
 

 
How to Order Whole Genome Sequencing (WGS) for 

Rare Disease 
 

Before ordering 

- Check patient is eligible for WGS and select clinical indication using  

o National Genomic Test Directory https://www.england.nhs.uk/wp-content/uploads/2018/08/rare-and-

inherited-disease-eligibility-criteria-v5-april-2023.pdf  

o Test Selection Tool https://test-selection-private.genomics.nhs.uk/test-selection/  

- Check optimal family structure  

o Where indicated in the test directory, it is preferable to test as a trio with the parents of the proband as this 

improves the diagnostic rate and accuracy of WGS. 

o Singleton referrals where the proband is under 16, will be paused until Records of Discussion and samples 

are obtained from the parents, unless a reason is provided otherwise. Contact our team for further 

resources and support.  

- If the test directory does not indicate the method of testing is WGS, please use a non-WGS consent form which can be 

found using the link below: 

o https://southeastgenomics.nhs.uk/glh/forms/  

 

Completing a WGS referral for Rare Disease  

WGS referrals can only be processed once the South East GLH laboratory has received all of the following: 

1. Record of Discussion Form 
One form per family member 

• Ensure ‘patient category’ and ‘test type’ are completed 

• Clinician must ensure they have signed and dated the ROD 

• If consent is recorded remotely, ensure that ‘remote consent’ is ticked 

• If consent is recorded in person, ensure that the patient has signed and dated 

• Patient information sheets are located here: Information for Patients – South East Genomics Laboratory Hub 
 

2. Test Order Form 
One form per family (proband + family members) 

• Form to be completed in full. 

• The TOF must include the Family structure and Test Directory clinical indication & code, these can be selected 
using the National Genomic Test Directory https://www.england.nhs.uk/publication/national-genomic-test-
directories/ and the NHS Genomic Medicine Service (GMS) Signed Off Panels Resource https://nhsgms-
panelapp.genomicsengland.co.uk 

• The TOF must include HPO terms using the specific terminology from Human Phenotype Ontology (jax.org) 

• Singletons (proband only) and duos (proband and one parent) can be accepted. The use of a trio (proband and 
both parents) for WGS testing provides a more efficient and higher quality analysis and a trio should always be 
referred where possible.  

 

3. Blood sample 
To send a blood sample to our laboratory, please complete a blood sample order form. Samples should be stored in 
EDTA and sent to our South East GLH:  

South East GLH 

Genetics Specimen Reception 

5th floor Tower Wing 

Guy’s Hospital 

London 

SE1 9RT 
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Completed Test Order forms and Record of Discussion forms can be e-mailed, once completed by clinicians, to the WGS pathway 

coordinators at gst-tr.wgs@nhs.net to prevent delays. Please send one referral per email.  

WGS forms can be downloaded here on our website: RD Whole Genome Sequencing – South East Genomics 

These forms are for WGS testing only; if non-WGS testing, that isn’t present on the additional panels, is required in addition to 

WGS please complete a separate standard genetics laboratory referral form. 

Forms are shown below with guidance on all of the different sections which require completion. 

Test Order Form (page 1) 

Sections with an * must be completed 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

For WGS testing only- if non-WGS testing is required in 
addition to WGS please use separate standard referral 
form.  

Requesting organisation: Your hospital 
GLH laboratory to receive sample: South East GLH 

Ethnicity required to be entered for patient to improve 
equity of access to genetic testing 

Important to include an NHS number as required for the 
WGS pipeline. If no NHS number is available a reason will 
need to be provided.  

This should be the main clinical indication (R code) which 
can be found in the National Test Directory. Only record 
ONE in this box and must be a WGS eligible clinical 
indication. Additional panels can be requested using the 
‘Additional panels’ box 

Disease penetrance options alter variant filtering so it is 
important to select the most appropriate and applicable 
option. If unknown: Select incomplete 

It is important to detail the clinical status of family 
members as this can affect the filtering of variants based 
on expected inheritance. If status of parent(s) is 
unknown: Select unaffected 

Add your details: Name department address and email. 
This will ensure the results get sent back to you.  

* 

* 

* 

* 

* 

* 

* 

* 

* 

Please complete the TOF electronically and send to 
gst-tr.wgs@nhs.net to reduce discrepancies and 
delays in testing. 
Completion of patient details electronically will 
auto-populate relevant sections of the TOF.   
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Test Order Form (page 2) 

Sections with an * must be completed 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

  

 

Add HPO terms that apply to patient and 
tick whether these are present in proband 
and parents who were referred. HPO terms 
can be found on: Human Phenotype 
Ontology (jax.org) 

a. We need AT LEAST ONE HPO term 
to be filled out – please do not 
leave this section blank 

b. Do not abbreviate HPO terms; 
please write them out in full. 

c. Please do not use nonstandard 
descriptions of HPO terms; please 
check on the HPO database that 
the HPO term you wish to record 
is listed.  

d. There are some transcription 
errors of HPO terms. We should 
be able to pick up on most of 
these, but please be careful to 
ensure the HPO term is exactly as 
it appears on the database. 

e. There are 10 allocated slots for 
HPO terms, as well as a section for 
additional HPO terms. Please fill in 
the 10 slots first before moving 
onto the additional section. If you 
need to fill in this section, please 
record whether the HPO term is 
present or absent  

f. For unaffected parents, it is not 
necessary to record ‘absent’ HPO 
terms unless they have specifically 
been tested for that phenotype. 

* 

Select as many specific HPO terms as 
possible, relevant to your patient and 
parents. 
The more accurate the HPO terms, the 
more accurate the analysis and 
interpretation of the results.  
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Record of Discussion form consent form (pages 1-3) 

Sections with an * must be completed 

 

 
* * 

* 

* 

* 

* 

* 

* 

* 

* 
* 

* 

Patient name, NHS number and DOB 
are to be entered to the signature 
page. Tip: Completion of patient 
details electronically will auto 
populate patient details for all three 
pages.  

If patient has capacity to consent for 
themselves, they will need to sign 
and date here. If consent is being 
recorded remotely, please enter the 
patient’s name here and indicate 
‘remote consent’ below. 

If patient does not have capacity to 
consent for themselves, they will 
need a consultee to sign and date 
here. If consent is being recorded 
remotely, please enter the 
consultee’s name here and indicate 
‘remote consent’ below. 

Ensure the correct patient category is 
indicated here. 

Ensure test type is highlighted here 
as ‘Rare and Inherited Diseases- 
WGS’. 

If consent was recorded remotely, 
please tick this box.  

Please ensure you have signed and 
dated here. 

1 2 

3 

Contact gst-
tr.hellogenomics@nhs.net to arrange 
consenting training for WGS. 
 
Patient information sheets for WGS 
are located here: Information for 
Patients – South East Genomics 
Laboratory Hub 
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