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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
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A Neurologist’s guide to the

100,000
Genomes
Project

We will sequence 100,000 genomes
from 70,000 people; NHS patients with
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 may be offered
a diagnosis where 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

Cerebellar hypoplasia

Hereditary ataxia

Early (<31 years) onset or familial dystonia
Hereditary spastic paraplegia

Neurotransmitter disorders (patients with abnormal CSF
neurotransmitter profile indicating abnormal HVA, HIAA
or pterin profile or those with features of dopamine or

serotonin deficiency).

Structural basal ganglia disorders

Genetic epilepsies with febrile seizures plus
Familial genetic generalised or focal epilepsy
Epileptic encephalopathy (onset <2 years)

Syndromic epilepsy (epilepsy plus either intellectual disability,
autism, structural abnormality or unexplained cognitive decline)

Charcot-Marie-Tooth disease

Paediatric motor neuropathies including:
Brown-Vialetto-Van Laere syndrome
Spinal muscular atrophy Syndromes
Fazio-Londe Syndrome

Early onset (<45 years) and familial Parkinson’s disease
Complex Parkinsonism (including pallido-pyramidal syndromes)

Early onset dementia (<55 years) or older with positive family
history of same type of dementia

Amyotrophic lateral sclerosis or motor neuron disease

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.

For possible X-linked or mitochondrial diseases, discuss with rare
disease team re which patients to recruit. 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.

Classical tuberous sclerosis

Intellectual disability (moderate or more severe)
Holoprosencephaly

Rhomboencephalosynapsis

Malformations of cortical development

Fetal structural CNS abnormalities

Pontine tegmental cap dysplasia

Congenital muscular dystrophy

Congenital myopathy

Congenital myasthenia

Rhabdomyolysis and metabolic muscle disorders
Distal myopathies

Arthrogryposis

Limb girdle muscular dystrophy

Skeletal muscle channelopathies, eg episodic paralysis,
myotonia or weakness

Brain channelopathies eg presenting with episodic ataxia,
abnormal extra movements or weakness

Kleine-Levin Syndrome or other inherited sleep disorders

Moyamoya disease

Vein of Galen malformation (not aneuysmal dilatation)

Intracerebral calcification disorders

Ensure expert neuroradiology opinion and exclusion of
metabolic causes before recruitment
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