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\/ To identify the cause of rare genetic
diseases, provide a clinical diagnosis

and, in time, new or more effective genomicsrd@uhs.nhs.uk
treatments. 1 00 000
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Project

An Ophthalmologist’s guide to the

\/ To provide new scientific insights
and discovery.

\/ To stimulate and enhance the UK
genomics industry.

\/ To increase public knowledge and
support for genomic medicine by

delivering an ethical and transparent
program. We will sequence 100,000 genomes

from 70,000 people; NHS patients with a
rare disease and their families, or patients
with cancer.

We will create a new genomic medicine
service for the NHS, transforming the way
people are cared for. Patients maybe offered
a diagnosis when there wasn’t one before.
In time, there may also be the potential of
new and more effective treatments.
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HOW TO REFER:

Discuss with the family in clinic

Explain purpose of study and that blood
samples will be needed from affected
individuals and unaffected parent(s) or
other affected family members.

Data will be made available in anonymized
form to research/commercial bodies.

Patients who already have a molecular
genetic diagnosis are excluded from

this project because the aim is to make
diagnoses that have not been previously
possible.

Where the inclusion criteria include
‘familial’, two or more family members
should be affected, even if only one is
available for DNA testing.

If at UHS: Once verbal consent has been
obtained, refer via the Genomics tab on
equest. Please complete both Request
Details tab and Service Details tab with
patient and relatives’ full names and
DOBs unless it is a singleton case.

If outside of UHS, refer to local Research
Nurse Team.

If you have any concerns about the
case fulfilling the referral criteria, or
how to refer, please contact the rare
disease team, genomicsrd@uhs.nhs.uk

Corneal abnormalities; bilateral corneal signs
assessed by specialist in corneal dystrophies
(Exclusion: abnormality secondary to inflammatory
disease or trauma OR age-related corneal endothelial
failure OR keratoconus)

Developmental Glaucoma, childhood onset.
(Exclusion: features of adult onset glaucoma or
suspected acquired glaucoma)

Cataracts:
- Congenital or diagnosed in childhood OR
- Bilaterally affected individuals (not age related)

Inherited optic neuropathies; optic atrophy with
evidence of optic nerve dysfunction on examination
and evidence of primary retinal ganglion cell
dysfunction (Exclusion: acquired causes of optic
atrophy or due to inherited outer retinal disease).

Rod-cone dystrophy. (Exclusion: history of retinal
detachment or inflammatory process).

Childhood onset Rod Dysfunction syndrome, with
normal fundus appearance, (Exception, fundus may
appear abnormal in albipunctatus or Oguchi disease):

- Poor night vision from infancy OR

- Congenital stationary night blindness OR
- Oguchi disease OR

- Aland Island eye disease OR

- Fundus albipunctatus

Cone Dysfunction Syndrome. Presentation from
birth/infancy with severely reduced cone function
with no evidence of rod dysfunction:

- Complete or incomplete achromatopsia OR
- Blue cone monochromatism OR

- Oligocone trichromacy OR

- Bradyopsia OR

- Borholm eye disease

Inherited macular dystrophy. (Exclusion: features of
age-related macular degeneration, unilateral disease,
suggestion of retinotoxic or inflammatory aetiology).

Leber Congenital Amaurosis
Early onset severe retinal dystrophy

Developmental macular and foveal dystrophy:
- absence of fovea OR

- congenital absence of the macular, eg North
Carolina Macular dystrophy OR

- congenital foveal retinoschisis

(Exclusion: unilateral disease or evidence of an
inflammatory aetiology).

Familial bilateral exudative vitreoretinopathy PLUS
any of:

- peripheral retinal avascularity
- retinal detachment

- neovascularisation with or without vitreous
haemorrhage

Anophthalmia or microphthalmia, unilateral or bilateral

Failure of the optic fissure to close, unilateral or bilateral.

Infantile nystagmus (early onset and with normal
ophthalmological examination and normal VEP and ERG)

If condition appears dominantly inherited, recruit as many
affected family members as possible.

If the case is a singleton with no other affected family
members, consistent with autosomal recessive disease,
recruit affected proband and parents where possible.

If you have a patient with a likely inherited condition which
is not included in this leaflet, please get in touch as we may
be able to recruit them under an ‘ultra-rare monogenetic
disorders’ category.
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