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Genomics Workshop

Dr Amy McTague, Consultant Paediatric Neurologist

Dr Alasdair Parker, Consultant Paediatric Neurologist

Dr Bina Mukhtyar, Consultant Paediatrician



What is our experience ?

• Is it easily accessible?

• Is it labour light or intensive?

• Who is doing what?

• Yield



Why do it?

• Single gene testing being phased out 

e.g. In EoE to sequence SCN1a urgently - done via trio WGS

Yield in probable genomic cases 

– Up to 50% of trio WGS in <1yr identifies a disease causing     
variant

- 16% yield in Doose onset 2-5 yrs

- <2% yield in JME 



Advantages of timely genetic diagnosis
SCN1A- sodium channel blockers 

SCN2A- sodium channel blockers

Genetic counselling

Avoid unnecessary tests

Identify developmental/
cognitive vulnerability

Avoid ASMs that can 
exacerbate the condition 

Select appropriate treatment

Precision medicine

UCL GREAT ORMOND STREET INSTITUTE OF CHILD HEALTH



NICE- Epilepsies in CYP and adults (NG217)-2022



WGS test arranging as a DGH Paediatrician on EoE



Remote/Virtual video discussion

• Discussion on purpose of testing and possible implications of results

• Record of Discussion form https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-

discussion-form.pdf

➢ Share Teams screen to go through above form and obtain consent

➢Complete 3xRoD forms- One for child and one for each parent

• GMS test order form https://www.england.nhs.uk/wp-content/uploads/2021/09/gms-test-order-form-rare-disease-v1.4-FINAL.pdf 

➢ Advise parents to book an appointment with hospital phlebotomist or GP surgery and  arrange for blood 
samples to be taken, sent to Cambridge genetics lab together with the 3x GMS test order forms

• After clinic:
a) Send completed RoD forms via email to: emee.glh@nhs.net 

b) Template clinic letter to GP and copy parents/other professionals https://nnuhnorwich-
my.sharepoint.com/personal/bina_mukhtyar_nnuh_nhs_uk/Documents/Template%20clinic%20letter%20for%20WGS%20consenting.docx

https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
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https://www.england.nhs.uk/wp-content/uploads/2021/09/gms-test-order-form-rare-disease-v1.4-FINAL.pdf
mailto:emee.glh@nhs.net
https://nnuhnorwich-my.sharepoint.com/personal/bina_mukhtyar_nnuh_nhs_uk/Documents/Template clinic letter for WGS consenting.docx
https://nnuhnorwich-my.sharepoint.com/personal/bina_mukhtyar_nnuh_nhs_uk/Documents/Template clinic letter for WGS consenting.docx


Tertiary role

• Liaison with secondary team prior to initiating testing

• Ensuring adequate training locally so that all consent is informed

• Close working with regional GLH to optimize pathway

• Review of all cases where trio WGS is warranted – but when?

• Liaison for all cases, negative or positive with clinical genetics



NOVELTY/USPs:
• Prospective
• Large
• Multi-centre
• WGS rather than panel
• Deep phenotyping
• Developmental assessments



▪ Diagnostic Yield: 43% after initial rapid analysis
▪ Genetic Landscape: 34 genes/genomic regions 

implicated
▪ Genetic diagnosis missed by standard of care 

testing in 15 cases
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Total (n = 43) 42 (98%) 24 (56%) 28 (65%) 8 (19%) 37 (86%) 2 (5%) 12 (28%) 21 (49%)

Infants with diagnostic results: ALMOST ALL with short-term clinical utility

• All families received genetic counselling with return of results
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