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Exploring stigma in Huntington's disease: A scoping review of
methods and conceptualizations for understanding experiences
of gene expansion carriers and at-risk individuals
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from the typical genome, were most prominent among theories referenced, concep-
tualizing stigma and genetic discrimination respectively. Findings suggested a limited
theoretical grounding of stigma in primary research exploring HD, with a lack of dis-
cussion around conceptualizations of stigma applied to people affected by HD. Future
research should apply clear definitions to differentiate constructs contributing to dif-
ferent forms of stigma and could explore whether experiences of stigma and support
needs might differ across groups affected by HD. Implications for theoretical devel-
opment and multilevel interventions are also discussed.
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1 | INTRODUCTION 100,000 people (Medina et al., 2022). HD affects cognition, move-

ment, emotions, and behavior. Diagnosis follows the onset of visible
Huntington's disease (HD) is a hereditary neurodegenerative dis- motor symptoms (“manifest HD”) which typically occurs between
ease, with an estimated global pooled prevalence of 4.88 cases per 30 and 50years (Walker, 2007). No cures or disease-modifying
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therapies are presently available, and the mean duration from dis-
ease onset to death is around 20years (Roos, 2010). Individuals with
nonspecific motor symptoms and clear cognitive changes may be re-
ferred to as “prodromal HD” (Medina et al., 2022), while those who
have tested positive for the HD gene without symptoms are referred
to as presymptomatic or premanifest. Individuals with a parent with
HD who have not undergone genetic testing are referred to as “at
risk” (Medina et al., 2022). The term “people affected by HD” will
be used throughout this review to refer to HD gene expansion car-
riers, individuals clinically diagnosed with HD, and those at genetic
risk with a parent diagnosed with HD (i.e., including all those who
carry the gene expansion, plus those at risk). However, as will be
evident throughout the rest of this review, stigma does affect indi-
viduals within these groupings differently and where data allow, we
will indicate this.

People with manifest HD experience difficulties with motor
function, balance and coordination, including sudden involun-
tary movements (“chorea”), and difficulties with speaking and
swallowing. These challenges typically reduce independence,
can be life-threatening, and often affect individuals emotionally.
Moreover, they engender additional social problems. For example,
such visible difficulties may appear unusual to others and may be
misunderstood as intoxication, attracting unwanted attention and
stigmatization (Etchegary, 2007). Cognitive abilities (e.g., concen-
tration, problem-solving and memory) are also impacted by HD
and, alongside emotional difficulties including anxiety, low mood,
irritability (e.g., Novak & Tabrizi, 2011; Roos, 2010), and perse-
veration can lead to behaviors that others may judge negatively.
Such challenges can make social participation harder for people
with HD, affecting communication, emotional regulation and ac-
cessibility (which may occur before motor symptoms begin, e.g.,
Gibson et al., 2022).

1.1 | Stigmaand HD

Perceptions and lived experiences of stigma may increase as symp-
toms become more visible, as others may struggle to understand
or accept these differences (Sherman et al., 2020). In 1963, the
influential sociologist and stigma theorist Erving Goffman defined
stigma as a “deeply discrediting” (p. 3) attribute resulting in societal
unacceptance. Building upon Goffman's theory, Crocker et al. (1998)
argued “stigmatized individuals possess (or are believed to possess)
some attribute, or characteristic, that conveys a social identity that
is devalued in a particular social context” (p. 505), suggesting stigma
is context-dependent. Indeed, social norms can become a context
for stigmatization. For example, negative portrayals and attitudes
toward disability and its burden are perpetuated across numerous
cultures (e.g., in India, Banga & Ghosh, 2017; USA, Green, 2003; and
Hong Kong, Ngan et al., 2020). Consequently, families of children
with a disability have reported stigma, marginalization and asso-
ciated feelings of shame and isolation, increasing the difficulty of
support-seeking (e.g., Lam & Mackenzie, 2002; Ngo et al., 2012).

What is known about this topic

Symptoms of Huntington's disease (HD) such as an un-
steady gait or slurred speech may engender stigma, as
others may struggle to understand or accept these differ-
ences. However, while many people affected by HD have
reported experiences of stigmatization, the extant litera-
ture has reported disparate and vague conceptualizations

of stigma within empirical research.

What this paper adds to this topic

This paper provides a comprehensive scoping review of
research on stigma experienced by individuals affected by
HD. It highlights key gaps, including the lack of conceptual
clarity and theoretical frameworks around stigma in many
studies. Despite a growing interest in the topic since 2008,
stigma has rarely been a central research focus and most
findings have been incidental, limiting meaningful explora-
tion. This review recommends more rigorous, longitudinal
studies, and the use of validated stigma measures. It also
highlights the importance of examining stigma at societal
and structural levels, advocating for a shift away from
individual-focused approaches. This review emphasizes
the need for a more cohesive theoretical framework and
targeted interventions to address stigma's impact on peo-
ple with HD.

Adding further nuance to “vaguely defined and individually
focused” conceptualizations of stigma, Link and Phelan (2001)
acknowledged the identification of human differences as a social
process, moving away from locating stigma as an attribute within
the person (p. 363). They discussed five components necessary for
the presence of stigma: “labeling” differences considered socially
relevant; associating these differences with negative attributes;
separation of “us” from “them?”; resulting discrimination and loss
of status; and the dependence of stigma on the stigmatizing group
holding power. For instance, individuals experiencing sudden invol-
untary movements may be labeled and stereotyped by others in un-
desirable ways, thereby separating them from others without such
characteristics. Consequently, Link and Phelan (2001) advised that
this can result in the person being placed lower in social hierarchies,
representing a loss of status and increased potential for discrimina-
tion (e.g., rejection for a job based upon the perceived difference of
the person with motor symptoms). In short, stigma is therefore con-
ceptualized as existing when people distinguish human differences
according to perceived undesirable characteristics, diminishing the
individual's social status and access to social, economic or political
power.

Further consequences of stigma have been identified, whereby
stigma has been noted as a global barrier for health-seeking behavior
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or treatment adherence for various conditions including HIV/AIDS
(Mahajan et al., 2008), epilepsy (Dilorio et al., 2003), lung cancer
(Scott et al., 2015), and mental health (Corrigan, 2004). It affects
health outcomes and quality of life by undermining social rela-
tionships, access to healthcare, housing, and employment, while
increasing stress and perpetuating social injustice (Hatzenbuehler
et al., 2013; Stangl et al., 2019).

People with neurological conditions experience stigma partic-
ularly when symptoms cannot be concealed; in the context of HD,
symptoms such as an unsteady gait or slurred speech may engender
stigma (Raoetal.,2009). Medical sociologist Graham Scambler (1998)
discussed stigma within the context of disease, introducing a cate-
gorization of stigma distinguishing between enacted (regarding ac-
tual social rejection/discrimination) and felt stigma (reflecting one's
fear of future discrimination). While Link and Phelan's (2001) con-
ceptualization concerns differences perceived by others, Scambler
posited that felt stigma is typically more disruptive than enacted
stigma, as people tend to conceal their illness and symptoms thus
reducing opportunities for others to stigmatize noticeable difficul-
ties. Yet, for people with manifest HD, visible symptoms are often
unavoidable. Felt stigma may also lead to a person internalizing
stigma by identifying with negative stereotypes, and experiencing
diminished self-esteem and self-efficacy (“self-stigma”) for people
with “mental illness” labels (Watson et al., 2007).

Given that predictive genetic testing is available for those with a
family history, stigma around those who carry the HD gene without
visible symptoms is also possible. Developments in genetic testing
raised concerns regarding the potential stigmatization of families and
individuals affected by genetic illness, as individual responsibility for
health became embedded within social and historical contexts, with
connotations of blame and culpability for those affected (Harper,
1992; Savulescu & Kerin, 1999). Alarmingly, Elger and Harding (2003)
surveyed 599 students and reported that 73.2% of law students and
39.4% of medical students sampled in Switzerland agreed that soci-
ety should do everything possible to reduce the frequency of HD,
including social pressure to recommend genetic testing and steriliza-
tion. Therefore, attitudes which could be interpreted as eugenic ap-
pear to have endured, which may understandably prevent individuals
from pursuing genetic counseling. Indeed, concerns about the mis-
use of genetic information persist, with documented cases of genetic
discrimination against people with HD (e.g., Bombard et al., 2012).
Genetic discrimination is defined as adverse treatment against an in-
dividual or their family members based on real or perceived genetic
differences (Billings et al., 1992; Gostin, 1991). Therefore, families
affected by HD may face societal intolerance and blame, even before
symptoms appear. Thus, individuals or families affected by HD might
limit their social interactions or hide their condition due to stigma,
missing out on support that genetic counseling might otherwise pro-
vide. Therefore, stigma, in all its forms, can lead to social inequalities
for all people affected by HD, negatively impacting social participa-
tion, quality of life, and access to opportunities.

Substantial research has explored experiences of genetic test-
ing among participants affected by HD. This body of research
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includes reasons for and against genetic testing (e.g., Binedell
et al., 1998; Decruyenaere et al., 1995; Paneque et al., 2019), com-
munication regarding genetic risk (e.g., Rowland & Metcalfe, 2013),
and the impact of testing such as within employment and insur-
ance sectors (e.g., Oster et al., 2008; van der Zwaan et al., 2022).
However, fewer studies have explicitly aimed to explore personal
experiences of stigma from people at risk of, or with HD. Link and
Phelan (2001) highlighted how theories of stigma should be in-
formed by the lived experience of the stigmatized to avoid misun-
derstanding their experiences and perpetuating unsubstantiated
assumptions.

1.2 | Rationale for current review

Initial scoping of the area of interest demonstrated disparate and
vague conceptualizations of stigma within empirical research, as
some explored singular constructs of stigma (e.g., genetic discrimi-
nation) while some did not explicitly define stigma using theoretical
definitions. This was a pervasive issue across the literature identi-
fied, and this will be discussed further as part of this scoping re-
view. Moreover, studies included qualitative, quantitative and mixed
methodological approaches, with some studies only briefly report-
ing experiences related to stigma in their results. Accordingly, it was
considered useful to explore this broad body of research. Given
these disparate methodologies and conceptualizations of stigma, a
scoping approach was considered useful to explore this broad body
of research. Therefore, this scoping review aimed to explore the
breadth of research discussing experiences of stigma and related
concepts (such as genetic discrimination) among people affected by
HD, to offer directions for meaningful future research.

Scoping reviews aim to map the existing literature surrounding a
topic of interest, exploring the volume and characteristics of primary
research (Arksey & O'Malley, 2005; Pham et al., 2014). A common
reason for conducting a scoping review is to explore the breadth of
existing literature, with a specific focus on, for example, the meth-
odologies used and key reported concepts, to identify knowledge
gaps and guide directions for future research (Peters et al., 2020).
The heterogeneity of methodologies and underrepresentation of
theory-driven constructs related to stigma in the currently existing
literature precludes a systematic review at this stage. Therefore, a
scoping review was considered necessary to provide a critical ex-
ploration of the concept to stimulate further research to be more
theoretically informed.

Therefore, the present scoping review investigated:

1. What are the key concepts and definitions of stigma (including
the construct of genetic discrimination) reported in primary
research investigating people affected by HD?

2. What methodological approaches have been utilized to explore
stigma?

3. What are the subsequent gaps or areas of underrepresentation
(relating to populations, constructs and/or evidence)?
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2 | METHODS

Arksey and O'Malley (2005) described a five-stage framework for con-
ducting scoping reviews (subsequently further developed by Levac
et al., 2010): (1) identifying research questions; (2) identifying relevant
studies; (3) study selection; (4) charting the data; (5) collating, summa-
rizing and reporting results. Both inform the Preferred Reporting Items
for Systematic Reviews extension for Scoping Reviews (PRISMA-ScR;
Tricco et al., 2018), which includes a reporting checklist (included in the
Appendix S1) that guided the present review. An assessment of meth-
odological limitations or risk of bias in individual papers is usually not
performed within scoping reviews (Pham et al., 2014). The protocol was

developed to reflect the stages and reporting items described above.

2.1 | Identifying the research question

A preliminary literature search on Google Scholar and APA PsycINFO
was conducted to determine whether a similar scoping review had
been published and to clarify the breadth of published study aims,
methods, and findings. The question, “What are the key concepts and
definitions of stigma reported in HD research?” guided the search
strategy, while methodological approaches and areas of underrepre-
sentation within the literature were identified post hoc.

2.2 | Identifying relevant studies

A specialist subject librarian was consulted for support with refining
the search strategy, including selection of keywords, Medical Subject
Headings (MeSH), and database selection. Preliminary searches and
consultations with the librarian produced relevant search terms (Table 1)
and eligibility criteria (Table 2). The decision was made to include all pa-
pers reporting on individuals affected by HD, from at-risk to sympto-
matic. Only publications from 1993 onwards were included as predictive
testing became available from this date (MacDonald et al., 1993).

A systematic literature search was performed in July 2023,
using the same search terms across the following databases: APA
PsycINFO, Medline, Cumulative Index to Nursing and Allied Health
Literature (CINAHL), Scopus and Web of Science Core Collection.
Terms relating to stigma and HD were exploded using MeSH, then
search terms were inputted. The full strategy for Medline is depicted
in the File S1. Database filters were not applied before screening,

reducing the risk of excluding eligible records.

2.3 | Study selection

A total of 3273 articles were obtained from five databases (Figure 1).
Reference lists of included papers were hand-searched, which did
not identify further eligible papers. Citations were imported into

Endnote for duplicate removal (n=1180), before importing remaining

TABLE 1 Search terms applied in systematic search strategy.

Population Stigma

stigma* or “health-related stigma” or discriminat* or
“genetic risk*” or prejudic* or injustice* or devalu*
or dehumani?ed. or stereotyp* or shame* or
shaming or blame or blaming or taboo* or inequalit*

huntington*

Note: "=search phrase; *=truncation, that is, different word endings;
?=wildcard symbol, that is, different spellings/characters. Search terms
from the columns were combined for the final search using the Boolean
operator “AND.”

TABLE 2 Inclusion and exclusion criteria.

Inclusion Exclusion

Individuals with the HD
gene expansion or at-risk
Published primary research
articles describing
definitions, experiences

or outcomes related to
stigma, or gray literature if
equivalent findings are not
published in peer-reviewed

Only reports perspectives of
healthcare providers, caregivers or
family members not at risk of HD
(i.e., no data from the population of
interest, or data from the population
of interest not reported separately
from others)

Articles without an aim to explore
definitions, experiences or

journal outcomes related to stigma, or
English language without describing experiences
From 1993 or outcomes related to stigma in
Any country the results from the population of
Qualitative, quantitative, or interest

mixed methodology Protocols

Abstracts, poster, or conference
presentations without published
full-text

Editorials, letters, or reviewsthat do
not present new data

Abbreviation: HD, Huntington's disease.

articles to Rayyan (a bibliographic software program) where titles
and abstracts were screened using the inclusion and exclusion
criteria. After screening abstracts and titles, full texts for 151 papers
were accessed for further screening, resulting in 32 papers selected
for inclusion. Five articles that did not meet inclusion criteria and
five articles that did were randomly selected and reviewed against
eligibility criteria by a psychologist trained in research methods.
There were no discrepancies in study selection.

It was noted that some papers analyzed data from the same
samples. Klitzman (2010), Klitzman and Sweeney (2011) and
Klitzman et al. (2007) analyzed data from the same sample of
21 people affected by HD; Wauters and Van Hoyweghen (2018,
2021) included data from an overlapping sample; Erwin
et al. (2010) and Williams (2010) also analyzed data from the
same sample; and Bombard et al. (2009, 2011, 2012) analyzed
quantitative data from the same sample (n=233). All of these
papers were included as, while they drew on the same or similar
samples, the papers had different areas of focus, thus present-

ing meaningfully different data from the samples and not simply
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replicating the results from previous analyses on data from the
same sample. Where this was not the case (e.g., Etchegary, 2005),

then the paper was excluded.

2.4 | Charting the data

Relevant data were extracted from the selected papers and col-
lated using Microsoft Excel (see Appendix S1 for study charac-
teristics). All data relating to stigma in the context of HD were
sought and collated from the papers, with a broad scope appro-
priate to the scoping review approach and the research questions.
Consequently, data could be taken from any section of the paper.
Regarding coding, this was largely carried out by the first author
and most of the data were extracted and summarized descriptively
given the research questions. The specific research questions were
considered to direct the extraction of the data, and so the analysis
could be considered deductive. The other authors screened around
20% of the papers selected for inclusion to ensure that the first
author had summarized and extracted appropriately. There were
no significant discrepancies between the first author and the other
authors during this process; where minor discrepancies occurred,
these were resolved within the team and mostly related to the level
of detail needed within the Tables.

3 | RESULTS

Thirty-two articles were included; these were published between
1993 and 2023, representing 13 countries and 3781 participants.
Eleven papers reported samples exclusively from the United States
of America (USA), seven from Canada, three from Australia, two
from Belgium, two combining participants from the USA, Australia,
and Canada, one from England and Wales, one from Norway, one
from Spain, one from Portugal, one from Colombia, one combined
sample from Germany, Austria, and the USA, and one from China.
Several sets of authors contributed multiple papers (e.g., Bombard
et al., Carlozzi et al., Klitzman et al., and Wauters & Van Hoyweghen
- see Methods above for details).

Following the framework developed by Arksey and
O'Malley (2005), a narrative overview of the selected records is
presented. Reporting focused on the three study aims of identi-
fying the key concepts and definitions of stigma reported in HD
research, exploring the methodological approaches used to ex-
plore stigma in HD populations, and gaps and/or areas of under-
representation in this area. These will be addressed sequentially.
Summaries of study characteristics and key findings are pre-
sented in Tables 3-5; please also refer to the expanded versions
in the File S2 for more detail.

This figure refers to the total number of participants reported across the papers. It does
not refer to the total number of unique participants, as this is not possible to report given
that some samples were clearly overlapping but the unique number in each was not clear.
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3.1 | Key concepts and definitions of stigma in HD
research

Overall, 10 papers explicitly provided theoretically grounded con-
ceptualizations of stigma in the introduction to orientate the re-
search and/or to direct their analysis. Six described theories by
Goffman (1963), three referred to Link and Phelan (2001), two
cited Crocker et al. (1998), two cited Gostin (1991), two referred to
Scambler (1998), and one to Geller et al. (1996). Seven (50%) qualita-
tive papers referenced theoretical definitions of stigma, as did one
(14%) quantitative study, and two (33%) mixed-methods papers.
Some papers referred to multiple theories of stigma.

Eleven papers provided theoretical definitions of genetic discrimi-
nation - seven (37%) qualitative papers, four (43%) quantitative papers,
and one (17%) mixed-methods paper. Ten applied Billings et al.'s (1992)
definition, and one applied Rothstein and Anderlik's (2001).

Six described theoretical underpinnings of both stigma and genetic
discrimination, acknowledging that these concepts are intertwined.
Fourteen papers (44%) did not state a theoretical definition or concep-
tualization of stigma or related concepts (in these cases, relevant expe-
riences were identified in the results, hence the inclusion in this review).

Four qualitative papers, one mixed-methods and one quantitative
study explicitly described theoretical definitions of stigma in relation to
living with HD, again referencing Goffman (1963). Two papers referred
to Goffman in their introductions and discussions, one paper only in
their introduction, thus theoretically orientating readers but without
applying theoretical concepts of stigma when interpreting results.
Three papers applied Goffman's theories while analyzing results, ex-
pressly anchoring findings to conceptualizations of stigma.

Several less commonly cited conceptualizations of stigma were
referenced. Three papers referred to Link and Phelan's (2001)
aforementioned conceptualization of perceived undesirable char-
acteristics, whereby people perceived as different are placed in an
out-group, resulting in a loss of social, economic, or political power.
Boileau et al. (2020) referred to felt and enacted stigma in their in-
troduction, although they did not cite Scambler's (1998) underpin-
ning theory; Wauters and Van Hoyweghen (2021) also introduced
interpretations of felt and enacted stigma in their deductive analysis
to develop meanings within the results. Etchegary (2007) expressly
referenced these constructs, including using them to ground the
qualitative analysis within the thematic structure.

Eighteen papers explored experiences of genetic discrimination,
mostly among people at risk of HD. Ten papers used the theoretical
definition by Billings et al. (1992) to operationalize this construct,
referring to differential treatment of asymptomatic people accord-
ing to genetic differences rather than physical/observable features.
Most papers referring to Billings et al. (1992) only included individ-
uals who were asymptomatic but at risk for HD. However, Wauters
and Van Hoyweghen (2018) included two symptomatic participants
(14.3% of the sample), suggesting the conflation of models of dis-
crimination, as some participants may have reflected upon discrim-
ination related to visible symptoms or disease progress rather than
genetic traits.
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FIGURE 1 PRISMA flowchart of study selection (adapted from Page et al., 2021).

Other conceptualizations of genetic discrimination were less
frequently cited, with one paper citing Gostin's (1991) definition,
and one following Rothstein and Anderlik (2001) in describing ge-
netic discrimination as adverse treatment based solely on the fam-
ily history or genotype of people without symptoms of a disease.
While the term “genetic discrimination” was used frequently in
Klitzman (2010), the author defined discrimination using the Oxford

English Dictionary (1993): “...an act of distinguishing...discriminat-
ing against people on grounds of race, color, sex, social status...; an
unjust or prejudicial distinction,” broadening their focus of study
significantly from genetic discrimination as understood by other
definitions noted above.

In sum, a range of conceptualizations of both stigma and ge-
netic discrimination were applied across the retrieved papers. Some
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TABLE 4 (Continued)

Type(s) of stigma explored,

Sample (participants

Country of
origin

Findings related to stigma

including definition (if given)

Methodology

Aims

meeting criteria for review)

Author (year)

Scores for Neuro-QoL Stigma

Not defined or described;

Longitudinal analysis of

Evaluate whether suicidal

322 participants with HD

gene expansion:
50 prodromal

USA

Sokol

measure at baseline M (SD): 51.3

(8.78)

Neuro-QolL Stigma used as

patient-reported outcomes
related to HRQOL obtained
at baseline, 12-month, 24-

month follow-up

thoughts and behavior and
HRQOL patient-reported

et al. (2023)

patient-reported outcome

Worsening of scores noted

outcomes contribute to advanced
care planning and whether

101 early HD
101 late-HD

at follow-ups nonsignificant
after correcting for multiple

Linear mixed-effects

advanced care planning relates
to changes in suicidal thoughts

and behavior and HRQOL at

24 months

Age in years M (SD): 51.6

(12.72)

comparisons. Authors suggest
people with HD who engage

modeling of relationships

between suicidal thoughts
and behavior and HRQOL

baseline and follow-ups

46% female

in advanced care planning may

95% Caucasian, 3% African
American, 2% Other

simultaneously engage in “grief
work” (p. 84) while perceiving a

loss of respect and independence,
hence the trend toward increasing

sense of stigma

Abbreviations: ANOVA, analysis of variance; GD, genetic discrimination; HD, Huntington's disease; HRQOL, health-related quality of life.

Counselors

definitions were used more prominently, notably Goffman's work on
stigma, with frequent references to people with HD or the gene ex-
pansion trying to manage “tainted” features of their identity and pass
as “untainted.” Participants referenced strategies of concealment
across work, social, romantic, and organizational contexts, as well as
self-isolation, appearing to bear out the relevance of Goffman's con-
ceptualization of stigma in populations affected by HD. Of course,
the model applied also potentially influences interpretation of data
top-down (i.e., the preexisting model shaping the findings; for more
on this, see the Discussion).

In terms of genetic discrimination, Billings et al.' (1992) conceptu-
alization appeared to predominate, with multiple papers describing
the differential treatment of people both at risk of HD and gene-
positive but presymptomatic. Participants described both actual ex-
periences of genetic discrimination and fear of those that might be
encountered in future. Genetic discrimination was perceived as an
actual or experienced risk across familial, insurance, employment,
social, and healthcare contexts, with a particularly notable impact of
experiences of other family members further along in the HD trajec-
tory. This appeared to provide support for the relevance of Billings
et al.'s conceptualization of genetic discrimination in HD contexts.

Crucially, half of the qualitative papers did not reference a the-
oretical definition of stigma either adequately or at all; nor did the
vast majority of the quantitative studies or two-thirds of the mixed-
methods papers. For genetic discrimination, no theoretical defini-
tion was provided for two-thirds of qualitative papers, over half of
quantitative papers, and the vast majority of mixed-methods papers.
Some papers did not focus with an adequate degree of specificity
on genetic discrimination, with a broader focus which included vis-
ible symptoms and signs of HD progression or just exploring wider
discrimination in general. Again, we will return to these limitations
in the Discussion due to their significant implications, but the gen-
erally atheoretical position of a surprisingly large proportion of the
literature provides important context for the remaining results and
is therefore noted here for context.

3.2 | Methodological approaches utilized to
explore stigma

3.2.1 | Designs

The 32 identified papers comprised 19 qualitative, seven quantita-
tive, and six mixed-methods designs.

Qualitative designsincluded 14 individual interview papers, three
using focus groups, one applying a qualitative analysis to narrative
responses from open-ended questionnaire items, and one reporting
brief case studies (see Table 3 for details). Seven of these specifically
aimed to explore experiences related to genetic discrimination, and
one aimed to explore perceptions of stigma. Of the former, five an-
alyzed individual interview data via grounded theory, which seeks
to develop theory derived from data (Charmaz, 2006), and two ap-
plied content analysis to analyze either interview data or narrative
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survey responses to reveal patterns of themes and the magnitude of
concerns reported. Etchegary (2007) used interpretative phenome-
nological analysis to explore how participants made sense of stigma
in the context of their lives. The remaining six qualitative papers did
not explicitly aim to explore stigma or associated constructs, but as-
pects relevant to stigma were reported (hence their inclusion in this
review).

Seven papers reported quantitative methods (see Table 4), com-
prising three longitudinal and four cross-sectional studies. Three
papers from Bombard et al. (2009, 2011, 2012) specifically aimed
to explore genetic discrimination via cross-sectional surveys de-
veloped from qualitative work, questions adapted from validated
instruments, and input from an expert reference group. Only one
study (Boileau et al., 2020) explicitly aimed to explore multiple do-
mains influencing perceived stigma, using a self-reported, previously
validated measure of perceived stigma (Neuro-QolL Stigma; Cella
et al., 2012) as an outcome variable. Another study used Neuro-QoL
Stigma as both predictor and outcome (Sokol et al., 2023) to evalu-
ate whether health-related quality of life variables were associated
with future advance care planning over 24 months. Two articles
concerned psychometric properties of patient-reported outcome
measures, via cross-sectional and longitudinal designs (Carlozzi
et al.,, 2019, 2020). Three papers (based on two samples) demon-
strated significant group differences across stages of HD, suggesting
perceptions of stigma increased with HD progression over 2years
(Boileau et al., 2020; Carlozzi et al., 2019, 2020).

Finally, six papers described a mixed-methods approach (see
Table 5); five reported cross-sectional surveys that gathered data
via open and closed questions with a descriptive qualitative design
(one study followed the questionnaire with additional individual
interviews; Lemke, 2009). The remaining paper used a repeated
measures experimental design (Velissaris et al., 2023). Two papers
did not explore stigma via both methods; one reported a sense of
reduced isolation and stigma which only emerged within post-
intervention feedback interviews (Velissaris et al., 2023), while
another study only examined perceived stigma using Neuro-QolL
Stigma (Thorley et al., 2018). Three articles (Erwin et al., 2010; Goh
et al., 2013; Lemke, 2009) aimed to explore experiences of genetic
discrimination across open and closed questions; Taylor (2005) also
employed a similar survey which produced results relevant to dis-
criminatory treatment. Three studies did not present a qualitative
analysis of responses to open-ended questions (Erwin et al., 2010;
Goh et al., 2013; Taylor, 2005); however, the former two stated that
this is reported in Williams et al. (2010), also included in this review.

In sum, there was a broad disparity in approaches to exploring
stigma and genetic discrimination among the identified papers. Just
over half of the qualitative papers intentionally explored experiences
related to genetic discrimination or perceptions of stigma, meaning
that for the remainder, findings relevant to these constructs appear
to have been obtained in a relatively unintentional or unstructured
way, and therefore cannot be assumed to have explored the sub-
jects in full (although their content is nonetheless highly relevant
to this review). For the quantitative methods papers, the disparity
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of underpinning definitions appears to feed through to a range of
approaches to measurement and analysis, with varied tools and an-
alytic methods used to approach understanding these constructs
through a diversity of methodological approaches. This is also the
case for the mixed-methods papers, where the predominant ap-
proach was cross-sectional surveys with a range of open and closed
questions. Again, there is a paucity of theoretically driven coherence
across the field at present, and we will return to the implications of

this in the Discussion.

3.3 | Gaps and areas of underrepresentation

In this section, we will note gaps or issues in the set of identified pa-
pers, but will defer analysis and interpretation of the impact of these
issues until the Discussion.

Most studies recruited via specialist clinics for HD and/or neu-
rological disorders, thus accessing participants in receipt of medi-
cal care related to HD, generally using convenience sampling. Only
one study (Boileau et al., 2020) investigated the impacts of other
characteristics (beyond HD status) for which people may already ex-
perience stigma within society, such as gender, age, sexuality, and
ethnicity. While Boileau and colleagues' findings suggested that age,
race, and ethnicity were not significantly associated with stigma,
they acknowledged that their sample was primarily white and highly
educated, which limited their ability to effectively investigate these
questions among their sample. Most papers suffered from similar
sampling bias around lack of diversity, with samples being predomi-
nantly white, educated women.

Some papers commented on the cultural context in which peo-
ple experienced stigma; however, many did not, despite this being
essential information to consider given the contextual experience
of stigma (Crocker et al., 1998). Furthermore, a significant global
north bias was evident across the included studies. There were no
included studies from African countries, and only one study each
from Asia and South America. The dearth of articles from the global
south may be partially explained by inclusion being limited to arti-
cles in English due to the lack of resources for translation. A further
under-recognized problem is the systematic disparity of representa-
tion of research from the global south more widely, with such arti-
cles being less likely to be indexed, often published in lower prestige
journals, and overall less likely to be identified in context of reviews
(Bol et al., 2023).

Considering eligibility criteria among selected papers, 15 papers
sampled only at-risk, asymptomatic participants, including family
members not at-risk and/or those receiving negative test results.
Additionally, participants below 18years old were excluded in most
studies bar Kjoelaas et al. (2022), indicating an underrepresenta-
tion of views from younger people. Many papers did not acknowl-
edge the potential for differences across experiences of stigma
depending on the specific HD population, with participants with
manifest HD compared with presymptomatic and at-risk individu-
als. All three populations are likely to experience stigma and genetic
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discrimination in different but overlapping ways, ranging from re-
actions to visible signs of HD (for manifest groups, though argu-
ably this could meaningfully be broken down even further by HD
stage/severity of progression), confirmed future development of HD
(gene-positive presymptomatic groups), or those at risk of possibly
developing HD in future.

Finally, 16 papers did not offer clear recommendations for how
to address stigma in their discussion or conclusions. Five suggested
individual interventions, such as counseling, to reduce associated
distress. Bombard et al. (2009) and Boileau et al. (2020) specifically
referred to targeting “mental health,” potentially suggesting the posi-
tioning of stigma as more a subjective, individual variable as opposed
to a societal problem. Four papers suggested legal avenues includ-
ing policy changes, advocacy, and advice (Bombard et al., 2007,
Penziner et al., 2008; Taylor, 2005; Wauters & Van Hoyweghen,
2018). Six advised healthcare professionals to provide information
about stigma and genetic discrimination with the aim of mitigating its
impact, and to provide signposting for additional psychosocial sup-
port (e.g., Etchegary, 2007; Wauters & Van Hoyweghen, 2021). The
most prominent recommendation, suggested in 10 papers, was for
societal interventions to raise public awareness of HD, with the aim
of facilitating greater understanding and compassion, and reducing
stigma and genetic discrimination (e.g., Boileau et al., 2020; Bombard
etal, 2011; Leung & Leung, 2002). These recommendations provide
potential routes to clinical and social impact around these difficulties
faced by people affected by HD, although the significant disparities
and limitations of the existing evidence base must be taken into ac-

count when considering such steps.

4 | DISCUSSION

41 | Summary

This scoping review aimed to explore key concepts, definitions,
methodological approaches, and gaps and areas of underrepresen-
tation across studies describing experiences of stigma among people
affected by HD. Thirty-two papers were included, although several
used the same samples or overlapped participants between included
papers.

While the search specified papers published between 1993 and
2023, those included were published between 2002 and 2023, indi-
cating rising interest in investigating experiences of stigma in more
recent years. For instance, within the 30-year inclusion period, five ar-
ticles were published in the first 15years while 27 papers meeting el-
igibility criteria were published from 2008 onwards. This rising recent
interest likely relates to increasing attention to HD mental well-being
and growing acceptance of more systemic understandings of psycho-
logical difficulties among HD families (e.g., Lindo et al., 2026), following
a long-term predominance of clinical and academic focus on physical
and motor difficulties associated with HD. However, the majority of

papers did not report specific aims addressing stigma or associated

constructs, suggesting that despite the trend in publications relevant
to stigma over time, experiences of stigma were identified incidentally

or, at best, were complementary to the papers' research questions.

411 |
research

Key concepts and definitions of stigma in HD

Almost half of papers did not provide a conceptualization or established
theoretical understanding of stigma. Underpinning constructs such as
felt/enacted stigma (Scambler, 1998) were rarely discussed in HD lit-
erature, suggesting a theoretical gap in which some papers appeared
to report experiences of felt/enacted stigma without identifying it
as such. This omission could suggest a lack of theoretical grounding,
whereby researchers circle around these key constructs while con-
ducting somewhat atheoretical research in terms of conceptualizing
stigma. This may signal a problematic lack of conceptual underpinnings
in the research, given that theoretical frameworks distinguishing con-
structs related to stigma were not offered. In other cases, theoretical
frameworks and definitions were referenced as part of establishing
context in paper introductions but then only re-referenced in the dis-
cussion sections or not at all, again suggesting a lack of robust theo-
retical integration driving empirical work. Unfortunately, this lack of
definitional clarity is not confined to HD research. While problematic
in its own right, this also presents a barrier to coherent and actionable
research (see Thomas, 2024, for a wider discussion on the unclarities
and assumptions regarding the role of stigma in genetics in general).
This absence of clear theoretical grounding also presents diffi-
culties in terms of understanding the position of the authors and
its influences on analysis, particularly in the qualitative papers.
There was a degree of consistency around definitions of genetic
discrimination (Billings et al., 1992) and, to a lesser extent, stigma
(Goffman, 1963). A surprisingly large number of papers either re-
ported definitions not focused on the relevant constructs to an ade-
quate degree, or reported no definition at all. It is difficult to see how
a robust and theoretically motivated understanding of stigma or ge-
netic discrimination can meaningfully be developed with this crucial
information missing. It must, however, also be considered that any
adopted conceptualization will inevitably exert top-down influence
on study findings, shaping the data collected and its interpretation.
Accordingly, it is essential that research into stigma and genetic dis-
crimination in HD adopts a clear framework with a robust rationale
for the choice, and direct communication of authors' positioning.
This is particularly important given recognized limitations,
even where a relevant conceptualization was applied. For example,
Goffman's (1963) discussion of stigma has been criticized for fail-
ing to acknowledge that “axes of risks for stigma” (e.g., character-
istics around which people may already experience stigma, such as
ethnicity, gender, and/or age) rarely present in isolation (Brewis &
Wautich, 2019, p. 185); this is often referred to as the “intersection-
ality” of stigma and will be discussed further in context of gaps and

underrepresentation below.
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4.1.2 | Methodological approaches utilized to
explore stigma

The identified papers used a range of qualitative, quantitative,
and mixed-methods approaches. Longitudinal studies were rare.
However, the recruitment strategies used (i.e., recruitment from
hospitals and tertiary centers) could have omitted people affected
by HD who were not in contact with medical support, such as those
who choose not to be tested or who avoid engaging with services
(e.g., for reasons relating to anticipated stigma, or practical prob-
lems impeding access). Many papers reported using convenience
sampling, which carries many potential biases (although there are
challenges associated with adopting probability sampling methods in
populations with rare conditions). Self-selected samples might limit
generalizability to wider populations affected by HD, as individuals
who might be more sensitive to stigma, or those who engage less (or
not at all) with the HD community, may be less well represented in
the findings, especially where studies recruited via a single source or
site. Further issues relating to sampling bias will be discussed in the
subsequent section.

Methodologically, it is crucial to consider the choice of popula-
tion. Some identified studies did not adequately distinguish between
people who are at-risk, presymptomatic or manifest, which incurs
potential limitations. A person with HD who has visible chorea,
problems with mobility, involuntary facial movements and speech
difficulties is likely to encounter stigma in relation to their visible
symptoms, as borne out in our review findings (a common exam-
ple from clinical experience is a person being considered drunk due
to unsteady walking). A person who is gene-positive for HD and
presymptomatic may, based on our findings, encounter genetic dis-
crimination (e.g., barriers to employment/promotion), but does not
possess these sorts of visible differences and therefore others' re-
sponses may differ on that basis. A person who is at-risk may en-
counter different forms again (e.g., judgment around choices to have
children or not). Clinical and lived experience tells us that these are
likely to be experienced as very different situations, but the research
base presently does not provide evidence to confirm or deny, and
this accordingly should also be considered in any related research

going forward.

4.1.3 | Gaps and areas of underrepresentation

Several important gaps and areas of underrepresentation in the
literature around HD stigma are apparent, in particular the lack of
studies with young people and from countries not part of the global
north. In terms of the variables or experiences explored, the rela-
tive lack of intersectionality was noted. “Intersectional” experiences
of stigma may accumulate across axes of identities, differentially
impacting people of varied oppressed identities (including that of
living with HD) and potentially increasing vulnerability to labeled
differences associated with negative stereotypes, further separat-
ing them from others without such identities (Link & Phelan, 2001,
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Tyler, 2020). Thus, it is imperative to deliberately seek experiences
from those often marginalized, and include these perspectives so
that the findings are applicable to typically excluded and underrep-
resented groups.

It is particularly important to consider cultural differences in
stigma around physical health difficulties and genetic conditions,
an area also underrepresented in the wider rare disease literature
(Baynam et al., 2024). With samples in the reviewed papers pre-
dominantly comprising white, educated women, and the generally
sparse literature on stigma and HD, there is presently very little
understanding of how stigma and genetic discrimination may im-
pact on members of minoritized groups in these contexts. Most of
the papers reviewed here only reported gender and age, and there
was extremely limited discussion as to how different forms of
stigma can cause cumulative harm and reinforce social and health
inequalities (Hatzenbuehler et al., 2013), linking back to concerns
regarding how well these issues are even represented in the cur-
rent widely used models of stigma. For example, Goffman (1963)
does not explicitly address environmental and structural forces
shaping disability and did not recognize how personal interac-
tions are influenced by social, economic, and political power
(Gleeson, 1999), contrary to the later-developed social model of
disability (Oliver, 1996). This presents a significant omission when
attempting to understand stigma as an inherently interpersonal
and social phenomenon.

This not only represents a theoretical oversight, but neglects
the already under-acknowledged needs of minoritized and vulner-
able groups. Tyler (2020) considered stigma as a form of power and
violence, condemning passive psychological conceptualizations fo-
cusing on individual experiences without exploring its structural
power to cause social and political injustice. Therefore, researchers
must resist framing stigma as an issue within the individual, or inter-
preting a pronounced sense of discrimination as a faulty cognition
indicative of disordered thinking requiring “treatment” (Simpson &
Thomas, 2015). Researchers should instead consider stigmatization
as an ongoing process and tool of oppression examined in interac-
tional (micro) and structural (macro) approaches (Thomas, 2021) in
the pursuit of social justice. This argument did not feature within
selected papers, although has been suggested in relation to stigma
around Parkinson's disease (Simpson et al., 2013), and we would
argue for it as an essential perspective in understanding and reduc-
ing stigma going forward.

4.2 | Strengths and limitations

The present scoping review was strengthened by broad inclusion
criteria to capture a wider range of papers including people
affected by HD. Consequently, this review includes a wide scope
of how stigma has been researched and conceptualized, offering
insight into areas of underrepresentation. A significant limitation
of this review is that both the review authors and the majority of
the included studies were situated in the global north, reflecting
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a dominance of northern epistemologies that may marginalize
perspectives, priorities, and knowledge systems from the global
south, thereby limiting the inclusivity and global relevance of the
findings.

Papers published before 1993 were excluded, yet untested partic-
ipants at-risk of HD were still included. Acknowledging this limitation
of a broad and inclusive scoping approach, the rationale was to focus
on papers produced following the introduction of accessible genetic
testing which has been associated with experiences related to stigma
(e.g., Bombard et al., 2012). Finally, experiences from those without a
genetic history of HD were excluded (e.g., spouses/caregivers). While
this enabled a focus on experiences of people with the gene expan-
sion for HD, research has demonstrated that caregivers were more
likely to report experiences of enacted stigma (Etchegary, 2007),

which could indicate a potential avenue for future reviews.

4.3 | Directions for future research

It is clear that future research would benefit from incorporating a
more explicit and in-depth conceptualization of stigma. Of the vari-
ous frameworks included to date, Scambler's (1998, 2004) work is
particularly relevant to people with HD given its focus on the dif-
ferent forms of felt and enacted stigma. While Goffman was influ-
ential in the development of Scambler's approach, and continues to
be cited in terms of definitions and the concept of visible and invis-
ible identities, Scambler's work captures both the social reality of dis-
crimination and the internal, anticipatory, and emotional dimensions of
stigma—all of which appear central, albeit at different points, to the
HD experience. This approach can also be linked with other theo-
retical frameworks, for example, Link and Phelan (2001) in relation
to structure, or Earnshaw and Chaudoir (2009) regarding the mecha-
nisms of stigma.

Most of the identified papers presented cross-sectional re-
search, precluding exploration of how perceptions of stigma may
change over time such as in relation to HD progression. Therefore,
longitudinal experimental designs recruiting from diverse popu-
lations affected by HD may improve validity, reliability and hence
the utility of findings in relation to drawing meaningful conclusions
about associations between other variables (e.g., societal attitudes,
genetic status, mobility, and other visible differences). Future re-
search (both qualitative and quantitative) would also benefit from
analyses investigating and comparing different groups affected by
HD, clearly delineating those at-risk, presymptomatic and manifest,
to explore whether experiences of stigma differ between groups.

Moreover, only five papers used a validated quantitative mea-
sure of stigma, while others (e.g., Bombard et al., 2009, 2012) used a
nonvalidated survey. Use of a range of nonvalidated measures may
impede the effectiveness of exploring stigma experienced by people
with HD; future research could seek consensus regarding how best
to evaluate perceived stigma, such as surveying clinical profession-

als and experts-by-experience as panelists to develop appropriate

criteria via a Delphi study (Hardy et al., 2004; Nasa et al., 2021).
Such assessments could subsequently be used within routine ap-
pointments at HD clinics, for instance, psychosocial assessment of
functioning and participation within healthcare to facilitate access
to social support if indicated. In other related conditions, such as
Parkinson's, bespoke tools have been created which are theoreti-
cally informed (e.g., Stopic et al., 2024).

Finally, exploring stigma at the societal level could be a valuable
future direction, and qualitative research methods may make a par-
ticularly important contribution in this area. For example, discourse
analysis of stigmatizing messages about health and genetic disease
in a culture's media may highlight normative scripts othering people
affected by genetic disease, such as portraying assumptions of a life
of tragedy and hardship (e.g., Thomas, 2021). Such discourses might
increase fears of judgment, and the stigma associated with HD, such
as assumptions about disability or the burden of caregiving, might
discourage individuals from seeking genetic counseling and predic-
tive testing.

4.4 | Clinical implications

For genetic testing professionals, while a comprehensive process is
often in place, explicit discussion of the different types of stigma may
not always be systematically standardized (Baynam et al., 2024).
Given the nature of HD, it would make sense for genetic counseling
protocols explicitly to include the different forms of stigma, for ex-
ample, anticipated stigma (including fear of discrimination), enacted
stigma possibilities (regarding insurance, employment, family re-
actions) and internalized stigma (how individuals might feel about
themselves and their identity). Moreover, this discussion should be
revisited as clearly different scenarios and challenges may manifest
at different points throughout the genetic testing process (and be-
yond). Genetic counselors can also refer to support organizations
which can play a role in modifying stigma in people with neurological
conditions (e.g., Elafros et al., 2013).

A clear omission in the current evidence base is any intervention
paper seeking to reduce stigma (or its effects) for people affected by
HD (Zarotti et al., 2020). Despite its harmful effects being outlined
repeatedly (e.g., Lancet Editorial, 2010), limited suggestions have
been made as to how to address stigma and enact change. While
public information campaigns (e.g., Lancet Editorial, 2010) have their
place, multilevel actions plans are needed (e.g., Rao et al., 2019).
Such levels can be intrapersonal/individual (aimed at addressing
“burden” narratives); interpersonal and community-focused (aimed
at schools/ workplaces); organizational and institutional (aimed at
healthcare professionals/social care employees); and structural/
society level (aimed at legislative, wider policy change). Moreover,
careful development—involving individuals and families affected by
HD—and evaluation is needed to avoid unintended consequences,
such as reinforcing stereotypes (Thomas, 2024). While admittedly
challenging and hard to implement, only when such comprehensive



TINDALL ET AL.

anti-stigma campaigns are in place can people affected by HD begin
to see some relief from discrimination, and gain increased access to

support and greater acceptance within society.

5 | CONCLUSION

In conclusion, this review has highlighted that, while research in-
terest in the effects of stigma among people affected by HD has
increased, the field is still in need of theoretical cohesion and devel-
opment. The effects of stigma on the well-being of people affected
by HD seem clear; routes to change that, however, remain less well
defined and a strategic, theoretically informed multilevel approach
needs to be developed and tested as a priority. However, we con-
sider that only when the field is more theoretically developed can
(1) specific HD-relevant tools be created to meaningfully measure
stigma and (2) interventions be co-developed and tested to mitigate
and reduce its effects.
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