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Abstract

Intellectual disability (ID) frequently warrants genetic evaluation, and international
guidelines strongly recommend exome or genome sequencing as a first- or second-tier test in
children with congenital anomalies or ID. Yet families often navigate a prolonged diagnostic
pathway, and the psychosocial and cultural factors that shape actual access remain frag-
mented across the literature. We synthesised qualitative, mixed-methods and quantitative
evidence on the structural, sociocultural and psychosocial barriers and facilitators influenc-
ing access to and engagement with the genetic-evaluation pathway among individuals with
ID, their families and caregivers. Following PRISMA 2020 and structured with the SPIDER
framework, we searched PubMed and Scopus for empirical studies published between Jan-
uary 2020 and March 2026. Qualitative and mixed-methods studies were synthesised using
thematic synthesis; quality was appraised with the MMAT 2018 and confidence in each find-
ing with GRADE-CERQual, while quantitative studies of access and uptake were retained as
context. Fourteen qualitative and mixed-methods studies were included and six quantitative
studies retained as context, spanning Europe, Australia, the United States, Israel, Japan
and Brazil. Documented barriers outnumbered facilitators; this asymmetry is interpreted
partly as a feature of the searched literature rather than an established property of the field.
Higher-confidence findings concerned the exclusion of people with ID from decisions about
their own care and the psychosocial burden on caregivers, whereas the fewer facilitators
— co-designed accessible information, clinician toolkits and integrated care models — were
supported with lower confidence. Access is shaped by human, social and structural factors

alongside technical ones, with confidence graded throughout.

Keywords: intellectual disability; genetic evaluation; barriers and facilitators; access to health

care; qualitative evidence synthesis; epistemic justice.

1. Introduction

Intellectual disability (ID) is a neurodevelopmental condition, originating during the develop-

mental period, defined by significant limitations in intellectual functioning and in adaptive be-

1-3

haviour across conceptual, social and practical domains Given its frequently genetic aeti-

ology, a genetic evaluation is often indicated, integrating family history, physical examination



and genetic counselling with molecular diagnostics — chromosomal microarray, whole-exome
sequencing and whole-genome sequencing — to identify causal variants. International guidance
reflects this indication: the American College of Medical Genetics and Genomics issues a strong
recommendation for exome or genome sequencing as a first- or second-tier test in children with

congenital anomalies or intellectual disability*.

Despite the well-documented molecular yield of these technologies, the pathway from clinical
suspicion to a genetic diagnosis is frequently prolonged. Families often describe a multi-year
“diagnostic odyssey” across successive specialists before obtaining a genetic referral and a result’.
Crucially, while the analytic performance of genomic platforms is extensively reported, the
psychosocial and cultural mechanisms that determine whether families actually reach and engage

with genetic evaluation remain comparatively fragmented across the literature.

Access to health services can be understood as the fit between the characteristics of services and
the abilities of the people who seek them, spanning affordability, availability and accommodation,
acceptability, approachability and appropriateness®. Within this framing, barriers are conditions
that hinder, delay or prevent access’, whereas facilitators are environmental, social or personal
conditions that improve functioning and reduce the restrictions associated with disability®. For
people with ID specifically, these general access dynamics are compounded within the clinical
encounter by attitudinal and communicative barriers, including a priori assumptions of cognitive
incapacity that can exclude the individual from decisions about their own care — a pattern that

can be read as a form of epistemic injustice?.

Understanding how these barriers and facilitators operate is essential to ensuring equitable ge-
netic services for the ID population. Prior systematic reviews have addressed adjacent questions
— factors acting as barriers to referral to genetic services'?, the opinions and experiences of
people with ID regarding genetic testing and genetic medicine!!, and barriers and facilitators
to cervical screening among people with ID'?> — but, to our knowledge, none has integrated
the structural, sociocultural and psychosocial factors specifically along the genetic-evaluation
pathway in ID, across a multi-informant evidence base, and none has foregrounded a Latin-
American equity perspective. Accordingly, the objective of this review is to synthesise qual-
itative, mixed-methods and quantitative empirical evidence on the psychosocial and cultural
barriers and facilitators influencing access to and engagement with the genetic-evaluation path-
way among individuals with ID, their families and caregivers. Structured with the SPIDER
framework!?, the review question asks: what are the psychosocial and cultural barriers and
facilitators influencing access to and engagement with the genetic-evaluation pathway among
individuals with intellectual disability — including associated neurodevelopmental or syndromic
aetiologies — and their families or caregivers, according to empirical evidence published between
2020 and 20267



2. Methods

2.1 Protocol and registration

This review is reported in accordance with the PRISMA 2020 statement'?; the search is reported
following PRISMA-S and the qualitative synthesis following ENTREQ!. During conduct, the
scope was amended from an initial Latin-American focus to a global scope owing to a scarcity
of eligible regional studies; this deviation is declared here. The review was not registered in a

prospective systematic-review registry.

2.2 Eligibility criteria and framework

Eligibility was defined a priori using the SPIDER framework!'®. Sample: individuals with a
primary or associated diagnosis of ID (or developmental disability) and their family members
and caregivers. Phenomenon of Interest: psychosocial and cultural barriers and facilitators
influencing access to, referral for, or uptake of genetic evaluation. Design and Research type:
primary empirical studies using qualitative, quantitative or mixed-methods designs. FEvaluation:
subjective experiences, attitudes, perceptions, stigma, beliefs and socioeconomic constraints.

Peer-reviewed journal articles published between January 2020 and March 2026 were eligible.

Exclusion criteria were: single-case designs without formal qualitative analysis; secondary lit-
erature (narrative and systematic reviews, meta-analyses); study protocols; editorials and ex-
pert opinion; and conference abstracts. The restriction to English-language publications was
adopted for feasibility and is acknowledged as a limitation and a likely source of regional under-
representation. Grey literature was excluded as a pragmatic decision; we note that this may

introduce publication bias, since theses and reports can contain rich qualitative material.

2.3 Information sources and search strategy

A systematic search was executed in PubMed and Scopus on 13 March 2026. Search strings
combined controlled vocabulary (MeSH in PubMed) with free-text keywords, using Boolean
operators and truncation to capture linguistic variants. The exact strings as executed, with
field tags (TITLE-ABS-KEY in Scopus) and the number of records retrieved per database, are

reported in Supplementary Material so that the search is reproducible.

2.4 Study selection

Retrieved records were compiled in a shared repository, and 111 duplicate records identified
across the two databases (by DOI) were removed. Titles and abstracts were screened against
the eligibility criteria: the screening workload was distributed between the reviewers, and all
excluded and uncertain records were cross-checked by the alternate reviewer, with disagreements
resolved through discussion. Full texts of potentially eligible records were then assessed. The

selection process and the number of records at each stage are summarised in the PRISMA 2020



flow diagram (Figure 1).

2.5 Data extraction

A standardised data-extraction matrix was developed and piloted. Extracted variables covered
bibliographic metadata (authors, year, country of origin), methodological characteristics (design
and data-collection instruments), sample details (size and participant roles) and thematic content
(barriers, facilitators and principal conclusions). Study characteristics are presented in Table 1,

and the full extraction matrix in Supplementary Table S1.

2.6 Quality appraisal

Methodological quality was appraised using the Mixed Methods Appraisal Tool version 2018
(MMAT)'6 applying the item set corresponding to each study’s design category, independently
in duplicate, with disagreements resolved by discussion. Consistent with MMAT guidance,
studies were not excluded on the basis of appraisal; instead, quality informed the assessment of

confidence and a sensitivity consideration.

2.7 Data synthesis

7. conducted in three stages: line-by-line cod-

Findings were synthesised using thematic synthesis!
ing of the findings reported in the included studies; organisation of codes into descriptive themes;
and development of analytical themes. The three analytical domains reported below — struc-
tural /systemic, sociocultural and psychosocial — were derived through this process rather than
imposed a priori. Confidence in each review finding was assessed using the GRADE-CERQual
approach!® across its four components: methodological limitations, coherence, adequacy and

relevance of the supporting data.

2.8 Ethics

FEthical approval was not required, as this review synthesised previously published studies and

did not involve the collection of new data from human participants.

2.9 Use of Al-assisted tools

Al-assisted tools were used during the preparation of this manuscript; in accordance with the
journal’s policy this use is documented here. No Al tool met authorship criteria or is listed as
an author, and the authors verified all references and factual claims against the primary sources

and take full responsibility for the content.



3. Results

3.1 Included studies

The database search yielded 1,352 records (Scopus, 1,074; PubMed, 278); after removing 111
duplicates, 1,241 records were screened, and full-text assessment identified 20 studies meeting
the eligibility criteria (one clinical case report and one study protocol were excluded per criteria;
characteristics of the excluded studies are provided in Supplementary Material). Of these, four-
teen qualitative and mixed-methods studies were included in the qualitative synthesis,

1924 were retained as contextual evi-

while six quantitative studies of access and uptake
dence and are not synthesised here. The included studies were conducted across Australia, the
United States, several European settings (including the United Kingdom and multinational Fu-
ropean Reference Network structures), Israel, Japan and Brazil; publication dates ranged from
2020 to 2026. The study-selection process is summarised in the PRISMA 2020 flow diagram
(Figure 1), and study characteristics in Table 1; confidence in each review finding is reported in

Table 2 (GRADE-CERQual).

The included studies were methodologically diverse. Most used qualitative designs — semi-

structured individual interviews, dyadic interviews and focus groups?> 28

29-31

— complemented by

three mixed-methods studies Six quantitative survey and administrative-cohort studies

of testing decisions and uptake'® 24

were retained as contextual evidence rather than synthe-
sised. Participants reflected a multi-informant architecture: people with ID themselves, moth-
ers, fathers and other family caregivers, clinicians and clinical geneticists, and secondary-school

teachers. Full characteristics are reported in Table 1.

Findings were organised into two overarching categories — barriers and facilitators — each
structured across three domains: structural/systemic, sociocultural and psychosocial. Many
studies contributed to more than one domain; the number of studies supporting each finding,
and the corresponding confidence in it, are reported in Table 2 (GRADE-CERQual).

3.2 Barriers
3.2.1 Structural and systemic barriers

Structural and systemic factors were the most frequently described domain in the qualitative

corpus, and are further corroborated by contextual quantitative evidence of unequal test uptake.

Cost and insurance authorisation. Studies described the cost of testing and third-party authori-
sation as central obstacles. Simon et al.” documented administrative delays in which insurance
pre-authorisation postponed testing — in some accounts for over three years — alongside clin-
ical waitlists and limited initial provider validation (review finding B1; moderate confidence,
Table 2). This qualitative account is corroborated by contextual quantitative evidence: two
administrative-cohort studies reported lower rates of microarray or exome testing for children

1

with ID alone than for children with co-occurring autism within a public insurance system?! and

variation in chromosomal-microarray use by socioeconomic and ethnic group??, and a national



clinician survey linked the decision to test to families’ anticipated out-of-pocket burden??.

Workforce readiness and specialist access. In the qualitative corpus, provider unreadiness sur-
faced in families’ accounts of referral delay and limited provider validation®. As contextual
quantitative evidence, two national surveys of clinicians found that decisions to order genomic
testing were associated primarily with the presence of overt dysmorphic features rather than

with standardised criterial?20.

Fragmented pathways and educational exclusion. After diagnosis, families described disconti-
nuities in care: Copeland et al.?? reported a disconnect between receiving a molecular result
and accessing practical, localised follow-up, and Kleinendorst et al.?” documented the absence
of definitive prognostic answers for susceptibility copy-number variants of variable expression
(review finding B2; moderate confidence). Within the education system, teachers reported will-
ingness to build genomic literacy in neurodivergent students but a lack of training and adapted
resources®?; and young people with ID reported that professionals often disregarded their input

and did not communicate in accessible ways>3.

3.2.2 Sociocultural barriers

Six studies described sociocultural barriers, operating through stigma, assumptions of incompe-

tence and culturally shaped meanings of disability.

Stigma and the reconfiguration of family identity. Receiving a molecular diagnosis was associated
with a reconstruction of family identity and, at times, with social stigma. Fitzgerald et al.6
described how a rare genetic diagnosis reshaped parents’ sense of lineage and belonging, and how
over-technical or unvalidated disclosure during feedback sessions was associated with parental

alienation. In families of children with co-occurring autism and ID, Klitzman et al.?8

reported
internalised parental blame, perceived social stigma and behavioural over-attribution following

a molecular diagnosis (review finding B5; moderate confidence).

Assumptions of cognitive incompetence and paternalism. Several studies described an a priori
assumption of incapacity that marginalised the person with ID within the clinical encounter.
Strnadové et al.?® characterised genetic-healthcare communication as over-medicalised and as
marginalising patient autonomy. From the direct perspective of young people with ID, Hansen

et al.?3

reported that professionals frequently disregarded their input and did not use accessible,
age-appropriate communication, despite participants’ stated desire for autonomy and genomic
literacy. In secondary education, Jackaman et al.3? linked teachers’ constrained engagement
with these topics to a lack of training and to low institutional expectations. This exclusion of
people with ID from decisions about their own care was the most consistently supported barrier

across the corpus (review finding B4; high confidence, Table 2).

Culturally shaped meanings of disability. One Brazilian study®* described how religious and
spiritual frameworks shaped caregivers’ engagement: the same framing that provided emotional
support (see 3.3.2) could, in some accounts, sustain a resignation that deferred proactive clinical

follow-up. As this theme rests on a single study, it is of very low confidence and is advanced as



a hypothesis rather than a generalisable finding (review finding B7).

3.2.3 Psychosocial barriers

Seven qualitative studies described psychosocial barriers centred on caregiver distress, guilt and

prognostic uncertainty.

Distress, anziety and grief. Across studies, caregivers described grief and sustained distress.

Fitzgerald et al.?6

reported grief and a reorientation of parental expectations following diagnosis.
Luermans et al.3> described fathers’ initial emotional isolation followed by a pronounced need
for structured informational support and future planning. Kleinendorst et al.?” linked chronic
parental distress to the variable phenotypic expression of susceptibility copy-number variants and
to the absence of definitive prognostic information, and Klein Haneveld et al.?¢ noted parental
uncertainty regarding long-term developmental outcomes. Caregiver distress was among the

most strongly supported findings (review finding B6; high confidence).

Guilt and biological responsibility. Klitzman et al.?® reported internalised parental blame follow-
ing a genetic diagnosis. In the context of positive newborn screening, Corbo et al.?” described
acute maternal distress and existential confusion driven primarily by the clinical ambiguity of
premutation status, which could persist even when the identified variant might never become

clinically significant (review finding B3; moderate confidence).

3.3 Facilitators

Fewer facilitators than barriers were identified, and those identified were supported with lower
confidence (Table 2). This imbalance is interpreted, in part, as a property of the searched

literature rather than as an established feature of the field, and is revisited in the Limitations.

3.3.1 Structural and systemic facilitators

Diagnostic resolution and integrated care. Reaching a molecular diagnosis was associated with
clinical direction and with informing parental reproductive planning, although a gap to practical
follow-up persisted?” (review finding F5; low confidence). As contextual quantitative evidence,
a single-centre cohort reported that an integrated, collaborative psychiatric-genetics care model

was associated with shorter time-to-evaluation and fewer missed appointments®3.

Co-designed accessible information and clinician tools. Co-produced, accessible information
designs (Easy Read format) were described as a promising facilitator (review finding F1; low

confidence). Strnadova et al.2

argued for accessible, co-produced information as a corrective
to over-medicalised communication, and Kotwal et al.? developed and evaluated an Easy Read
pre-clinic booklet; notably, this evaluation was conducted with clinical geneticists and genetic
counsellors rather than with patients, so no reduction in patient anxiety or improvement in
patient comprehension is claimed (see Future directions). At the workforce level, Strnadova

et al.3! reported that deployment of the co-produced GeneEQUAL toolkit was associated with



higher clinician self-rated capability, motivation and communication confidence: 96% of surveyed
clinicians reported that the toolkit would improve the quality of their practice and 95% that it
was effective (review finding F2; very low confidence, single study). Teachers, when provided

with structured resources, were described as willing facilitators of early genomic literacy32.

3.3.2 Sociocultural facilitators

One Brazilian study®* described religious and spiritual coping as a resilience resource: primary
maternal caregivers drew on faith and spiritual practices to buffer distress and to sustain long-
term engagement with outpatient genetic services (review finding F4; very low confidence).
Because this is the same study that supports the “religious resignation” barrier (3.2.2), the
resignation-resilience tension is presented as a tentative, single-study observation, with the risk

of double-counting declared explicitly.

3.3.3 Psychosocial facilitators

Two qualitative studies described how clear information and supportive dialogue were associated
with reduced caregiver distress (review finding F3; low confidence). Corbo et al.>” reported
that resolving clinical uncertainty through dialogue with a genetic counsellor was associated
with reassurance following the acute distress of a positive screen, and Fitzgerald et al.?% linked
validated, sensitive disclosure to more adaptive parental adjustment. Luermans et al.?? similarly
emphasised structured informational support. These studies describe the experience of caregivers

rather than measured patient anxiety.

4. Discussion

This review synthesised empirical evidence on the psychosocial and cultural factors shaping
access to and engagement with the genetic-evaluation pathway in intellectual disability (ID).
Its principal finding is that this pathway is shaped by structural, sociocultural and psychosocial
factors alongside technical ones: the prolonged “diagnostic odyssey” reported by families is not
reducible to laboratory constraints or platform yields, but is co-produced by the organisation of

services, the meanings attached to disability, and the emotional labour of caregiving?®?26:34,

The barrier—facilitator asymmetry is, in part, an artefact of the evidence base.
Documented barriers outnumbered facilitators across the corpus. Rather than treating this as
a property of the field, we interpret it cautiously as a feature of the searched literature: the
search combined more barrier-oriented than facilitator-oriented terms, was restricted to two
databases and to English, and the published literature tends to document deficits more readily
than enablers. We therefore reframe the asymmetry as a limitation and a research priority rather

than as a substantive conclusion.

Positioning relative to existing reviews. Contrary to a claim of complete novelty, several

relevant syntheses precede this work: a systematic review of factors acting as barriers to referral



10. 3 systematic review of the opinions and experiences of people with ID

1

to genetic services
regarding genetic testing and genetic medicine!!; and a systematic review and meta-analysis of
barriers and facilitators to cervical screening in people with ID'2. Our contribution is therefore
delimited rather than absolute: we integrate structural, sociocultural and psychosocial factors
specifically along the genetic-evaluation pathway in ID, across a multi-informant evidence base,

and we foreground a Latin-American equity perspective that prior reviews did not address.

Exclusion from decision-making as epistemic injustice. A recurrent theme was the
marginalisation of people with ID from decisions about their own genetic care: disregarded
input, inaccessible communication, and a priori assumptions of incapacity?>3233. This pattern
can be read through the lens of testimonial injustice?, in which a knower is granted diminished
credibility on the basis of identity-based prejudice. Naming this mechanism reframes accessible,
co-designed communication not as a courtesy but as a corrective to an epistemic harm — and
locates the problem in professional and institutional practice rather than in the cognition of the

person with ID.

A health-access framework for the findings. The results map coherently onto the five di-

mensions of patient-centred access described by Levesque et al.%: affordability (out-of-pocket cost

and insurance authorisation®2?)

19,20,29

, availability and accommodation (specialist workforce and refer-

25,28,33)
)

ral pathways , acceptability (paternalism, stigma and assumptions of incapacity

approachability (accessible information and outreach33!) and appropriateness (continuity and

post-diagnostic follow-up?7-29).

A tentative cultural tension worth further study. A single Brazilian study®* suggested
that religious and spiritual frameworks can operate simultaneously as a resilience resource and
as a source of resignation that defers proactive care. This duality is, to our knowledge, under-
examined in the genetic-evaluation context and is analytically valuable; however, it rests on one
study in one setting and requires replication before it can be generalised, particularly across

Latin American contexts where extended family interdependence and religiosity are salient.

Actionable levers, advanced with graded confidence. Co-designed accessible information?3C,

clinician-capability toolkits (GeneEQUAL)3!, integrated care models?? and educator professional

32 emerged as promising levers. Their evidential base is uneven — several are sin-

developmen
gle studies, and some were evaluated only with professionals rather than with patients — so
we advance them as hypotheses for evaluation rather than as established interventions, with

confidence rated accordingly (GRADE-CERQual).

The socioeconomic gradient. The administrative-cohort disparities in uptake?!??

are con-
sistent with genetic-evaluation access operating partly along socioeconomic and ethnic lines.
We present this as an argued interpretation rather than as proof, and note that it derives from
two specific health-system contexts (US Medicaid; the Israeli public system), which constrains

generalisation.



5. Limitations

Several limitations qualify these findings. First, the search was restricted to two databases and to
English-language publications; this is both a source of bias and the most plausible explanation for
the barrier—facilitator asymmetry, and it partly manufactures the very Latin-American scarcity
the review then reports, since excluding Spanish- and Portuguese-language literature under-
captures regional evidence. Second, the corpus was methodologically heterogeneous: qualitative
and mixed-methods studies formed the synthesis, whereas quantitative studies of access and
uptake were treated as contextual evidence rather than synthesised. Third, several themes
rest on single studies, limiting transferability. Fourth, several facilitator findings derive from
one research programme (GeneEQUAL, UNSW), raising the possibility of participant overlap
and warranting cautious interpretation. Fifth, the review was not prospectively registered,
and the intermediate screening counts were reconstructed from the search logs and the per-
database records. Finally, consistent with the GRADE-CERQual assessment, confidence in
several findings — particularly single-study findings — is low to very low, and the conclusions

are qualified accordingly.

6. Future directions

Priorities for future work follow directly from these limitations. First, primary empirical studies
in Latin America — incorporating Spanish- and Portuguese-language literature and databases
(e.g., LILACS, SciELO) — are needed to test whether the barriers described in high-income
settings generalise, and to examine how macrostructural constraints intersect with regional so-
ciocultural factors. Second, research should isolate ID from broad neurodevelopmental-disorder
samples to chart its specific trajectories. Third, co-designed communication tools (Easy Read
materials, clinician toolkits) should be evaluated with patient-level outcomes rather than only
with professional endorsement. Fourth, the religious-coping duality warrants cross-cultural repli-
cation. Fifth, facilitator-focused and co-produced research is needed to correct the documentary

imbalance identified here.

7. Conclusion

The pathway to genetic evaluation in intellectual disability is shaped by human, social and
structural factors alongside technical ones. The current evidence is dominated by barriers —
spanning cost and authorisation, workforce readiness, fragmented pathways, stigma, assumptions
of incapacity, and caregiver distress — although whether facilitators are genuinely scarcer or
merely under-studied remains an open question that this review cannot resolve. Co-designed
communication, integrated care pathways and inclusive education emerge as actionable, if still
tentatively evidenced, levers, and the systematic exclusion of people with ID from decisions
about their own genetic care invites an epistemic-justice response rooted in professional and

institutional change. Closing the Latin-American evidence gap is a priority that the present

10



review can name but not yet fill.

Data Availability Statement

All data supporting the findings are included in the article and its Supplementary Material

(Supplementary Table S1).

Code availability. Not applicable; no custom code was used in the synthesis.
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Figures

Figure 1. PRISMA 2020 flow diagram of study selection

4
] Records identified in databases (n = 1,352) B
E Duplicate records removed
Scopus (n = 1,074) - PubMed (n = 278; (n=111)
E eesl ety ( ) [by DOI intersection]
=
2
w
2
v
Records excluded at
Rec(?]rcis lsczrsf)ned » title/abstract screening
- (n=1,135) *
v
o
= .
> Reports excluded with reasons
w Full-text reports assessed (n = 86) *:
'&4 for eligibility > clinical/molecular focus;
v} (n = 106) * out of scope; case report /
7] protocol; reviews - duplicates
v
Studies included in the
qualitative synthesis (QES)
(n=14)
a v
w
[=]
3 Quantitative studies retained as
o contextual evidence (n = 6;
2 not synthesised — introduction and discussion)
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exports. Two full-text reports were excluded per criteria (one clinical case report, one study protocol). Reported per PRISMA 2020 (Page et al., BMJ 2021;372:n71).

Figure 1. PRISMA 2020 flow diagram of study selection. Intermediate screening counts (/) were
reconstructed from the search logs and per-database records; the 111 duplicates were computed by DOI
intersection between the raw exports.
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Figure 2. Thematic map of barriers and facilitators to the genetic-evaluation pathway in intellectual disability
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Fewer facilitators than barriers were identified; the asymmetry is interpreted, in part, as a feature of the searched literature (see Limitations)

Figure 2. Thematic map of barriers and facilitators across the structural/systemic, sociocultural and
psychosocial domains, mapped to the access dimensions of Levesque et al. (2013).

Figure 3. Evidence and confidence map of review findings (GRADE-CERQual)
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Figure 3. Evidence and confidence map of the review findings, showing the number of contributing
studies (bar length), the GRADE-CERQual confidence (fill) and the domain (border line style).
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Tables

Table 1: Characteristics of the included studies (n=20: 14 synthesised, 6 contextual).

Study Country Design & data collec- Sample (N; partici- Role Domains (B barri-
tion pants) ers; F facilitators)
Klein Haneveld et  Europe Qualitative — focus groups N=21 patient advocates Synthesis B: Structural, Psy-
al. (2025) (inductive thematic analy- (ERN ITHACA), mostly chosocial; F: —
sis) parents
Strnadova et al. Europe/Australia Inclusive qualitative — N=61: 28 adults with ID,8  Synthesis B: Structural; F: Struc-
(2023) multimodal interviews -+  supporters, 25 stakeholders tural
validation groups
Luermans et al. Australia Qualitative — semi- N=11 fathers of children Synthesis B: Structural, Psy-
(2024) structured telephone  with fragile X chosocial; F: Struc-
interviews tural, Psychosocial
Copeland et al. England Mixed methods — DECI- N=118: 112 probands (au- Synthesis B: Structural, Psy-
(2021) PHER audit + interviews dit), 6 parents (interviews) chosocial; F: Structural
Kleinendorst et Europe Qualitative — 3 focus N=23 relatives of 16 fami- Synthesis B: Structural, Psy-
al. (2020) groups + questionnaire lies chosocial; F: Structural
Fitzgerald et al. Europe Qualitative — individ- N=30 parents (24 mothers, Synthesis B: Sociocultural, Psy-
(2021) ual/dyadic interviews 6 fathers) chosocial; F: Struc-
(constructivist) tural, Psychosocial
Simon et al. USA Descriptive qualitative — N=37 families/caregivers Synthesis B: Structural; F: —
(2022) ’diagnostic journey’ inter- of people with genetically
views defined NDD
Jackaman et al. Australia Qualitative — 11 interviews N=15 secondary-school  Synthesis B: Sociocultural, Struc-
(2025) + 1 focus group teachers tural; F: Structural
Klitzman et al. TUSA Qualitative — semi- N=28 parents (15 mothers, Synthesis B: Sociocultural, Psy-

(2025)

structured interviews

13 fathers) of children with
autism + ID

chosocial; F: —



81

Study Country Design & data collec- Sample (N; partici- Role Domains (B barri-

tion pants) ers; F facilitators)
Hansen et al. Australia Inclusive qualitative ~— N=14 students/young peo-  Synthesis B: Sociocultural, Struc-
(2026) Easy Read interviews ple with ID (12-28 y) tural; F: —
Kotwal et al. Australia Mixed-methods feasibility N=69: 3 co-design (2 with  Synthesis B: —; F: Structural
(2020) pilot (co-design + RED- ID), 66 professionals

Cap)
Strnadova et al. Australia Mixed-methods evaluation N=115: 78 clinicians, 21  Synthesis B: —; F: Structural
(2025) — COM-B, interviews, fo- interviews, 15 with ID + 1

cus group supporter
Araijo Rodrigues Brazil Clinical-descriptive qualita- N=15 mothers/caregivers Synthesis B: Sociocultural; F: So-
et al. (2024) tive — home interviews (>6 months adherence) ciocultural
Corbo et al. USA Qualitative — semi- N=24 mothers after new- Synthesis B: Psychosocial; F:
(2024) structured interviews born screening (6 fragile X, Psychosocial

18 premutation)

Okazaki et al. Japan National cross-sectional ~N=326: 78 clinical geneti- Context B: Structural; F: —
(2025a) survey (online question- cists, 248 non-geneticist

naire) paediatricians
Okazaki et al. Japan National cross-sectional ~N=266 neuropaediatri-  Context B: Structural; F: —
(2025b) survey cians (41 also geneticists)
Brown et al. USA Retrospective cohort — N=241,060 (ID, ASD, Context B: Sociocultural, Psy-
(2025) Medicaid claims 2008-2016 ~ ASD-ID, controls) chosocial; F: Structural
May et al. (2025) Israel Retrospective  population N=25403 patients with Context B: Structural; F: —

cohort (EHR) NDD (public network)
Shillington et al. USA Retrospective cohort — N=135: 34 pre, 101 post Context B: Structural; F: —
(2022) EHR review collaborative model
Pode-Shakked et Israel Retrospective single-centre N=280 undiagnosed  Context B: Structural; F: —

al. (2021)

cohort — clinical exome

probands (funded path-
way)
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Country

Design & data collec-
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pants)
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Table 2: Summary of qualitative findings and GRADE-CERQual confidence assessment.

Finding Review finding Contributing Methodological Coherence Adequacy Relevance CERQual
studies (n) limitations confi-
dence
B1 The genetic-evaluation path- Simon, Copeland, Minor Coherent Moderate High Moderate
way is experienced as admin-  Klein Haneveld (3)
istratively obstructed and
prolonged (waits, insurance
pre-authorisation)
B2 Disconnect  between the Copeland, Minor to mod- Coherent Moderate High Moderate
molecular result and practi- Kleinendorst, erate
cal care/follow-up Klein Haneveld (3)
B3 Prognostic ambiguity (vari- Kleinendorst, Minor Coherent Moderate High Moderate
ants of variable expression) Corbo, Klein
sustains distress Haneveld (3)
B4 People with ID are excluded Strnadova 2023, Minor Coherent Rich (direct High High
from decisions about their Hansen, Jackaman voice)
own care and addressed in in-  (3)
accessible ways (paternalism,
presumption of incapacity)
B5 A molecular diagnosis recon-  Fitzgerald, Klitz- Minor Coherent Moderate High Moderate
figures family identity and man (2)
can bring stigma
B6 Grief, anxiety and caregiver Fitzgerald, Luer- Minor Coherent Rich High High
guilt following diagnosis mans, Klitzman,
Corbo,  Kleinen-
dorst (5)
B7 Religious/cultural  framing Aratjo Rodrigues Minor n/a (single Limited High (re- Very low
may sustain a resignation (1) study) gional)

that defers proactive care



1¢

Finding Review finding Contributing Methodological Coherence Adequacy Relevance CERQual
studies (n) limitations confi-
dence
F1 Co-designed accessible infor- Strnadova 2023, Moderate Coherent Moderate Partial Low
mation (Easy Read) is valued ~Kotwal, Strnadova (evaluated with (patient
as improving communication 2025 (3) professionals, outcome
not patients) absent)
F2 Clinician-capability toolkits Strnadova 2025 (1) Moderate (self~ n/a (single Limited Partial Very low
improve self-perceived inclu- report) study)
sive practice
F3 Counselling dialogue and Corbo, Fitzgerald Minor Coherent Moderate High Low
clear information reduce (2)
caregiver distress
F4 Religious/spiritual ~ coping Aratijo Rodrigues Minor n/a (single Limited High (re- Very low
functions as a resilience (1) study) gional)
resource
F5 Early diagnostic resolution Copeland (+ con- Moderate Coherent Limited High Low

and integrated care models

facilitate navigation

text:  Shillington)
(1-2)
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