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RARE DISEASE IN UK PRIMARY
CARE: WHY “MORE EDUCATION”
ISN’T ENOUGH

A research-backed review of what it really takes to reduce diagnostic delays for
rare immune and genetic conditions in UK general practice.



Key figures from recent UK evidence on rare disease in primary care [6,17,18]

Primary care’s role in early recognition

Primary care is central to earlier diagnosis of rare immune
and  genetic  diseases  through  longitudinal  contact,  first-
contact access, and care coordination.1–3 When GPs are
actively involved, the evidence consistently shows shorter
diagnostic delays, smoother care transitions, fewer emer‐
gency admissions, and better quality of life for patients.1–4

Digital case-finding tools such as MendelScan can be em‐
bedded directly into UK primary care electronic health re‐
cords (EHRs) to flag patients who may have a rare dis‐
ease. In a UK pilot study involving 68,705 patients, 227

were flagged by the tool; after clinical review, nine were
judged to represent a reasonable possible diagnosis and
were investigated further.6 A qualitative evaluation in UK
general  practices found that  GPs saw this  approach as
feasible and potentially  valuable for  reducing inequity in
diagnosis, though time, data-sharing concerns and work‐
load were identified as barriers to wider rollout.5–7 Similar
artificial intelligence (AI)-based approaches for primary im‐
munodeficiencies and other rare conditions show promise
for earlier detection in primary care.7,8

How education impacts recognition

Genetics  and  genomics  in  the  context  of  rare  disease
present a genuine challenge in primary care; surveys sug‐
gest that specialist resources such as Orphanet are un‐
derutilised and that GPs would welcome more support in

managing genomic queries.3,9–11 Targeted education does
improve knowledge and confidence; however, the picture
is more nuanced than simply ‘more training’.

Systematic reviews show that education alone is insuffi‐
cient; enablers such as clear referral pathways, decision-
support tools, protected time, and reimbursement are also
needed  to  translate  improved  knowledge  into  lasting
change in day-to-day primary care practice.1,2,10–13

F IGURE  1

Impact of targeted genetics education formats on primary care practice

Educational approach Observed impact Ref.

Focused primary immunodeficiency (PID)
education programmes

Correct answers increased from 58%→79%; better recognition of warning signs and
syndromic primary immunodeficiencies

[12,8]

Genetics/genomics continuing medical
education (CME) for GPs

Consistent gains in knowledge and confidence, but modest, patchy change in
practice

[10,11]

Just-in-time online resources Preferred source for genomic queries; EHR-linked tools viewed as optimal [9,10,13]
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What the evidence says about system-level change

The case for going beyond education is not just theoretic‐
al. A large UK survey of 760 adults with rare diseases and
446 carers found that only 12–14% had a care coordinat‐
or, just 32–33% were seen at a specialist centre, and only
10% of adult patients had a care plan in place; a mere 2–
5% had all three.17 These are not gaps in GP awareness
— they are gaps in the system itself.

The mental health burden tells a similarly stark story. A
UK survey of over 1,200 patients and 564 carers found
that more than 90% reported anxiety or low mood, and
36% of patients had experienced suicidal thoughts.18 The
authors found that limited access to psychological support
was a key driver, suggesting that better factual knowledge
alone will not resolve these outcomes.

●    KEY TAKEAWAY

Education improves knowledge — but without integrated digital tools, clear referral pathways, and structural support for GPs,
that knowledge rarely translates into faster diagnoses for patients with rare diseases.

What works best in the UK context

The strongest  evidence  points  to  a  combination  of  ap‐
proaches working together. Embedding digital rare-disease
case-finding tools  into  EHRs5–7 moves the system from
passively waiting for a classic presentation to proactively
identifying patients who may have been missed. Concise,
primary-care-focused genomic resources such as GeNotes
and the Rare Disease Education Hub13–15 give GPs ac‐
cess to the right information at the right moment.

Pathway templates tailored for rare genetic disorders —
including  those  for  neurofibromatosis  type  1  (NF1)  and
achondroplasia established by the NHS North East  and
Yorkshire  Genomic  Medicine  Service  — provide  primary
care with a defined and practical framework for coordinat‐
ing and managing transitions in patient care.13 Multi-modal
online  genomics  education,  specifically  tailored  to  GP
roles,9,11,16 demonstrates  optimal  effectiveness  when
structured around authentic clinical scenarios rather than
condition-by-condition factual recall.

Conclusion

Primary care is well placed to spot early red flags for rare diseases, and targeted education clearly improves knowledge and
confidence. But the research suggests that education alone is not enough. The lengthy process of diagnosis will only improve
when clinical expertise is supported by digital tools, defined referral pathways, coordinated care, and structures that enable
GPs to apply their knowledge. That is a system-level challenge, not just an educational one.

F IGURE  2

From symptom to diagnosis — where primary care intervenes in the rare disease pathway
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Disclaimer: This article is intended for informational and educational purposes only. It does not constitute medical advice, clinical guidance, or a
recommendation for any specific treatment, diagnostic approach, or course of action. The content is based on published research and is provided as a
general overview of the evidence landscape. Readers should not rely on this article as a substitute for professional medical advice, diagnosis, or treatment.
Always seek the guidance of a qualified healthcare professional with any questions you may have regarding a medical condition. The authors and
publishers accept no liability for decisions made on the basis of the information contained herein.
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