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All Ophthalmologists should do
genetic testing
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* Who do you test?
* Which gene panel?
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CAUTION

Think about logistics carefully - (make friends
with clinical genetics colleagues)
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What about in my clinics?
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How will you deal with uncertainty?
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What about multiple causes?

RETINAL DYSTROPHY MUTATION ANALYSIS REPORT

HAME: ADDRESS: N—
DATE OF BIRTH:

SEX
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How to deal with expected findings

GE NDMIC LABDRATO RY REPORT

Pahenl Name

Your ref

Family No

Laboratory, BWC NHS Foundation Trust, girmingham.

Reason for testing

Diagn ta investigate the cause o retina \ phy. Fu i 1+
23/01/2024, ) : f

England Clinical Interpret > ership (G d a candi p

| Result summary
Possible genetic diagnosis of autosomal recessive CLN3-related neuronal ceroid

| lipofuscinosis; additional evidence required to confirm or refute this (see below)
Result

|3 deletion and a CILN3 missense variant of uncertain clinical

Implications of result
Biallelic pathogenic CLN3 variants cause autosomal recessive neuronal cergid lipofuscinosis type 3 (MIM2042
rologic manifestations'!. As a diagnosis is not yet confirmed,
cal decision making.

vl

Ag | A genetic cause of this individual’s clinical presentation has not been identified

Result

This analysis® did not identify any underlying 1etic cause of his clinical presentation. This result does not exc
genetic diagn in this individual due to the limitations of the analysis
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Only do genomic testing

with clinical genetics
support
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...it’s only going to get harder!

Complex [ i Pre-marital

Disease b;l Genetic
Genetic ¢ == &= Screening

‘Risk’
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Only do genomic testing

with clinical genetics
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