?
Concerning the perceptions of others, interviewed par-
ticipants highlighted the limited awareness, in the gen-
eral public, of the visual impairment (VI) associated 
with albinism. Many people do not realize that numer-
ous PWAs may experience a significant VI that includes 
reduced visual acuity, sensitivity to the light (photopho-
bia), and poor depth perception. Thus, many people do 
not realize that albinism can cause different forms of dis-
ability. Additionally, the general public’s limited knowl-
edge or understanding of albinism can be attributed, in 
part, to its rarity.

Stereotypical beliefs and misconceptions surrounding 
albinism were also prevalent. Many people associate albi-
nism with animal imagery, such as albino rabbits, or with 
African mythology and folklore. Other misconceptions 
are the beliefs that albinism is contagious or that it would 
necessarily involve blindness, which is untrue. Negative 
stereotypes and misconceptions are also reinforced by the 
fact that characters with albinism are depicted in movies 
and literature as sneaky and untrustworthy.

Finally, parents in particular reported that people often 
reduce albinism to a physical stereotype, such as white-
ness and red eyes, which fails to recognize the complexi-
ties of the condition. In addition, albinism is often not 
that visible in Europe, and this may contribute to a lack of 
awareness and understanding of the condition.

In this respect, the public’s understanding of albinism 
seemed to be often limited and sometimes fraught with 
misconceptions and occasionally stereotypical beliefs.

“When I say that I’m an albino, I say, ‘you know, it’s 
like white rabbits’—‘Oh yeah, okay,’ and then it makes 
more sense to them. But, in any case, it’s not at all 
associated with visual problems, that’s for sure. Gen‑
erally, people are a bit surprised: ‘Oh really! Albino 
means they have visual problems?’—generally, they 
don’t really know. Uh, but I think that, yeah, I really 
associate it with an imagery also linked to Africa, 
maybe, where there have been certain representa‑
tions of albinism that are quite unique.” (PWA1)

Difficulties and obstacles encountered by PWAs
PWAs often encountered significant difficulties and 
obstacles throughout their lives, particularly in their rela-
tionships with others (Additional file  3: Table detailing 
thematic content analysis).

Fig. 2 Word clouds about societal representations of albinism by PWAs and their parents

To read the word cloud: the larger the word, the more frequently it is cited; the shades of color hold no significance; they are solely used to enhance 
readability
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Relationships with others
One of the main issues reported by PWAs and their par-
ents is that of stigma and discrimination, especially during 
childhood and adolescence. This could take the form of 
stigmatization based on appearance, teasing, rejection, and 
exclusion. Very often, this feeling of stigmatization faded 
with time, almost disappearing upon reaching adulthood.

A lack of understanding of what albinism entails is a 
common issue that PWAs face. Parents emphasized the 
lack of awareness in surrounding individuals regarding 
VI, while PWAs highlighted the lack of awareness regard-
ing photosensitivity. In this respect, PWAs primarily 
reported that these negative experiences could lead them 
to withdraw socially or, in some cases, may have led them 
to hide their condition from the rest of the world.

“I think middle school was very difficult for her. 
In terms of social issues, she was rejected by her 
friends... and she took it very badly. [...] at that time, 
she was hoping that my husband would be trans‑
ferred to another region because she was taking it 
very hard.” (P61)

Transport and mobility
In addition to social challenges, PWAs also encoun-
tered difficulties with transport and mobility. Many 
PWAs do not have sufficient visual acuity to drive a 
car or motorcycle. By law, they are not allowed to get a 
driver’s license.

Difficulties also arise when navigating public areas as a 
pedestrian. PWAs, in particular, reported that they may 
have difficulty reading signage and finding their way, 
which can increase their likelihood of getting lost.

“I think that when you don’t see well, you get lost all 
the time: you don’t know where you are, you don’t 
know on what street you are, you missed the bus 
stop, you get on the wrong train... And actually, she 
would call me completely panicked, saying, ‘I don’t 
know where I am.’” (P1)

Complex and frequently unsatisfactory interactions 
with healthcare providers
It is mainly parents who mentioned the challenges they 
and their children encountered in their interactions 
with health professionals. One major issue is the lack of 
healthcare support provided to parents and PWAs. This 
can include a lack of information regarding possible aids 
and procedures as well as an absence of explanations 
about albinism and its related symptoms, such as VI.

Another problem is that many health care professionals 
were not familiar with albinism and its impact on daily 

life. This could lead to an inversion of the patient/expert 
roles, with the PWA having to educate professionals.

Parents also faced difficulties when doctors communi-
cated a diagnosis, either because these professionals said 
it insensitively or because they provided inaccurate infor-
mation (for example, that their child would go blind).

“Actually, it’s true that the doctors told my parents 
at that time that I wouldn’t be able to pursue my 
studies, which of course turned out not to be true.” 
(PWA9)

Complex and frequently unsatisfactory interactions 
with the education system
VI could pose significant challenges for students in the 
education system. PWAs, in particular, reported that 
some teachers resisted adjusting to the needs of visually 
impaired students, while others did not care to make the 
necessary adjustments. Moreover, some teachers lacked 
knowledge about VI or felt unable to provide appropriate 
support.

Reading the blackboard was also a big challenge for 
participants when they were and this difficulty was 
increased at university by the greater distance between 
the students and the whiteboard/screen.

In this context, only parents shared that some schools 
were reluctant to enroll visually impaired students: some 
principals refused them because of the potential impact 
on the school’s achievement statistics. In some cases, 
principals urged parents to take their visually impaired 
children to specialized schools.

“I was thinking about a comment—a serious one—
that a teacher made when she was in kindergarten. 
She came to me at the end of the year, she said, ‘You 
know Mrs. M., you’re going to have to move.’—‘Oh 
really?’—‘Oh yes, because she’s going to have to go to 
a special school, you can’t stay in a regular school.’ 
So that was pretty abrupt, you see. You see, there 
you go, another comment that really got stuck in my 
craw. It’s crazy, though, it’s crazy.” (P1)

Complex and frequently unsatisfactory interactions 
with disability services agencies
Flaws in disability services agencies (DSAs) emerged as a 
prevalent challenge experienced by the families of PWAs, 
underscored in parental interviews. Administrative pro-
cedures were complicated and time-consuming, mak-
ing it difficult to compile the necessary documentation. 
There was no support provided in the process of filing 
for disability benefits, and the DSA was often difficult to 
contact. These issues could lead PWAs to frustration and 
discouragement when seeking support.

1 The letters indicate status of the participant (PWA, person with albinism; 
P, parent), and the number refers to the dyad’s identifier.
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“I would say around 10 to 12 hours for putting 
together the application, and you can add an addi‑
tional four hours for attempting to contact them, 
and then another four hours for writing letters.” 
(PWA1)

Aspirations and projects undermined
Parents in particular indicated that the condition of 
PWAs could exert a significant impact on their life aspi-
rations and choices (e.g., military professions). In addi-
tion, parents highlighted the challenges encountered by 
PWAs in commuting to rural work areas, which could 
affect their housing choices.

“I wanted to join the army, that was my life goal, 
you could say. I really wanted to, but I can’t. [...] 
So, I wasn’t feeling very well, yeah... It was a bit of a 
darker period.” (PWA3)

Difficulties in managing somatic disorders
Regarding somatic problems, PWAs and parents reported 
eye strain and photosensitivity, which can cause fatigue 
and headaches, particularly when compensating for their 
VI (and exacerbated by nystagmus). Moreover, photosen-
sitivity can lead to certain places becoming more or less 
livable depending on the time of the day.

“So, it’s true that daylight can be a bit complicated 
for me. And then, in addition, we don’t have cur‑
tains—well, it’s a bit complicated—but we don’t 
always have curtains at home, so that’s a bit annoy‑
ing. There are times of the day when I don’t feel well 
in certain rooms.” (PWA8)

Difficulties in managing the demands of society
The last difficulty we will detail here is that some PWAs 
reported they constantly had to adapt to fit in with soci-
ety (this theme also emerged in two parent interviews). 
This pressure to appear “normal” could lead to a burden 
where individuals were continuously adapting without 
speaking up about their own difficulties. Moreover, some 
individuals said they refused certain aids in order to 
avoid deviating from the norm, which could further com-
pound the problem. This constant adaptation could also 
cause others to be unaware of the difficulties PWAs’ face, 
leading to a lack of understanding and support. This illus-
trates a central paradox in the experience of PWAs that 
can be psychologically challenging: the desire to appear 
normal while presenting an “abnormality.”

“Is it always a good thing for me to be constantly in 
a state of adaptability and not always talk about 
the underlying difficulties of my albinism? Because 
I used to have a very positive outlook where I would 

keep all the difficult things to myself and wouldn’t 
talk about them. [...] The real challenge was the way 
I looked at myself, I think. How capable I believe I 
am? to what extent I position myself as ‘You can do 
anything, but at the same time, you can’t do things 
like everyone else.’? I think that’s really it... yeah.” 
(PWA1)

Resources and facilitators
In order to deal with all of these challenges, over the 
course of their lives, interviewed PWAs have developed 
a wide variety of coping strategies, which we will detail 
below (Additional file 3: Table detailing thematic content 
analysis).

Personal resources: coping strategies

Mobility strategies These strategies involved using 
public transportation, personal transportation alterna-
tives such as bikes, or seeking support from family and 
friends for car transportation. As pedestrians, PWAs also 
asked for help from passersby to find their way or used 
digital tools such as smartphones for wayfinding and 
orientation.

Health‑related strategies for physical issues Another 
important coping strategy for PWAs was sunlight protec-
tion (e.g., sunglasses, highly protective sunscreens…) and 
tools/techniques that can improve their everyday vision 
(e.g., glasses for high prescription, smartphone camera 
zoom function, portable monocular/binoculars…).

Relational and cooperative strategies PWAs often asked 
others for help to read or see something or learn how to 
use certain tools. They also found support from friends to 
cope with stigmatization by explaining their condition to 
others to avoid misunderstandings or comments.

Seeking information about albinism PWAs mainly 
reported that seeking information about albinism was 
vital to effectively manage their condition. They could 
acquire knowledge through online resources or through 
albinism associations, with a desire to understand the 
mechanisms of albinism, for example, through genetics.

The need for adaptability at all costs Finally, the neces-
sity of cultivating adaptability emerged (primarily from 
PWAs) as a significant mindset. This attitude enabled 
them to develop all these coping strategies and to forget 
the challenges they had to face. Thanks to this adaptive 
force, PWAs were able to accomplish even the most dif-
ficult activities, shielding them from a poor quality of life.
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“This forced adaptability has a positive side in that I 
have always adapted and I know how to adapt, and 
it’s actually complicated to know how to adapt to 
everything because we don’t have limits to adapta‑
tion, we accept everything, we end up being capable 
of accepting and saying: ‘Ok, I need to adapt? Well, 
I’ll adapt’.” (PWA8)

External resources: support provided in different spheres 
of life

Educational adjustments School accommodations for 
individuals with albinism were very important in ensur-
ing they have equal access to education. This included 
accommodations in the classroom (e.g., sitting in the 
front row or closer, using a video magnifier, being 
allowed to move around), during exams (e.g., additional 
time, separate room, administering the exam on a com-
puter), or in physical education (e.g., adjusted equipment 
or exemption from evaluation when needed). Generally 
speaking, parents and PWAs stated that finding mutu-
ally amicable arrangements with teachers made learning 
more manageable.

“Meaning that several students benefited from it 
[PIU2], and we didn’t all necessarily have the same 
needs. I know that I like Arial 16—for example—
and others preferred 18 or 24 or Comic Sans MS—
anyway—everyone has their own adaptation. And 
it’s true that it was quite... that it was quite good to 
have that.” (PWA9)

Support provided by medical and social institu‑
tions Healthcare and social support services are two of 
the main resources PWAs and their families had to deal 
with. First of all, ophthalmological surgical interven-
tions that correct nystagmus or strabismus were helpful 
in reducing VI. Likewise, genetic testing could provide 
information about the probability of having a child with 
albinism or could help PWAs to learn more about their 
own condition, such as the type of albinism.

Parents especially indicated that having skilled medical 
experts shortly after the birth of a child with albinism 
allowed prompt diagnosis and immediate referral to 
appropriate healthcare professionals.

Organizations that support PWAs and their families 
throughout childhood and adolescence also proved ben-
eficial. Those that work with a transdisciplinary approach 

could assist PWAs in pursuing regular schooling, offered 
parental support and guidance, provided psychological 
support, and helped raise awareness among PWAs’ social 
circles about their experience.

Institutions could offer significant support by supply-
ing, donating, or financing educational and professional 
equipment or allowances.

“It’s true that we had good support each time from 
SAAAS3, which allowed her to have a normal edu‑
cation, and that there were facilitators who came to 
help her and explain what visual impairment was to 
the school. Because it’s true that it’s a disorder that 
isn’t well‑known, and that teachers aren’t familiar 
with. That’s why these visual impairment centers are 
really well‑made.” (P6)

Assistance provided by patients’ associations Par-
ents, in particular, explained that associations signifi-
cantly helped them by providing reassurance and guid-
ance (e.g., knowledge about albinism, safe spaces for 
experience-sharing…).

“We had a lot of questions. The lucky thing we had 
was that...we got answers. Thanks to the members 
of the association at that time. And then, when we 
needed it, we could always contact 2‑3 points of 
contact that we had—in fact—with these families. 
They provided us with answers. They reassured us 
a lot.” (P2)

Support from friends PWAs, in particular, emphasized 
the valuable part played by friends and classmates in pro-
viding academic support (e.g., note-sharing, help with 
reading the board) and emotional backing especially dur-
ing periods of stigmatization.

“I got help from my friends: either we worked on 
the diagrams together, or they sent me theirs and 
I worked on my own—things like that. And yeah, 
I was very fortunate to have always been able 
to surround myself with understanding friends.” 
(PWA9)

Parent‑child dyadic functioning
In this section, we will elaborate on the key themes that 
arose when we asked participants to describe their rela-
tionship with their parent or child (Additional file  3: 
Table detailing thematic content analysis).

2 Pedagogical integration units (PIUs) enable the collective inclusion in reg-
ular middle schools or high schools, of students who may struggle with the 
sometimes-substantial challenges of an individual integration.

3 SAAAS (in English, Service for Support in Autonomy and Education) is 
a French service that provides support and assistance to individuals with 
sensorial disabilities in order to promote their autonomy and facilitate their 
educational integration.
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Unceasing parental support
Firstly, parents predominantly reported playing a large 
role in helping and supporting their child with albi-
nism, notably through active engagement in the school 
environment. They exchanged with the school team to 
explain the unique challenges that their child with albi-
nism faced and to determine the best possible accom-
modations. It was common for parents to emphasize the 
importance for their child to attend regular schooling.

Another crucial aspect was parental involvement in 
medical follow-ups. At this level, mothers were often 
the most involved (e.g., scheduling and accompanying to 
medical appointments).

Parents, in particular, reported their active involve-
ment in assisting their child’s mobility and administrative 
procedures.

They also highlighted the importance of the emotional 
and psychological support they provided as a crucial 
resource.

“When I was little, it was my mother who would 
accompany me. Yeah, I don’t remember my father 
doing it. So it was my mother who would take me to 
the ophthalmologist.” (PWA8)

Parental concerns
One major concern that parents reported was being wor-
ried about their child’s safety. They also expressed wor-
ries about their child’s academic and professional future 
as well as concerns about potential peer rejection or 
discrimination.

Two noteworthy findings should be highlighted 
together: firstly, some parents expressed difficulty in con-
necting with the challenges experienced by their child 
with albinism. Secondly, a few PWAs explained that it 
was quite difficult for them to confide in their parents 
when they encountered difficulties.

“But for example, what I remember the most from 
primary school is when I had a period—actually—
where I didn’t dare to talk to them about the prob‑
lems at school and, in the end, I did. And actually, 
as soon as I did, I cracked: I had too much on my... it 
was tough.” (PWA2)

Parent‑child disagreement and conflicts
Disagreements and conflicts are a common aspect of any 
parent-child relationship, but those with a child with albi-
nism faced additional obstacles. For example, the impos-
sibility for the child to practice some activities despite a 
strong interest (e.g., riding a motorbike).

While three parents reported few conflicts, one 
mother-son dyad had fluctuating relations that stabilized 

in late adolescence. Meanwhile, two mother-daughter 
dyads experienced significant strain, and the daughters 
often had to limit contact with their mothers in order to 
cope.

“The relationship has been tense at times. But... it’s 
very fluctuating depending on the moment. I feel 
that when it’s just the two of us, it goes very, very 
well, but if there are more—well—for example, if the 
whole family is gathered, I feel like it’s much more 
tense than usual.” (PWA7)

Shock upon diagnosis
Parents reported that both the discovery and diagnosis 
of albinism were experienced as a significant upheaval. 
Often overwhelmed with doubts and questions, some-
times, parents also felt guilty for transmitting the disor-
der to their child, thus adding to their emotional distress. 
One parent in particular had a hard time accepting his/
her child’s disability. The only outlier pertains to the 
PWA whose diagnosis was made much later. In that case, 
the mother felt relieved upon receiving the news as it 
eliminated any lingering uncertainty regarding her child’s 
disability.

“We come home, we tell it to our husband who gets 
up saying, ‘Oh my God, what is this? Panic on board, 
‘What have I done?’ That was his reaction, as a 
father who has made a child who is... well, you know. 
And he had to type ‘albinism’ on the internet and 
read terrifying things, so, well... we did our best.” (P1)

Prolix parents, reserved children
It was challenging for PWAs to provide detailed descrip-
tions of their relationship with their interviewed parent, 
whereas the parents were more verbose when describ-
ing their relationship with their child. They used words 
like “complicity,” “trust,” “love,” and even “explosive” to 
describe their relationship.

Similarly, parents were forthcoming in describing the 
most notable personality traits of their child. Among 
the set of words used, two thematic trends seemed to 
emerge: on the one hand, traits that suggest that the 
child was organized, responsible, and detail-oriented 
(e.g., “mature,” “conscientious,” “perfectionist,” “demand-
ing,” and “hard worker”), and on the other, words which 
refer to assertiveness and social confidence (e.g., “strong-
willed,” “dynamic,” “leader,” and “extrovert”).

Furthermore, parents’ views of their child’s appearance 
could be multi-faceted. Some parents expressed relief 
that their child’s appearance did not conform to the ste-
reotypical features commonly associated with albinism. 
In contrast, some parents embraced their child’s distinct 
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features and considered fair hair and lighter colored eyes 
to be an attractive trait.

“He’s lucky to be rather... light brown‑haired, he has 
blue eyes, and he has fair skin but not to the extent 
that people would question it, so in fact, I’ve never 
had a questioning look towards him.” (P3)

Two central but costly aims: autonomy and normality
Finally, one of the most interesting aspects highlighted in 
certain parents’ interviews was the presence of two key 
leitmotivs in their child-rearing practices, namely the 
“importance of autonomy” and “the importance of being 
seen as a normal person.” We also noted that, in those 
dyads, the children tended to adopt and integrate these 
recurrent themes into their own functioning (Fig. 3).

However, what is particularly noteworthy is that in 
the four PWAs who addressed the theme of “autonomy,” 
three expressed a burden of constantly having to adapt 
to be able to do things like everyone else (as detailed in 
the “main difficulties and obstacles” section). This can be 
a source of exhaustion that may have an impact on the 
overall quality of life of these individuals. In the discus-
sion section, we will explore the factors that may explain 
the emergence of such a burden and what could poten-
tially limit its impact.

“My parents made sure that I became independent 
quite quickly. And as a result, there are certain rou‑
tines that maybe not everyone has, but it makes my 
life... kind of normal, you know.” (PWA9)

To conclude this results section, we provide a summary 
of the themes explored during the interviews. Table  2 
encompasses all the themes addressed in our study and 
arranges them vertically based on their frequency (higher 
placement indicating more mentions). Horizontally, the 
table classifies the themes according to whether they 
were reported by PWAs or parents (i.e., themes reported 
by PWAs are positioned further to the left). The implica-
tions and further insights derived from this table will be 
elaborated upon in the “Discussion” section.

Discussion
The nine parent-child dyads we interviewed have allowed 
us to identify several barriers and difficulties faced by 
PWAs as well as the resources they use to overcome these 
obstacles. We then gathered their own perceptions of 
their condition and the societal representations they per-
ceive. Finally, we have described and analyzed the dyadic 
dynamics of parent-child relationships in the context of 
adjusting to disability.

Firstly, the themes we obtained align with the findings 
of a systematic literature review we conducted on the 
psychosocial implications of rare genetic skin diseases, 
including albinism [69]. We have found themes related 
to stigma and discrimination during childhood and 
adolescence, the importance of social support, genetic 
inheritance concerns, altered everyday functioning (e.g., 
mobility, skincare), difficulties with some healthcare pro-
viders, misconceptions and stereotypes in society, and a 
wide range of coping strategies.

Fig. 3 Dyadic functioning through transmission of parental leitmotiv and perceptions about albinism
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As previously mentioned, Table  2 classifies verti-
cally the themes from the most to the least frequent 
and, horizontally, indicates whether it is predominantly 
addressed by the PWAs or their parents.

Firstly, the theme related to peer social support was pre-
dominantly found among interviewed PWAs, and difficul-
ties in interpersonal relationships tended to be primarily 
reported by them too. This outcome is unsurprising, given 
that parents have limited visibility into their children’s 
social lives, which consequently restricts their ability to 
identify elements that contribute to this thematic content. 
This finding aligns with numerous studies and literature 
that have demonstrated the importance of social relation-
ships among friends and peers in disability adjustment 
and the well-being of affected individuals [70–72].

Secondly, interviewed parents tended to report dif-
ficulties they have encountered in their interactions 
with healthcare professionals, administrative structures 
related to disability support, and the educational system. 
To illustrate the latter point, it is noteworthy that only 
parents mentioned situations where certain schools dis-
played reluctance in accepting students with disabilities. 
Likewise, numerous studies examining the experiences 
of parents of children with a rare disease highlight these 
structural obstacles [73–75]. One of the main reasons 
the children never mentioned this obstacle might come 
from a protective intention from their parents. Indeed, 
parents may choose not to mention such situations with 
their children in order to protect them from such nega-
tive attitudes.

Table 2 Overview of interview themes based on frequency and degree of concordance

The color of each theme is associated with a main section: difficulties and obstacles are in red; coping strategies are in blue; external sources of support are in green

The vertical position of a theme indicates its frequency among the interviewees: the higher the theme, the more frequently it was brought up. The number in 
parentheses shows the count of participants who referenced that theme

Below the labels of the first row, a scale is presented, representing the parent-child level of concordance on each theme. This scale is in percentages, 100% meaning 
that a theme was cited an equal number of times by both PWAs and parents and 0% that it was cited exclusively by either PWAs (left) or parents (right). In essence, the 
closer a theme is to the center of the table, the more it represents a shared viewpoint between PWAs and parents. Conversely, themes located at the extremities are 
more specific to either PWAs or parents
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Concerning resources and facilitators, interviewed par-
ents were more inclined to report the support they have 
received from healthcare professionals and specialized 
centers involved in albinism management as well as the 
reassurance and guidance provided by relevant associa-
tions during the first months of uncertainty following the 
diagnosis. This finding may be explained by the fact that 
parents, initially, are directly exposed to the shortcom-
ings of healthcare and education professionals, whereas 
young PWAs have limited recollections of this period or 
may lack them entirely. Consequently, parents are more 
likely to express their satisfaction during interviews when 
they receive particularly strong support from medical 
professionals.

Finally, only the parents mentioned instances where 
their children categorically refused to use certain aids 
(e.g., classroom magnifiers). Parents, being highly atten-
tive to ensuring their child has sufficient support may 
be more keenly aware of the accommodations that their 
children refuse to use. The reason for this refusal seems 
to be that the accommodation was either too cumber-
some or too conspicuous, which could lead to potential 
stigma from their peers. Other researchers have already 
suggested this interpretation in studies involving young 
individuals with disabilities [76, 77].

Although numerous qualitative studies have explored 
the specific experiences of parents of children with dis-
abilities [78–81], few have attempted to provide a dyadic 
qualitative approach to understanding disability experi-
ences within the field of psychology. However, among the 
limited studies that have addressed this topic, some have 
indeed highlighted a differential focus between the narra-
tives of parents and those of their affected child [82, 83].

The multitude of coping strategies developed by PWAs 
directly echoes the fact that they must constantly adapt 
to societal norms in order to be perceived as “normal.” 
Some have such an urgent need to conform that they go 
to great lengths to conceal their disability, which may 
exhaust them. Another recent study has obtained similar 
results in patients with visual impairments (VI) [84].

This daily burden experienced by PWAs has recently 
been conceptualized and can be measured using a vali-
dated scale [41]. The concept of “burden” emerged in 
scientific literature in the early 1980s as a mean to assess 
the perceived strain on caregivers who provide support 
to their elderly parents affected by dementia or neuro-
degenerative diseases [85]. The term was subsequently 
adopted by the World Health Organization (WHO) in 
the 1990s, as part of large-scale studies conducted across 
multiple countries to estimate the “Global Burden of 
Disease.” Now closely associated with the construct of 
quality of life, the concept of “burden” has been exten-
sively explored and expanded to allow for its specific 

application to individuals directly affected by specific 
conditions, such as skin conditions [86] including infan-
tile hemangioma [87], inherited ichthyosis [88], atopic 
dermatitis [89], and vitiligo [90].

Another notable finding of our study is the experi-
ence of stigmatizing and discriminatory situations dur-
ing childhood and especially adolescence. Stigma, as we 
recall, encompasses a variety of discriminations that ulti-
mately deny individuals or groups full social acceptance, 
reduce opportunities, and fuel social inequalities [91, 92]. 
Many studies have highlighted this phenomenon (and its 
various forms, such as self-stigma) in many chronic ill-
nesses, whether they are visible, such as obesity [93, 94] 
or skin diseases [95, 96], or hidden, such as HIV [97]. 
Moreover, studies have shown how adolescence is a very 
sensitive period in terms of stigmatization [98, 99], a piv-
otal period where peers play a predominant role in the 
social development of the individual, largely influenc-
ing self-perception and identity construction [100, 101]. 
Hence, health-related stigma is a well-documented issue 
and a global barrier to health-seeking behaviors [102], 
engagement in care [103], and treatment adherence [97] 
across a range of health conditions [104, 105]. Given that 
many disabilities and chronic illnesses face these stigma-
related issues, a group of researchers proposed a theoret-
ical framework of stigma and discrimination applied to 
these conditions based on a corpus of studies examining 
leprosy, epilepsy, mental disorders, cancer, HIV, obesity, 
and being overweight [106]. This multilevel framework 
attempts to synthesize the general processes of stigma 
in a way that can be applied to various health issues. By 
incorporating contextual, personal, and experiential 
factors, this model appears to be promising for future 
research on albinism and, more broadly, rare diseases 
(see Additional file  4: Health stigma and discrimination 
framework).

Stigma can be accompanied by a number of miscon-
ceptions and false beliefs about albinism. Several partici-
pants refer to imagery imbued with mysticism, echoing 
the situation of PWAs in Africa. There, the issue takes 
on a different nature; albinism is much more visible in 
relation to the dominant skin color and numerous false 
beliefs hinder the experience of PWAs (e.g., superstitions 
regarding luck or misfortune, inhumanity of PWAs and 
death myth, etc.) [26, 107].

A chapter written by Kromberg and colleagues (2018) 
clearly highlighted these misconceptions. However, it 
has provided significant nuances on how these beliefs are 
distributed across the continent, especially in relation to 
the ethnic groups present in specific regions. In particu-
lar, the authors found that attitudes appear more positive 
in urban areas compared to rural ones, where myths are 
prevalent, superstitions remain strong, and traditional 
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healers continue to have influence. The authors also 
attempt to interpret these myths and superstitions as a 
maladaptive response to managing individuals with dis-
abilities within communities and society at large. The 
main concern here is that these myths have a dehuman-
izing effect on PWAs, who are targeted by extreme dis-
crimination, including ritualistic crimes. Over the past 15 
years, more than 700 attacks, including 241 murders, are 
reported to have occurred, primarily in Africa, although 
these estimates are likely underreported4. In France, few 
false beliefs have been reported (e.g., contagiousness, 
night blindness), but they remain ultimately anecdotal 
and appear to be in decline.

In western countries, researchers have rather primarily 
focused on VI when studying albinism [41, 108]. Addi-
tionally, the mobility problems that were identified in our 
interviews are also widely recognized in visual impair-
ments such as glaucoma [109, 110], age-related macular 
degeneration (AMD) [108, 109] [111, 112], and diabetic 
retinopathy [113, 114]. Navigation errors and getting lost 
in unfamiliar environments can lead to recurrent stress 
and, ultimately, to anxiety that hinders social life [115, 
116]. However, the use of electronic mobility devices has 
an extremely positive impact on the mobility of individu-
als with VI, as evidenced by feelings of increased safety, 
comfort, and reduced stress during travel, along with 
higher quality and increased frequency of travel [117]. 
Therefore, in terms of daily functioning, albinism is also 
comparable to ophthalmological conditions.

When considering all of the strategies implemented by 
people with disabilities to cope with the challenges they 
face, one concept that emerges is resilience. As concep-
tualized in health psychology, resilience is a complex 
and multifaceted construct that refers to an individual’s 
capacity to cope with and effectively adapt to stressful 
or difficult circumstances [118–120]. Research in recent 
years has suggested that resilience is a particularly rel-
evant protective factor for people with physical disabili-
ties [121–124] as well as for the parents of those directly 
affected [125, 126]. Resilience seems to be influenced by 
various factors, including internal or personal resources 
such as acquired skills (e.g., mindfulness and acceptance) 
and personality traits (e.g., optimism) as well as external 
resources such as environmental factors (e.g., social sup-
port) and cultural factors (e.g., traditions and cultural 
practices) [118, 119, 127–129].

While resilience was initially conceptualized as a pro-
tective factor in the context of acute trauma, recent 
research has suggested that it may also play a protective 
role in managing everyday difficulties related to chronic 

physical disabilities [123, 130]. However, even though 
research has demonstrated the beneficial effects of resil-
ience in physical illnesses [131], our findings suggest that 
constantly adjusting to obstacles can be draining, and 
some persons in our sample reported exhausting their 
internal resources to the point where they received lit-
tle external support. Does this highlight a key downside 
to resilience? The problem, in our view, is more related 
to the balance of the resources being mobilized. We will 
now offer a possible interpretation by integrating paren-
tal leitmotivs and disease representations into our reflec-
tion. As we have shown previously (Fig.  3), for the two 
interviewed PWAs who explicitly reported an actual 
burden, the theme of autonomy was present and seem-
ingly learned from their parents. Conversely, when exam-
ining the interviews of the four PWAs’ who emphasized 
the importance of autonomy, the two others who did 
not report an associated burden saw albinism as a dis-
order. Thus, we hypothesize that while autonomy at all 
costs may enable individuals to adapt to their disability, 
it may also increase the burden associated with adapt-
ability if they do not consider albinism to be a disorder. 
PWAs who prioritize autonomy would tend to adapt to 
daily difficulties despite the resources available, utilizing 
both internal and external resources to cope. So, what 
explains that, among these participants, some reported 
feeling an associated burden while the remaining partici-
pants did not? One possible interpretation is that there 
may be another variable to consider: whether or not albi-
nism is considered a disorder. Thus, individuals who do 
not consider albinism to be a disorder or a source of dis-
ability may be more likely to only rely on their personal 
resources for adaptation, making little use of external 
resources and thus experiencing more exhaustion. To 
bolster this hypothesis, we will now delve into the nar-
rative of PWA1. A closer examination of her interview 
revealed that her experience and views on albinism have 
changed over time. She reported having felt burdened 
during her high school years (page 14), which suggests 
that this was a challenging period for her to accept her 
condition. Yet, these years also corresponded to a period 
in her life when she did not consider her albinism to be 
a disorder, whereas today, her burden has subsided, and 
she even expresses belief in the importance of recogniz-
ing albinism as a disorder.

It is important to note that this interpretation of the 
results is just one possible hypothesis and would require 
verification through further research. Nonetheless, this 
interpretive framework resonates with many studies that 
have highlighted the strong link between individuals’ 
representations of their own illness and the type of cop-
ing strategies employed to deal with it [132, 133]. These 
studies exclusively rely on the Common-Sense Model of 4 https:// www. under thesa mesun. com/ conte nt/ resou rces

https://www.underthesamesun.com/content/resources
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Illness Representations, which identifies five key dimen-
sions of illness representations: identity, causes, conse-
quences, controllability, and timeline [134]. While this 
model has led to the development of various question-
naires for its assessment [135–138], none of them explic-
itly inquire about the extent to which individuals perceive 
their condition as an illness or consider themselves as 
being ill or disabled. Therefore, it would be valuable to 
investigate this aspect in future quantitative research in 
order to explore the complex relationships between rep-
resentations of albinism, the associated burden of albi-
nism, resilience, and coping strategies.

Finally, Bronfenbrenner’s eco-systemic model served as 
a relevant framework in this study to explore and under-
stand dyadic dynamics between the two partners. Addi-
tionally, it enabled us to highlight the pivotal role of the 
macrosystem in explaining the differential adjustment of 
PWAs individuals and their significant others (e.g., Afri-
can context). We believe it is essential to take this model 
into account if we are to better understand the experi-
ences of people with rare diseases, both in research and 
clinical settings.

Limitations
In this study, several limitations are worth noting. Firstly, 
it is important to emphasize that our sample was het-
erogeneous, with various forms of albinism represented, 
and some not clearly reported nor included. Given this 
context, interpreting the results poses challenges due to 
the risk of overgeneralizing aspects that, in reality, may 
be more nuanced and pertain specifically to oculocuta-
neous albinism type 1 (OCA1) or type 2 (OCA2), ocular 
albinism (OA), or Hermansky-Pudlak syndrome (HPS) 
for example. A homogeneous group of participants all 
sharing the same type of albinism would have made the 
findings from this study more meaningful.

Secondly, we faced challenges in eliciting information 
from interviewed PWAs regarding their relationship 
with their parents. Often, their responses were vague 
and tended to generalize their feelings towards both par-
ents when asked about their relationship with only the 
one interviewed. This also prompts us to consider the 
disadvantages of phone interviews compared to face-
to-face interviews. Indeed, the former might result in a 
loss of information as non-verbal cues cannot be per-
ceived. However, some authors suggest a more nuanced 
view, highlighting specific advantages and disadvantages 
for each method [139]. Moreover, in terms of interview 
content, other researchers have found no significant dif-
ferences in the transcripts across the two investigative 
modalities [140].

Another limitation was recruitment bias. Our sam-
ple predominantly consisted of participants who were 

well-integrated into healthcare or community support sys-
tems. This meant that individuals who were more isolated 
or disengaged were underrepresented in our study. This 
can be attributed to the fact that the sample predominantly 
consisted of volunteers and self-selected individuals (inci-
dentally, with all the parents being professionals) thereby 
further compromising the representativeness of our sample.

Furthermore, we observed a bias towards self-presenta-
tion among the families we interviewed. Some tended to 
present themselves as “perfect” families without any con-
flicts and often minimized or downplayed instances of 
stigmatizing behavior during childhood. This social desir-
ability bias appeared to be particularly prominent when 
the parents described their children with very positive 
terms, emphasizing their resilience and strength in over-
coming obstacles. This gave the impression that their chil-
dren were depicted as champions, always ready to face any 
challenge. This aspect can raise questions because, even 
if this point of view is intended to be empowering, it can 
also perpetuate harmful stereotypes and reinforce the idea 
that people with disabilities must constantly strive to prove 
their value and abilities to others (i.e., modern ableism). It 
may be worthwhile to further explore and question this 
myth among families. By engaging in more candid and 
nuanced discussions, we may gain a more accurate under-
standing of the experiences and perspectives of individuals 
and families affected by disabilities.

Perspectives
Firstly, we can note that one recurring issue in the field of 
rare diseases is the inadequate knowledge of physicians 
and the insufficient support they provide to patients and 
their families [33, 35, 141, 142]. While this problem has 
been documented in several studies, it must be highlighted 
that a large number of rare diseases have been identified 
(6000–8000), and each has its own unique and complex 
functioning. It is thus highly challenging for physicians to 
be experts in all of these diseases and provide optimal care 
for affected patients. So, in France, Rare Disease Reference 
Centers5 are dedicated to offering organized, consensus-
based care. Some medical teams have recently developed 
guidelines to help practitioners in the diagnosis and care 
of albinism, such as a care plan that would begin as soon as 
the person is diagnosed6 [143].

5 Rare Diseases Reference Centers (in French, Centre de Références des 
Maladies Rares) are specialized hospital teams that gather experts with 
proven expertise in a specific rare disease or a group of rare diseases.
6 Depending on the patient and the disease, the diagnosis can be more or 
less straightforward. Successfully diagnosing rare diseases is a very compli-
cated task and is not devoid of errors or delays. In France, the Rare Disease 
Alliance conducted an investigation on diagnostic odyssey, revealing that a 
quarter of patients wait at least 4 years before receiving a definitive diagno-
sis [146].



Page 15 of 20Fournier et al. BMC Medicine           (2024) 22:40  

To address these challenges, participants have proposed 
a number of avenues for improvement, including more 
comprehensive training for healthcare and education pro-
fessionals, and the deployment of a secure diagnostic dis-
closure program, which would provide more empathy when 
the albinism diagnosis is announced to parents. Several 
additional suggestions were put forward by interviewed 
PWAs, such as improving healthcare coverage, including 
the possibility of reimbursement for specific expenses (e.g., 
sunscreens, prescription glasses and sunglasses), redesign-
ing urban spaces with appropriate signage (e.g., auditory 
signals for crossing roads), reforming the visual impairment-
related conditions for driving licenses, and revising the 
renewal timeline for disability rights. Only one of the par-
ents suggested promoting the systematic use of low vision 
simulation glasses to raise awareness about VI.

Secondly, this paper underscores the importance of a 
systemic approach involving the main actors of the fam-
ily sphere concerned and of biopsychosocial support for 
patients with genetic diseases. Treating these patients is a 
complex and time-consuming task that requires interdis-
ciplinary collaboration between geneticists, specialists in 
affected organs, and general practitioners. French organiza-
tions specialized in sensory disabilities have already started 
to provide interdisciplinary support to young individuals 
affected by albinism and increasingly train their professionals 
in systemic approaches [144, 145]. A hospital team, together 
with a patient group (Genespoir), has also recently developed 
a Therapeutic Patient Education program [42]. This program 
offers long-term support that adapts to the evolving needs 
of the patient and their family. The program covers everyday 
life situations while also providing a platform for families to 
engage in dialogue, allowing them to discuss the obstacles 
they encounter and the solutions they have implemented.

Finally, it remains essential to continue studying 
the psychosocial experiences of PWAs, particularly in 
regions where very little research has been done so far 
(especially countries which predominantly focus on bio-
medical research). To address issues related to sample 
sizes and improve study designs, quantitative longitudi-
nal lifespan studies could be established to gain a more 
detailed understanding of the developmental pathways 
of these conditions and identify factors that may influ-
ence them. Furthermore, action research or intervention-
based studies could be conducted, such as prevention 
initiatives in schools and consultations or therapy ses-
sions for parents, to implement effective interventions 
that directly benefit patients and their families.

Conclusions
Albinism, like many health conditions, has signifi-
cant impacts on various aspects of a person’s life and, 
in France can be comparable to other vision-related 

disorder. Albinism can also affect the family of the con-
cerned person, especially the parents, who mobilize 
many of their resources to ensure their child grows up 
as normally as possible. Despite the challenges faced by 
PWAs, a vast majority of these difficulties are compen-
sated for by the multitude of adaptation strategies they 
deploy, which can sometimes exhaust their personal 
resources and create a real burden associated with the 
disorder.

Therefore, it is crucial to consider albinism within a 
systemic and family dynamic framework to provide par-
ents with a secure support structure and enable young 
PWAs to rely on various types of resources to avoid 
exhaustion. Further research should explore the longitu-
dinal and developmental pathways of this condition and 
implement intervention-based studies to develop direct 
and beneficial interventions for the persons affected and 
their relatives.
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