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A. WGS Checklist  
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

B. WGS Pathways 
 

There are two suggested pathways for WGS referrals. One is by requesting and consenting for WGS 

yourself, and another is by requesting via a Genomic Practitioner/Associate.  

 

 

 

 

 

 

Genomic Practitioner/Associate: gos-tr.ntgenomicsassociate@nhs.net 

role established to help meet the demands of genetic testing, with a specialised knowledge 

of WGS.  

• Point of contact between consultants and the laboratory 

• WGS request help – consenting, forms, sample collection, sample chasing 

• Track WGS activation and dispatch 

Non-WGS genetic testing, clinical details, decisions on clinical urgency and feeding back 

clinical information/WGS results to patients are NOT part of the role. 

 

 

1: Check WGS eligibility 

On the National Genomic Test Directory (PDF), check “WGS” is indicated under “Methods” in 

Associated Tests.  

4: Organise WGS samples 

Provide the patient and family members being tested with completed Sample Forms to take 

with them to their local hospital/phlebotomy  

3: Consent and complete the Record of Discussion form(s) 

After consenting the patient, complete a Record of Discussion for each individual in the family 

being tested (+ a Consultee form if patient is an adult lacking capacity) 

 2: Complete the Test Order Form  

One Test Order form per family 

 5: Send the Record of Discussion forms and Test Order Form to 

the laboratory 

Send to gos-tr.wgsnorththamesglh@nhs.net and save a copy to your records 

mailto:gos-tr.ntgenomicsassociate@nhs.net
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
https://norththamesgenomics.nhs.uk/wp-content/uploads/2023/08/Consultee-declaration-regarding-whole-genome-sequencing.pdf
https://www.england.nhs.uk/wp-content/uploads/2024/07/gms-test-order-form-rare-disease-v1.5.pdf
mailto:gos-tr.wgsnorththamesglh@nhs.net
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Key: 

Referring Consultant 

Genomic Practitioner  

? Requesting via Genomic Practitioner 
      NO                                          YES 

Patient Appointment [continued] 

◯     Go through entire consent discussion  

◯     Complete Record of Discussion 

(page 7)  - can be virtually 

completed or with the patient face-

to-face) (+ Consultee form if adult lacking 

capacity) 

◯     Provide Patient Information Leaflets  

and video link 

◯     Provide Sample Form(s) (page 11) to 

 all family members being tested  

◯     Save forms to Electronic Patient  

Record 

Patient Appointment 

◯    Discuss family history  

◯    Go through brief consent discussion  

to make sure the patient is happy with the 

genetic referral 

◯    Complete Test Order form (page 5 and 6) 

◯     Send Test Order Form to Genomic 

Practitioner (gos-

tr.ntgenomicsassociate@nhs.net) 

Genomic Practitioner Appointment 

◯     Go through consent discussion 

◯     Complete Record of Discussion  
(+ Consultee form if adult lacking capacity) 

◯     Provide Patient Information Leaflets  

and video link 

◯     Provide Sample Form(s) to all family  

members being tested (if not done 

by consultant) 

◯     Send forms to department pathway  

coordinator to save to Electronic 

Patient Record 

Eligibility for Mainstream Genetic Testing 

◯   Make sure patient fulfils NGTD criteria  

(page4) 

◯    Determine whether this is a singleton  

WGS (only the patient to be tested) or trio 

WGS (patient and both parents to be tested)   

Note: For other family combinations (i.e patient + siblings), 

please check with laboratory 

 

Following the Appointment  

◯     Send Record of Discussion form(s)  

and Test Order form to  gos-

tr.wgsnorththamesglh@nhs.net 

◯     Confirm with laboratory that all  

samples have arrived, and the test 

has been activated 

Following the Appointment  

◯     Send Record of Discussion form(s)  

and Test Order form to  gos-

tr.wgsnorththamesglh@nhs.net 

◯     Confirm with laboratory that all  

samples have arrived and the test 

has been activated 

Eligibility for Mainstream Genetic Testing 

Patient Appointment 

Patient Appointment [cont.] 

Following the Appointment 

Genomic Practitioner Appointment 

Following the Appointment 

https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
https://norththamesgenomics.nhs.uk/wp-content/uploads/2023/08/Consultee-declaration-regarding-whole-genome-sequencing.pdf
https://www.england.nhs.uk/publication/whole-genome-sequencing-patient-information-leaflets/
https://www.youtube.com/watch?v=e4DpZHn1kUQ&t=48s
https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
https://www.england.nhs.uk/wp-content/uploads/2024/07/gms-test-order-form-rare-disease-v1.5.pdf
mailto:gos-tr.ntgenomicsassociate@nhs.net
mailto:gos-tr.ntgenomicsassociate@nhs.net
https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
https://norththamesgenomics.nhs.uk/wp-content/uploads/2023/08/Consultee-declaration-regarding-whole-genome-sequencing.pdf
https://www.england.nhs.uk/publication/whole-genome-sequencing-patient-information-leaflets/
https://www.youtube.com/watch?v=e4DpZHn1kUQ&t=48s
https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
https://www.england.nhs.uk/publication/national-genomic-test-directories/
mailto:gos-tr.wgsnorththamesglh@nhs.net
mailto:gos-tr.wgsnorththamesglh@nhs.net
mailto:gos-tr.wgsnorththamesglh@nhs.net
mailto:gos-tr.wgsnorththamesglh@nhs.net
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C. Eligibility for WGS 
 

Patient eligibility for WGS clinical indications can be found on the NHS England » National genomic test 

directory . If you need to determine which genes/panels are included in a clinical indication, please visit 

PanelApp.  

 

 

https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://nhsgms-panelapp.genomicsengland.co.uk/panels
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D. Forms required: 
 

Two forms must be sent electronically to the NT GLH (gos-tr.wgsnorththamesglh@nhs.net): The Test Order 

Form (see page 5) and the Record of Discussion ( 

Blood samples (1xEDTA tube per patient) must be sent with the NT GLH Sample Form (see page 11). 

 

1. The Test Order Form: completed by the consultant 
 

 

mailto:gos-tr.wgsnorththamesglh@nhs.net
https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
https://www.england.nhs.uk/wp-content/uploads/2024/07/gms-test-order-form-rare-disease-v1.5.pdf
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Human Phenotype Ontology (HPO) terms are a standardised vocabulary of phenotypic abnormalities which 

are important for the analysis and interpretation of WGS data. 

Please complete accurately for each family member being tested (present/absent boxes ticked).  

A complete list can be found at Human Phenotype Ontology (jax.org).  

Follow this link for more information on how to use HPO terms in a clinical context.  

 

HPO terms are very important for increasing the chances of finding a potential diagnosis via the 

panel agnostic exomiser variant prioritisation analysis that is carried out if the panel-tiering analysis 

is negative. If choosing HPO terms is done properly, this would also reduce the need for further 

analysis.  

https://hpo.jax.org/
https://www.genomicseducation.hee.nhs.uk/genotes/knowledge-hub/the-human-phenotype-ontology/
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2. The Record of Discussion - completed by the consultant or 

Genomic Practitioner  
 

Page 3 (pictured) of the document to be completed after a full consent conversation – a summary of the 

conversation is listed on Page 1 and 2 (not pictured). This can be completed remotely (i.e. consent 

appointment over the phone/virtual). Information on what to include in the consent conversation is detailed 

page 8-10. 

For adults lacking capacity, please also complete the Consultee form.  

 

 

 

 

 

https://www.england.nhs.uk/wp-content/uploads/2021/09/nhs-genomic-medicine-service-record-of-discussion-form.pdf
https://norththamesgenomics.nhs.uk/wp-content/uploads/2023/08/Consultee-declaration-regarding-whole-genome-sequencing.pdf
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E. Consent Requirements:  

1. WGS Consenting via the Genomic Practitioner 
 

It is important to note that the consultant ultimately has responsibility for patient consent. Therefore, it is 

essential that you make sure the patient is happy to proceed with the genetic testing before referring them. 

The Genomic Practitioner would then speak to the patients and all family members to be tested and fill the 

Record of Discussion form.  

a. Consultant Preliminary Discussion with the Patient: 

 

1. What WGS is – reading through all the DNA and analysing specific areas (virtual panels) – NOT gene 

agnostic 

2. Managing expectations - Turnaround time from the point that all blood samples/consent forms have 

arrived at the laboratory  

a.  12 months (routine tests) (as of August 2024) 

b. 12 weeks (urgent tests) (as of August 2024) 

3. Understanding that the patient will be contacted by a Genomic Practitioner 

The Genomic Practitioner will discuss the National Genomic Research Library with the patient.  

If possible, please provide Patient Information Leaflets  and the WGS video link 

 

2. WGS Consenting yourself  

a. Full Consent Conversation required: 

 

1. What WGS is – reading through all the DNA and analysing specific areas (virtual panels)  

2. Small blood sample required for each family member 

3. Turnaround time from the point that all blood samples have arrived at the laboratory  

a.  12 months (routine tests) (as of August 2024) 

b. 12 weeks (urgent tests) (as of August 2024) 

4. Family Implications 

a. Implications on other family members or future pregnancies  

b. Opportunities for relatives to have access to screening, predictive genetic testing and/or 

information about reproductive choices based on these results or family history 

c. Importance of sharing results with family members if a pathogenic variant is found (it is helpful to 

start early conversations about this rather than only after the results are available)  

5. Uncertainty 

https://www.england.nhs.uk/publication/whole-genome-sequencing-patient-information-leaflets/
https://www.youtube.com/watch?v=e4DpZHn1kUQ&t=48s
https://www.genomicseducation.hee.nhs.uk/supporting-the-nhs-genomic-medicine-service/requesting-whole-genome-sequencing-information-for-clinicians/#requesting
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a. Results may find a variant of uncertain/unknown significance (VUS) = 

a genetic change that may affect the way the gene is working, but 

there is not enough evidence available to confirm this as a disease-causing or likely disease-

causing variant.  

b. May require a referral for further genetic testing via Clinical Genetics Service  

c. Variants of uncertain significance should not be used to make clinical decisions for the individua 

or family members 

d. This result may change over time as this can be re-analysed in future  

6. Unexpected Information/ Incidental Findings 

a. Pathogenic variants may be identified that are unrelated to the reason for the genetics referral, and 

may indicate an underlying predisposition to a different phenotype (e.g. risk of further cancer or 

diagnosis with other possible health problems) 

b. These are not routinely looked for and they are rare to come across as the laboratory focuses 

analysis on virtual panels relevant to the genetic referral 

c. The results will NOT inform all health conditions – currently, there are no additional looked-for 

findings, however these may still be found by chance  

d. Misattributed parentage is another example of incidental findings  

7. DNA storage  

a. The blood sample will be sent to the laboratory and DNA will be extracted  

b. This DNA will continue to be stored (approximately 30 years) unless the patient requests this to be 

destroyed 

c. This DNA can be accessed by other laboratories within the NHS Genomic Medicine Service  

d. The DNA will not be used for further genetic testing without consent – however, this may be used 

as a control sample for testing other family members  

e. DNA is not always of sufficient quality and another sample may be required to complete testing  

8. Data storage  

a. Data includes patient’s health and genomic information, which can be securely access on an 

ongoing basis by NHS healthcare professionals 

b. Data is stored behind various NHS firewalls  

c. National (identifiable) and international (non-identifiable) comparison of data for greater 

understanding of significance of any results may be required  

d. Germline variants may be shared for relatives to access testing (limited identifiers to process the 

test) but medical information will not be shared with relatives  

e. Genomic data may be re-analysed in future as new evidence can occasionally change results  

f. The report will be available on the patient’s clinical record  
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b. The National Genomic Research Library (Genomics 

England)  

 

 

 

 

 

 

 

For adults lacking capacity, a Consultee form is also required (will be completed by the Genomic 

Practitioner if using this pathway).   

 

1. What it is - a comprehensive database that enables approved researchers to access de-identified 

genomic data, health data and samples  

2. Research participation is an opt in process (they can choose to take part)  

3. Who can access – national and international scientists, researchers, and healthcare companies 

4. Data accessed 

a. The Data is de-identified (pseudonymised) – each patient record is given a unique identification 

number instead of name, DOB and contact details  

b. The data available included data about the sample, the raw data of the sample analysis, the patient 

clinical data (information about their condition that was submitted when ordering WGS) and 

secondary clinical data from NHS and GP records  

5. Patients may be re-contacted for years to come by GE or clinical team  

a. Certain approved staff within Genomics England will be able to see both identified and de-

identified patient data to inform patients about any diagnosis found or to access a clinical trial  

b. They will NOT be contacted for marketing purposes  

6. They can withdraw from research and data sharing at any time  

a. Partial withdrawal: the patient is happy for their data to continue to be stored but they do not wish 

to be contacted by Genomics England  

b. Full withdrawal: all data will no longer be included in any future data releases for further research 

access  

 

 

 

 

https://www.genomicseducation.hee.nhs.uk/supporting-the-nhs-genomic-medicine-service/national-genomic-research-library-information-for-clinicians/
https://norththamesgenomics.nhs.uk/wp-content/uploads/2023/08/Consultee-declaration-regarding-whole-genome-sequencing.pdf
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F. Sample Form  
 

A completed NT GLH Sample Form with patient details must be attached to the labelled blood tube (1x 

EDTA) for WGS. A printed copy of the typed (not handwritten) Test Order Form can also be sent with 

labelled blood tubes. 

From November 2025, the laboratory has implemented a “WGS Incomplete Referrals” Pathway – e-mails 

will be sent to consultants when a WGS sample is a received as a reminder to send Record of Discussions 

and Test Order Forms. If these forms are not received by the laboratory, WGS will not be activated. Sample 

forms with “DNA for storage” will also be accepted.  

If the patient is unable to provide a blood sample, a saliva kit can also be accepted. In this case, please 

provide the patient with a completed Sample Form, a saliva kit (e.g. OG-600 or OG-500 kits) and a pre-paid 

envelope with the GLH address: 

 
North Thames GLH, Rare & Inherited Disease Genomic Laboratory 

Specimen Reception, Level 5 Barclay House, 37 Queen Square, 

London WC1N 3BH 

https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
https://www.england.nhs.uk/wp-content/uploads/2024/07/gms-test-order-form-rare-disease-v1.5.pdf
https://norththamesgenomics.nhs.uk/wp-content/uploads/2025/08/Clinical-Utility-version_Genetic-Test-Request-Form-RGF-SAB0001-v8.pdf
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The form is double sided (page-2 not pictured) – please make sure to print both 

sides as information on the back is needed for phlebotomy and the processing of 

samples at the laboratory.   

 

G. More resources:  

1. Genomics Resources 
 

What is Genomics? 

Genomics 101: Genomics in Healthcare 

The Genomics Era: The Future of Genetics in Medicine 

RCGP Genomics Toolkit 

New Conditions Factsheet (Genomics Education Programme) 

 

2. WGS Resources 
 

Guide-to-requesting-WGS-RD-Nov-20.pdf (hee.nhs.uk)  

Requesting whole genome sequencing: information for clinicians - Genomics Education Programme (hee.nhs.uk) 

Test order forms - North Thames GMS : North Thames GMS (norththamesgenomics.nhs.uk) 

 

Whole Genome Sequencing - North Thames GMS : North Thames GMS (norththamesgenomics.nhs.uk) 

 

Rare Diseases Test Order Forms and Clinician Packs (scroll to Rare Disease- whole genome sequencing (WGS) 

 

Whole Genome Sequencing Animation – North Thames GMS 

Genomic Question Time drop-in session (Teams link)  

- First Thursday of the month 12:30-13:00 

- Passcode: aDYRNt  

- Or contact us on: nt-gmsa@gosh.nhs.uk 

 

Whole Genome Sequencing – Genetic Test Ordering 

 

How useful did you find this how-to guide? Please let us know how we can improve.  

 

 

 

https://www.genomicseducation.hee.nhs.uk/education/core-concepts/what-is-genomics/
https://www.genomicseducation.hee.nhs.uk/education/online-courses/genomics-101-genomics-in-healthcare/
https://www.futurelearn.com/courses/the-genomics-era
https://elearning.rcgp.org.uk/mod/book/view.php?id=12892&chapterid=507
https://www.genomicseducation.hee.nhs.uk/news/new-conditions-factsheets/
https://www.genomicseducation.hee.nhs.uk/wp-content/uploads/2019/11/Guide-to-requesting-WGS-RD-Nov-20.pdf
https://www.genomicseducation.hee.nhs.uk/supporting-the-nhs-genomic-medicine-service/requesting-whole-genome-sequencing-information-for-clinicians/
https://norththamesgenomics.nhs.uk/genetic-test-ordering/test-order-forms/
https://norththamesgenomics.nhs.uk/genetic-test-ordering/whole-genome-sequencing/
https://norththamesgenomics.nhs.uk/genetic-test-ordering/test-order-forms/
https://www.youtube.com/watch?v=e4DpZHn1kUQ&t=48s
https://gbr01.safelinks.protection.outlook.com/ap/t-59584e83/?url=https%3A%2F%2Fteams.microsoft.com%2Fl%2Fmeetup-join%2F19%253ameeting_YzQyNGZkZmQtNjQ1YS00ZjIxLTk2ODktNjQ4Mzk5MzIwY2Ez%2540thread.v2%2F0%3Fcontext%3D%257b%2522Tid%2522%253a%2522bddef00a-e69d-49f8-978d-57a1a03a867b%2522%252c%2522Oid%2522%253a%2522ee5bf3b6-9229-4b42-8db2-79f46e79ff4d%2522%257d&data=05%7C02%7Cadele.green-armytage%40nhs.net%7C4bcd7941b65140b40e0108dcb15312db%7C37c354b285b047f5b22207b48d774ee3%7C0%7C0%7C638580218709253172%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C0%7C%7C%7C&sdata=GrUujQZQm2JXF37ATo65ltjOrltcAXZqukr2TicpHXg%3D&reserved=0
mailto:nt-gmsa@gosh.nhs.uk
https://norththamesgenomics.nhs.uk/genetic-test-ordering/whole-genome-sequencing/

