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Background
• Annual report by Chief Medical Officer Dame Sally Davies  

• Initial plans for the Genomic Medicine Service presented 2017

• Led by Chief Scientific Officer Professor Dame Sue Hill OBE

• Five central tenets: 

• National genomic lab service through a network of 7 hubs

• National Genomic Test Directory

• National whole genome sequencing provision 

• Clinical genomics services

• National co-ordinating body within NHS England, Genomics 
England

• Due for launch in October 2018!!



7 Genomic Laboratory Hubs (GLH)

Y&NE: Sheffield, Leeds 
[Central] (& Leeds HDMS) 
& Newcastle (& NewGene
& Newcastle 
Mitochondrial lab)

London S: King’s College, 
Guy’s and St Thomas’ and 
St George’s Hospitals
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Core and specialist services
• Every GLH responsible for “core” tests

• Each GLH bid for specialised services covering broad 
clinical specialities e.g. Haematology, Renal, 
Cardiology etc

• 2-4 GLHs awarded each specialised service depending 
on referral numbers

• Wilson Disease is within Gastrohepatology SS 
awarded to Y&NE & LS GLHs i.e. Sheffield and Kings 
College Hospital

• Sheffield will cover all of North & EMEE

• Kings will cover all of London & SW & WOW
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Specialist services
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National Test Directory 
• https://www.england.nhs.uk/publication/national-genomic-test-

directories/

• Also separate test directory for cancer 

• TAT currently 6 weeks for diagnostic WD; 2 weeks for familial testing

https://www.england.nhs.uk/publication/national-genomic-test-directories/


Eligibility criteria

• https://www.england.nhs.
uk/wp-
content/uploads/2018/08
/Rare-and-Inherited-
Disease-Eligibility-Criteria-
November-2020-21.pdf

https://www.england.nhs.uk/wp-content/uploads/2018/08/Rare-and-Inherited-Disease-Eligibility-Criteria-November-2020-21.pdf


PanelApp

https://panelapp.genomicsengland.co.uk/

https://panelapp.genomicsengland.co.uk/


PanelApp
• Search by gene or panel

• Includes all 100K genome project 
panels

• Filter by “Signed off” for GMS 
panels

• RAG rated



ATP7B is on 10 NHSE GMS panels (6 
Green, 2 Amber & 2 Red) in addition to 
R172 Wilson disease single gene service

Large panel TAT = 12 weeks

Haematology SS

Neurology SS

Neurology SS

Neurology SS

Neurology SS

Metabolic SS



• Click to read reviews

• Register & log in to add 
your own evidence e.g. 
new publication



Where we are now…

• 1st April 2020 start delayed due to Covid-19

• 96% of new tests ready 

• Awaiting finance sign off

• WD service is continuing as usual ☺

• Some new services operating, others 
waiting for finance

• Refer samples via your local genetics centre

• WGS to start soon



Where we are going…
• Nationally agreed report 

templates

• Increased collaboration 

• Increased research 
opportunities

• Please get in touch ☺

• Any questions?


