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What Test?

 National Genomic Test Directory 
 https://southeastgenomics.nhs.uk/glh/#national-test-directory

 Testing method 
 WGS / Non-WGS – paperwork is different

 Optimal Family Structure 
 Singleton / Trio (trio is preferred)

 Test Selector
 https://test-selection-private.genomics.nhs.uk/test-selection/

 PanelApp
 For when you are interested in specific genes

 https://nhsgms-panelapp.genomicsengland.co.uk/

 Epilepsy  
 R59 – WGS and Microarray

 SCN1A

 Dravet

https://southeastgenomics.nhs.uk/glh/#national-test-directory
https://test-selection-private.genomics.nhs.uk/test-selection/
https://nhsgms-panelapp.genomicsengland.co.uk/


WGS: 
What do you 

need?

Paperwork emailed to 
gst-tr.wgs@nhs.net

 For any patient who is having Whole Genome Sequencing:

 Sample
 2x EDTA sent to:

 Genetics Laboratories, 5th Floor, Tower Wing, Guy’s Hospital, Great Maze 
Pond, London, SE1 9RT

 http://www.viapath.co.uk/sites/default/files/upload/MF-G-
RequestForm_2.pdf

 Test Order Form 
 One per family

 With the R code, familial structure and HPO terms 

 https://southeastgenomics.nhs.uk/wp-content/uploads/2021/04/GMS-Test-
Order-Form-Rare-Disease-Trio-Pilot-Apr-2021.pdf

 Record of Discussion 
 One per person

 https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-
medicine-service-record-of-discussion-form.pdf

http://www.viapath.co.uk/sites/default/files/upload/MF-G-RequestForm_2.pdf
https://southeastgenomics.nhs.uk/wp-content/uploads/2021/04/GMS-Test-Order-Form-Rare-Disease-Trio-Pilot-Apr-2021.pdf
https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
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One per family

 https://hpo.jax.org/app/

https://hpo.jax.org/app/
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National Genomic 
Research Library 

(NGRL) 

 Optional research offered to patients who are having WGS 

 Database of de-identified genomic data, health data and samples

 Approved researchers can access the data 

 Aim is to improve the diagnostic potential of genomic information

 Patients may or may not benefit

 Patients may be contacted 

 Patients can withdraw at any time 

 https://www.youtube.com/watch?v=oPfZxoevYGI

 https://www.genomicseducation.hee.nhs.uk/supporting-the-nhs-
genomic-medicine-service/national-genomic-research-library-
information-for-clinicians/

https://www.youtube.com/watch?v=oPfZxoevYGI
https://www.genomicseducation.hee.nhs.uk/supporting-the-nhs-genomic-medicine-service/national-genomic-research-library-information-for-clinicians/


Sample and 
Result Process

 Blood sample sent to Guy’s Laboratories, where DNA is extracted

 DNA sent to Birmingham for processing and plating 

 Plate sent to Cambridge for sequencing 

 Sequence is returned to GSTT (usually) for analysis 

 Analysis takes around 6 months 

 Reports emailed to clinician on TOF

 Whole process is around 12-14 months 



Resources

 Required Paperwork:
 Test Order Form https://bit.ly/41YUVvI

 Record of Discussion https://bit.ly/3NGLY5I

 Patient Information Sheets:
 WGS PIS https://bit.ly/3HyOvLu

 Research PIS https://bit.ly/3LS01o1

 Useful websites:
 SE GLH guidance on filling out forms https://bit.ly/3LAfqbg

 Clinician Guide to Consenting https://bit.ly/4227mXM

 Future Learn Course https://bit.ly/40XCg1Z

 National Genomic Test Directory https://bit.ly/3VtnFKp

 HPO terms https://hpo.jax.org/app/

 Test Selector https://bit.ly/42g6heu

 PanelApp https://nhsgms-panelapp.genomicsengland.co.uk/

 NGRL Information https://bit.ly/3Vuwsw0

https://bit.ly/41YUVvI
https://bit.ly/3NGLY5I
https://bit.ly/3HyOvLu
https://bit.ly/3LS01o1
https://bit.ly/3LAfqbg
https://bit.ly/4227mXM
https://bit.ly/40XCg1Z
https://bit.ly/3VtnFKp
https://hpo.jax.org/app/
https://bit.ly/42g6heu
https://nhsgms-panelapp.genomicsengland.co.uk/
https://bit.ly/3Vuwsw0


Contacts

 Clinical Queries
 Dragana Josifova Dragana.Josifova@gstt.nhs.uk

 Deborah Ruddy Deborah.Ruddy@gstt.nhs.uk

 Nursing Queries 
 Mark Mencias Mark.Mencias0@stgeorges.nhs.uk

 Consenting training 
 Genomic Practitioners: gst-tr.hellogenomics@nhs.net

 WGS referral email 
 gst-tr.wgs@nhs.net

 General Genetic Queries 
 gst-tr.southeastglh@nhs.net

 gst-tr.viapathgeneticsadmin@nhs.net

mailto:Dragana.Josifova@gstt.nhs.uk
mailto:Deborah.Ruddy@gstt.nhs.uk
mailto:Mark.Mencias0@stgeorges.nhs.uk
mailto:gst-tr.hellogenomics@nhs.net
mailto:gst-tr.wgs@nhs.net
mailto:gst-tr.southeastglh@nhs.net
mailto:gst-tr.viapathgeneticsadmin@nhs.net

