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\/ To identify the cause of rare genetic
diseases, provide a clinical diagnosis
and, in time, new or more effective
treatments.

\/ To accelerate the uptake of genomic
medicine in the NHS.

\/ 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.

|

http://www.genomicsengland.co.uk

genomicsrd@uhs.nhs.uk

Genomics m

Wessex
NHS Genomic Medicine Centre

A Dermatologist’s guide to the

100,000
Genomes
Project

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

Adult patients only, (but with onset from early childhood),
severe persistent eczema, asthma, IgE levels >5000,
sensitized to a wide variety of aero-allergens and food
allergens as measured by ImmunoCAP tests.

Presence of primary, sterile, macroscopically visible
epidermal pustules on non-acral skin, more than one episode
of pustulation. (Exclusion: pustulation restricted to psoriatic
plaques).

Abnormality of at least two of: nails, teeth, hair, sweating.

Patients with a history of generalized red, peeling skin at birth
with autosomal recessive inheritance pattern. (Exclusion:
ichthyosis vulgaris, STS related ichthyosis, keratinopathic
ichthyosis or acquired ichthyosis)

Diffuse palmoplantar keratoderma
Focal keratoderma

Pachyonychia congenita

Punctate keratoderma

Striate keratoderma +/- woolly hair
Keratoderma with deafness

Erythrokeratoderma

Clinical diagnosis of DSAP with at least 2 affected family
members. Exclusion: mibelli, palmoplantar, punctate or
sweat duct naevus related DSAP

Three affected family members need to be available for
recruitment.

Must have generalised (not patchy) scalp hypotrichosis from
6 months of age or younger.

Clinical diagnosis of EB with unknown cause. (Exclusion:
acquired causes or recognized non EB genetic causes such
as porphyria)

Generalised peeling skin or acral peeling skin +/- additional
features

Episodic photosensitivity without known cause with onset
>60 minutes after sun exposure and a raised red cell free
protoporphyrin concentration.

Photosensitivity, papulovesicular eruption, typical
varioliform scarring, elevated EBV viral load, positive
phototest response to UVA.

Clinical diagnosis of Gorlin or Cowden syndrome

diagnosis of colorectal cancer <60 yrs AND >1 sebaceous
adenoma, sebaceous carcinoma or epithelioma

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.








