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* 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)

h > * Test Selector
W at TeSt- * 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

* SCN2A
* 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-trwgs@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 gRT

* 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

Test Order
Form

(TOF)

One per family

For WGS testing only- if non-WGS testing is required

Date of birth m.,,i.‘_ I Hospital number Relevant clinical information

Gender
[ Male [ Female [ Other

NHS number

Reason NHS Number not available:
Fatient not ehgibie for WHG number (e.g. foregn nationa |
Other (pleme provide reson]: y

Whole G s ing [WGS) Test R RAREARDIHERTED BRERSES m in addition to WGS please use separate standard
FLEASE DO NOT USE FOR NONWGS TESTS referral form.
| Reguesting organisation:
— Requesting organisation: Your hospital
Proband'sfirst name 3 e ecensed | * GLH laboratory to receive sample: South East GLH
Proband's last name 3k Family test 3¢

O Singieton Q) Trio [ Other L Ethnicity required to be entered for patient

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.

 Test request

There is currently no urgent WGS pattway, however # may be
o priontise some cakes. Meae prowde detaibk of why thas referral o

Clinically urgent [] " Test Directory Clinical indication & code (reason for testing) %
ondeed wigent.

Proband's age of onset

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.

Specific rare or inherited diseases that
are suspected or have been confirmed

et /paniopp. genamicengland co.ut " Complete

[Additional panel|s) [ifrikvan}: mandatory for R89) b aranc
I Incomplete

Disease penetrance options alter variant filtering so
it is important to select the most appropriate and
applicable option.

Statun ‘ bty to protand

| sampies being sent to GLH DNA extroction lob (only required i olso using this form for somple collection)

Collection Sampie

It is important to detail the clinical status of family
members as this can affect the filtering of variants
based on expected inheritance.

Ferst name Lait narme Date of Barh Samgle 10 date [ ume e Ty i e

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

t——_u different from
ame:
addres:

+H

! I have attached a copy of the Record of Di bon form for all i
[ Ppatient conversation taken place; Record of Discussion form to follow




|PMMM Irroumustmme Date of birth INHSmmhﬂ |

EEE EEE EEEE
HPO terms are important for the analysis and interpretation of WGS data.
Please enter valid HPO terms present in the p ftamily g tested
HPO terms can be copled from the lists below
...:.'_..":_i_..'_:- i\ Add HPO terms that apply to patient and tick
Present bt Present Abiens Prewat Aisent

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

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

b.  Please do not use nonstandard
I e St O r e r descriptions of HPO terms; please check
on the HPO database that the HPO term

you wish to record is listed.

c.  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.

d.  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

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

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

(TOF)

One per family

» https://hpo.jax.org/app/


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

Record of
Discussion

(ROD)

One per person

Firatnams

NHS

01-HGISROD W03

Record of Discussion Regarding Genomic Testing

This form relates to the person being tested. Oneform is reguired for each person,
All of the statements below remain relevant even if the fest relates fo someone ofher than yoursell, for example your child.

| have discusssd genomic testing with my health professional and understand the following

Family and wider implications
1. The resuits of my test may have implications for me and members of my family. | understand that my results may also
be used to help the healthcare of members of my family and others nalionally and intemationally. This could be donein
discussion with me or through a process that will not personaly identify me.

Uncenainty

2. The resuitzs of my test may have findngs that are uncertsin and not vet fully understood. To decide whether findings are
significart for myself orothers, my data may be compared fo other pafients’ results across the country and
intematonally. | understand that this could change what my resuts mean for me and my treatment over ime.

Unexpected information
3. The resuits of my test may dsoreveal unexpected resuits that are not related to why | am having this test. These may
be found by chanca and | may nead further tests or investigations to understand their significance.

DNA storage

4. MNomal NHS labomatory praciice is to store the DNA exdracted from my sample even after my cument testing is
complete. My DNA might be used for future analysis andior to ensure that other testing (for example that of famiy
members) is of high quality.

Dara storage
5. The datafrom my genomic test will be securely stored so that it can be lodked at again inthe future if necessany.

Health records

6. Results from ny genomic test wil be pant of my patient record, a copy of which is held in a nafional system onfy
available to heakhcare professionals.

Research
7. lunderstand that | have the opportunity to take part in research which may benefit myself or ahers, nowor in the future.
An offer to jdn a naional ressarch opportunity is avaiable on the fdlowing page.

For any futher questions, my healthcare professional can provide information. Mo informalion regarding genomic tesfing and
how my data is protected can be found at www.nhe ukicondtions/genetics

Firat nams I
Caetrame i
OI-NGSROD (03

The National Genomic Research Library

The NHS invites you to contribute to the Naional Genomic Ressarch Library, managed by Genomics England.

Genomics England was sat up in 2013 by the Department of Hedith and Social Care to work with the NHS o build a library of
humian genomes for ressarchers to study. Combining data from many difierent pafients helps researchers fo better understand
disease and spot pattems in the data.

By agreeing o share your data you might get results which could lead to your own diagnosis, a new treatment, or offers totake
part in clinica triaks. Your taking part could enable dagnoses for people who dont have one.

Please read the following statements. Fed free to ask any questions before making a decsion.

By saying ‘yes'toresearch, | understand the following

The National Genomic Research Library
1. MHS England, on behaf of the Trusts that provided your genomic test, wil dlow Genomics Engandto access my
personal dafa including my genomic recomd.
Security

2. Any sampkes and data storsd by Genomics England and the NHS will dways be stored securely. Genomics England
will take al masonable steps to ensure that | cannot ke personaly identified.

Re-contact
3. My clinical team or Genomics England together with my chinical team, can cortact me if the data or samples reveads
any clinica triaks or other research that | might benefit from.

4. If something is redevant to me ormy family, there is a process by which this wil be shared with ny NHS dinical tsan.

Data and sample usage
3. Researchers may include nafional or intemational scientists, healthcare companies and NHS siaff. To aceess the da,
these researchers must all be approved by anindependent committee of experts, incudng health professionas, cinical
academics and patients. There will be no access to the data by p d insurers and marketing companies.

Data storage

6.  Genomics Engand will collect diferent aspects of my hedth data from the NHS and other data from erganisations isted
at hittpe:/Www oenomicsenaiand co Ukprivacy-palicyl. The collection and analysis of my health data for research wil

continue across my entire liistime and beyond
Withdrawal
7. | can change ny mind about taking part at any time.

More information regarding research in the Nafional Genomic Research Library can be found at
www geromicesn gland couk For any further questions, my hedthcare professional can provide information.




Record of
Discussion

(ROD)

One per person

Firat nama MHE mnnr[uﬁgmrrnalnm] =k
i i:l m
anglasd .'!i'

Lastnama Data of birth gstal
[dlm[ma T U1-HGEROD| 03

Confirmation of Your Genomic Testand Research Choices

| confirm that | have had the opportunity to discuss information about genomic testing, | agree to the genomic test,
and my research choice is indicated below.
A 1 have discussed taking part in the National Genomic Research Library []ves | no[ ]
If your answer fo A is NO then please ignare B and sign directly balow

B. | agree that my data and remainder sample may contribute to the Mational Genomic DYES | H{)D
Research Library

Patient name Signature Date

If you are signing this form on behalf of someone else (children, adule without capacity or deceased patients) then
please sign below.

. Parent | Guardian | Consultee name” 'Signmre .Date
‘please amendas approonae

| GuuEcuRong

Healthcare professional use only
To be completed by the healthcare professiona recording the patient’s choices.
Patlantcatsgory | [Jagun (mase their own choicss) [Clcnnician nas agraes to the tast (In the panents best Interests)

| [JAdut lacking cagacity (cholces advised by cansutes) [_|Deceased jeholes mae on benalr of Geceased INANIOUa)
[ jparent or guardian choices)

|Tnllh_|pn []rare and innartea Diseasas - Wes [[Jeanzer jpared wmeow nomal) - Wes

it anewer foresearch | [ Fatient woud IKe 1o micuss at 3 fater date " [inaparapriate to have discussion

cholce 418 NO | []ratient lacks capacity and no conswtze avalable  Clether

|R1|luh:_¢|t [JRecorded remotely by cinician, na patient signature

Responsbie cinickn

Hospitainumbsr

Healthcare professional name Signature Date
HOlCEunnnn




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=0PfZxoevYGI

* 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/

* 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

Sample and

R | P - Sequence is returned to GSTT (usually) for analysis
esult Process * Analysis takes around 6 months
* Reports emailed to clinician on TOF

- Whole process is around 12-14 months




* Required Paperwork:
* Test Order Form https://bit.ly/z1YUVvI

« Record of Discussion https://bit.ly/3aNGLYxl

* Patient Information Sheets:
* WGS PIS https://bit.ly/2HyOvLuU

* Research PIS https://bit.ly/3L.S0101

- Useful websites:

RESOU rces * SE GLH guidance on filling out forms https://bit.ly/3LAfgbg

* 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/3Vuwswo



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

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

* Deborah Ruddy Deborah.Ruddy@gstt.nhs.uk

* Nursing Queries
* Mark Mencias Mark.Menciaso@stgeorges.nhs.uk

COntaCtS * Consenting training

* Genomic Practitioners: gst-tr.hellogenomics@nhs.net

* WGS referral email
- gst-trwgs@nhs.net

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

- gst-tr.viapathgeneticsadmin@nhs.net
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