Clinical Genetic Service leaflet reference: 96 N H S
Genetic testing for people Lothian

affected by cardiac
conditions

Information for patients

Why have | been offered a genetic test?

Cardiac conditions can have lots of different causes, but some are known to be due to genetic
changes and can be inherited in families.

You have been offered a genetic test as the cardiac condition you have is one that can have an
inherited cause.

Finding out if you have a genetic change that has caused your cardiac condition can sometimes
help you and your doctor make the best choices for your current and future treatments. It can
also mean there is a test that will tell your family members about their risk and if there is any
screening or prevention they might need.

The test

The test is carried out on a DNA sample, usually from a blood sample, and looks for changes in
several different genes known to be associated with inherited cardiac conditions.

The results

Possible results of genetic testing:

¢ No gene change identified: This result does not change your cardiac diagnosis. This
result reduces the chance an inherited gene change is responsible for your condition but
cannot completely rule out the possibility there is some inherited risk in your family.

o “Pathogenic” or “Likely Pathogenic” (disease-causing) gene change identified:
This result confirms an inherited gene change is the cause for your cardiac condition.
Because we share genes with our families, there is a chance other people in your family
will have the same genetic change. It would be possible for them to have a genetic test
that will tell them about their risk of a cardiac condition.

e “Variant of unknown clinical significance”: This result means a genetic change has
been found but it is not clear if it is a change that causes a problem or if it is one that is
part of the natural variation that we all have. If the test finds a variant which requires
further assessment, this will be discussed with you.

What will happen next if | agree to testing?

If you decide to have the test, you will be asked to sign a consent form. A blood sample will be
taken for the test and sent to the laboratory.
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What if | want more information about having the test?

Genetic testing is an important test in cardiac care. It can help your specialist decide the best
treatment and advice for you. It can also provide information about risk in the family. People
who have an increased risk can be advised about what to avoid and can access heart checks
and preventative treatments.

You have the right not to have genetic testing. Please speak with your cardiac clinician if you
have questions or you can contact the duty genetic counsellor (contact details below).

How will | receive my result?

The results can take around 10 weeks to be ready but may be available sooner. Your genetic
test result will be sent to your Cardiologist. If the test finds a genetic change the genetic
clinic will also send you an appointment. At the genetic clinic you will meet with a genetic
clinician who will discuss your result with you and what it might mean for you and your relatives.
There will be time to think about the best way forward for you and they can spend time
answering any questions you might have. If appropriate, they will also provide you with
information that you can share with relatives.

What if | still have more questions?

A negative genetic test result DOES NOT CHANGE YOUR DIAGNOSIS- you still have
the condition. Even without a confirmed genetic cause for your condition, your first-
degree relatives may be at increased risk of developing a similar problem. They can
request a baseline cardiology assessment from their GP. If you are concerned
about your family history, ask your GP or cardiologist to refer you to clinical
genetics.

A limitation of any genetic test is that like much of medical science, we do not know all the
factors that influence health. Very occasionally the current understanding of a gene change may
alter over time. You will be tested for changes in several genes all linked to inherited heart
problems. Some of these genes are also linked to a risk of other health problems. If you have
any questions about which genes you are being tested for, either now or in the future, please
contact the genetics clinic below.

Contact Details

Duty Genetic Counsellor

South East of Scotland Clinical Genetics Service, Institute of Genetics and Cancer
Western General Hospital

Crewe Road South

Edinburgh, EH4 2XU

Tel: 0131 537 1116 Email: loth.wghclinicalgenetics@nhs.scot
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