
Right Test, Right Time: 
Essential Updates in 

Genomic Testing

Please complete pre-
survey:



Objectives 

• The main changes

• How to navigate the new forms 

• When to test, when not to test

• Why are the changes happening now

• Where can I get further information/guidance 

• Q+A



The main changes  



1. Whole Genome Sequencing should be 
the first line test 
• WGS is most 

comprehensive test and able 
to detect almost every type of 
genomic variant

• Has a higher sensitivity for 
majority of variant types

•  Alternatives requests, such 
as microarray are expected to 
be exceptionally rare and 
only available when there is 
demonstrable clinical utility

Primary test for a rare disease clinical indictaion   

WGS Exceptional cases*



2. HPO
HPO 
website 

https://hpo.jax.org/
https://hpo.jax.org/


3. No R29 – amalgamation 
• R27 (Paediatric disorders)

• This panel contains these 13 panels:

• DDG2P

• Intellectual disability (R29)

• Early onset or syndromic epilepsy

• Likely inborn error of metabolism

• Skeletal dysplasia

• Monogenic hearing loss

• Paediatric disorders - additional genes

• Clefting

• Neurological ciliopathies

• Renal ciliopathies

• Ophthalmological ciliopathies

• Limb disorders

• Skeletal ciliopathies



4. Adult Neurology 
Request any below… ..get all (Neurology super panel)

✓Increases diagnostic yield 

✓Reduces likelihood of time-
consuming re-analysis.



Worries 

• Incidental findings

• Turn around times

• “I already know what it is” – Is there a clinical utility then? 

• Good clinical reason to not? Can still request to not 
amalgamate 



5. Drive to reduce Re-analysis 

Laboratories receive large volumes 
of R387 WGS re-analysis requests 
because original panel selections 
were not comprehensive enough 

Request all relevant panels as 
part of the primary investigation

10% of lab work is re-analysis and a 
significant amount of that is from 
adult neurology 



• R60 • Neurology Super Panel 
(R54,R56,R58,R60)



How to navigate the new 
forms 



West Midlands 



Oxford Oxford 



Wessex 



How do they meet the testing criteria? 

• Clinical details cross referenced with the test directory

• Family history/ pedigree 



How do they meet the testing criteria?

In the past:
HTT test please

Cross reference with test directory and say WHY they are eligible  
Nose bleeds present, Blood vessels in skin present, AVM 
present



Family History/Pedigree
Family Member Name DOB

Mother

Maternal Aunt

Maternal 
Grandma

Maternal 
Grandfather



When to test, when not to 
test



Is there clinical utility?



Is there clinical utility? 

No

No reason 
to test 

Yes



Tests should only be requested where 
there is clear evidence that a result is 
highly likely to change clinical 
management of the patient or their 
family. 

This includes:

• determining clinical investigations

• therapeutic/treatment decisions or strategies

• enrolling in nationally approved surveillance                            
programme

• informing or supporting reproductive choices



Reasons not to test

• Not eligible – e.g. Mild Learning Difficulties or normal 
baby after normal testing during pregnancy or low risk 
sibling (tests will simply be rejected if they don’t meet 
eligibility)

• Low utility -  Clinically obvious diagnosis and/or no 
family implications and will not impact management 



Reasons not to test

• Not testing people where there is no clinical reason to do 
so means  patients that will benefit will get tested, 
diagnosed and treated in a clinically relevant time frame 



Why are the changes happening now? 

• These steps will increase the diagnostic yield of the test 
and helps to get a diagnosis promptly. 

• Reduce the need for costly and time-consuming re-
tests

• Reduce total tests 

• Adapt to meet the population needs and the financial 
budget



Where can I get further 
information/guidance?



Resources  

• https://panelapp.genomicsengland.co.uk/ Panel app 

• NHS England » National genomic test directory NGTD

• Human Phenotype Ontology –HPO website

• NHS Guide to HPO – short video

• Essential updates in genomic testing « Central and South 
Genomics –resources, training and updates 

Please see end of presentation for more guidance on using 
all of the above 

https://panelapp.genomicsengland.co.uk/
https://panelapp.genomicsengland.co.uk/
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://hpo.jax.org/
https://hpo.jax.org/
https://www.genomicseducation.hee.nhs.uk/genotes/knowledge-hub/the-human-phenotype-ontology/
https://www.genomicseducation.hee.nhs.uk/genotes/knowledge-hub/the-human-phenotype-ontology/
https://centralsouthgenomics.nhs.uk/healthcare-professionals/right-test-right-time-improving-efficiency-in-genomic-testing/essential-updates-in-genomic-testing/
https://centralsouthgenomics.nhs.uk/healthcare-professionals/right-test-right-time-improving-efficiency-in-genomic-testing/essential-updates-in-genomic-testing/
https://centralsouthgenomics.nhs.uk/healthcare-professionals/right-test-right-time-improving-efficiency-in-genomic-testing/essential-updates-in-genomic-testing/


General enquiries 
West Midlands Regional Genetics Laboratory

For general enquiries: BWC.genetics.lab@nhs.net

Telephone: 0121 335 8036

Oxford Genetics Laboratory

For general enquiries: dutyscientist.oxfordgenetics@ouh.nhs.uk

Telephone: 01865 226001

Wessex Regional Genetics Laboratory

For general enquiries: shc-tr.WRGLdutyscientist@nhs.net

Telephone: 01722 429080

Central and South Genomics: GMSAAdmin@uhb.nhs.uk

https://bwc.nhs.uk/west-midlands-regional-genetics-laboratory
mailto:BWC.genetics.lab@nhs.net
https://www.ouh.nhs.uk/services/referrals/genetics/genetics-laboratories/contact/
mailto:dutyscientist.oxfordgenetics@ouh.nhs.uk
https://www.salisbury.nhs.uk/wards-departments/departments/genetics/
mailto:shc-tr.WRGLdutyscientist@nhs.net
mailto:shc-tr.WRGLdutyscientist@nhs.net
mailto:shc-tr.WRGLdutyscientist@nhs.net
mailto:GMSAAdmin@uhb.nhs.uk


Websites for more information/forms 

• Birmingham Referral forms

• Oxford Referral forms

• Wessex Referral forms

• Central and South Genomics For Healthcare Professionals « 
Central and South Genomics

Referral forms
https://www.ouh.nhs.uk/services/referrals/genetics/genetics-laboratories/referrals/
https://www.salisbury.nhs.uk/wards-departments/departments/genetics/referral-forms/
https://centralsouthgenomics.nhs.uk/healthcare-professionals/
https://centralsouthgenomics.nhs.uk/healthcare-professionals/


Conclusion

• The primary test for rare disease clinical indications is whole 
genome sequencing (WGS) 

• Test request forms should provide detailed information on how 
the patient/family meet the eligibility criteria for the test indication 
that is being requested including HPO

• Tests should only be requested where there is clear evidence 
that a result is highly likely to change clinical management for 
the patient or their family. 

• Not testing in situations with limited or no clinical utility will 
ensure patients and families who will benefit from genomic 
testing have equitable access to it within a clinically relevant 
timeframe



Thank you 

Questions?

Please take a  moment to complete

the post-event survey > 

Vicki.geddes@uhb.nhs.uk



Upcoming Webinars 

Right Test, Right Time: Essential 
Updates in Genomic Testing

Right Test, Right Time: 

Genomics for Neurologists

https://www.tickettailor.com/events/nhscentralandsouthgenomics/1785802
https://www.tickettailor.com/events/nhscentralandsouthgenomics/1785802
https://centralsouthgenomics.nhs.uk/2025/07/21/right-test-right-time-genomics-for-neurologists/
https://centralsouthgenomics.nhs.uk/2025/07/21/right-test-right-time-genomics-for-neurologists/


Further Guidance  

• National Test Directory

• WGS Guide 

• HPO Guide 



NTD Eligibility Criteria 

• NHS England » National 
genomic test directory

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




WGS success steps

• Copy of WGS : 7 steps

https://centralsouthgenomics.nhs.uk/wp-content/uploads/2025/07/WGS-CS-2.pdf
https://centralsouthgenomics.nhs.uk/wp-content/uploads/2025/07/WGS-CS-2.pdf


WGS – steps to success 

• In pediatric cases trio testing remains the 
best route for diagnosis: 
Proband/Mother/Father

• Where possible the test request should be 
made as a trio (proband and both 
parents) or duo (proband and one parent)

• Clearly label all 3 samples 

• Obviously a trio or duo are not always 
possible – record on the TOF where and 
why it isn’t possible 



Use Human Phenotype Ontology 
(HPO) terms on referral forms

• Universal standardised 
terminology

• Human Phenotype Ontology 
–website

• NHS Guide to HPO – short 
video

https://hpo.jax.org/
https://hpo.jax.org/
https://www.genomicseducation.hee.nhs.uk/genotes/knowledge-hub/the-human-phenotype-ontology/
https://www.genomicseducation.hee.nhs.uk/genotes/knowledge-hub/the-human-phenotype-ontology/


Case Study

• 2-year-old patient 

• Birthweight was above the 
90th percentile 

• Port wine stain on forehead

• Large tongue

• Unusually folded earlobes 



HPO Website 

Port wine stain 

on forehead



Port coloured 
face 



Purple/red face mark 
above eyebrows



Reddy purpley 
stain on child’s
head



Referral Form 

HPO term (copy and paste)  = 

Nevus flammeus of the 
forehead HP:0007413

Nevus flammeus of the 
forehead HP:0007413



Panel app 

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

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