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Overview

This talk is about 

- How clinicians talk to patients about genetic testing that 

can show a hereditary cause

- Family communication after a hereditary diagnosis

- How testing can be offered to family members



My role as a genetic counsellor in the East Haemato-Oncology 

Genomics Tumour Advisory Board (EHO-GTAB)

First meeting on 30/04/2019, Addenbrooke’s Haematology Day Unit

Regional Haematologists

Haematopathologists

Clinical Scientists

Clinical Genetics

Initial remit: to discuss results from the 

100,000 genomes project (cancer arm)

Resumed 22/09/2020 as virtual meeting 4pm Tuesdays

• EMEE GLH MDT coordinator

• Haematologist / Haematopathologist (CUH, UHL, NUH)

• Clinical Scientist / Molecular Pathologist (CUH, UHL, NUH)

• Consultant Haematologist (any referring hospital)

• Consultant Paediatric Haematologist (any referring hospital)

• Consultant Clinical Geneticist (CUH, UHL, NUH)

• Genetic Counsellor (CUH, UHL, NUH)

• Haematology Clinical Nurse Specialist (any referring hospital)

• Bioinformatician

• Data manager 



Discussion and consent - germline testing

When?

• Upfront for paired WGS

• Earlier mention of somatic panel revealing germline variant(s) 

a helpful warning shot?

What?

• The possibility of a hereditary condition

• There could be implications for family

• May warrant a referral to a genetics service

How?

• A record of the discussion is more important than a signature on a 

consent form, but the form provides a helpful framework



Raise potential 

germline findings?

Consent/record 

of discussion

Consent/record 

of discussion





Patient Information Sheets





Communication

In the UK, informing family members is patient-led.

Clinical geneticists/genetic counsellors often need to support families with this.

Refer to the local genetics service - relatives can ask for a GP referral there.



Referring to Clinical Genetics

Currently 22 clinical genetics 

services in the UK

https://bsgm.org.uk/healthcare-

professionals/list-of-genetic-clinics/

Check website for how to refer, 

many by email with an attached 

referral letter.

https://bsgm.org.uk/healthcare-professionals/list-of-genetic-clinics/


Psychosocial impact of revealing a hereditary cause

Highly variable

• An explanation

• Improved management

• Advice for relatives

• Access to resources

• Support groups

• Stigma

• More potential problems

• Anxiety 

• Guilt (especially 

parents)

• Other relatives at risk

+ -



Cascade testing in relatives

Predictive genetic testing can be offered if a variant classified as likely 

pathogenic/pathogenic in the germline setting is confirmed

Normally cascaded through the family in a stepwise way (close relatives 

first)

Results in ~4 weeks

Requires a relative to be informed and interested

Genetic counselling appointment (F2F/video/phone) to discuss

• Test option, pros/cons, timescale and possible outcomes

• Risks: of having the variant and penetrance (current evidence and knowledge gaps)

• Potential impact on emotions/self-esteem/relationships/future plans/finances



• Do not need to inform 

insurance companies about 

predictive genetic test results 

for hereditary cancer

• Do need to answer 

questions about family 

history of cancer/close 

relatives

• www.abi.org.uk



Genetic counselling issues

Lack of pre-malignant stage, syndromic signs, evidence-based 

surveillance, risk reducing options…

What age to offer predictive testing from? Even if childhood risks 

(GATA2, RUNX1) no clear evidence-based management

Reproductive options? Impending CGG consensus guidelines on 

PND/PGD for cancer predisposition genes will apply

Predictive test discussions in potential bone marrow donors



Predictive testing in healthy relatives

Different uptake and response compared to diagnostic genetic testing

Diagnostic genetic testing

Overall uptake is high

Evidence from solid cancer 

setting suggests post-test 

regret is acceptably low or 

time limited

Predictive genetic testing

Uptake more variable

Pros/cons ratio more nuanced, 

appropriate to have enough time 

to weigh these (and decline)

Likely to remain within the remit 

of clinical genetics services



If time sensitive

• Rapid confirmation

• Parallel predictive test 

referral if BMT candidate?

• Priority flag for 

clinical/laboratory 

genetics



Summary

Haem-Onc is a relatively new area for clinical genetics services, 

experience in solid cancer setting is helpful in managing families

Find your local clinical genetics service at bsgm.org.uk

Thank you for listening

beverley.speight@addenbrookes.nhs.uk


