PATHS TO A GENETIC DIAGNOSIS

The Role of Genetic Counsellors



Everybody has their journey.
Each person has their story.
Genetic testing is not always

straightforward and finding a
diagnosis is not always easy.




Newborn screening
Complex condition, Intellectual disability

Clinical signs/symptoms unknown diagnosis £&enomic sequencing
genetic condition identified or still unknown or uncertain

« Cancer
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* Neurological condition

Incidental finding

Clinical Diagnosis Genetic Test « Ancestry testing
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Cascade screening of relatives



End the diagnostic
journey and minimize
additional tests




Seemingly
unrelated
symptoms
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diagnostic
tools
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Lack of
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Complex
healthcare
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No standard
criteria for
diagnosis
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500,000
childrenin
Australia are
living with a
rare disease.

Project Y, lead by Dr Gareth Baynam, is a
groundbreaking initiative that brings
together specialist doctors to provide an
answer and a diagnosis to the thousands of
families who desperately need them.

PROJECT :::

Helping to solve the most challenging medical
mysteries for children and young adults.

The program sees one child (under the age of 16)
and one young adult (aged 16-25 years) per month.

Referral criteria

Further information on referral criteria can be

found here.
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F5 NEWS

Faster genetic diagnosis for critically ill babies and children in
Australia

Rapid genomic testing will soon be available to critically unwell Australian babies and children with suspected
genetic conditions, as part of four new national genomic research studies launched by Australian Genomics.
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Local Genetic Services (Publicly funded)

- Waiting list may exist
- GP Referral needed
- Clinically indicated genetic testing covered by local health district

Private Genetic services now available

- Clinical Geneticists

- Genetic Counsellors

- Often have shorter waiting time

- Can facilitate other testing not covered in public hospitals

Keep connecting:

Facebook groups


http://www.genetics.com.au
http://www.hgsa.org.au
http://www.australianclinicaltrials.gov.au
http://www.geneticalliance.org.au

The goal of genetic counselling is to help you learn more about
the causes of genetic conditions and how they affect you.

Helping
Guiding
Facilitating
Supporting



GENETIC
COUNSELLING

The Changing Landscape of the Genetic Counsellor Workforce,
Urbis consulting, 2017




* Review your family and medical histories.

» Explain how genetic conditions are passed down in families.
* Figure out if you or your family members are at risk for
disease.




Find and give you information about genetic conditions.
Offer guidance to help you make informed choices or life
plans.
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Living in the genomic era .... Genomics is more available than ever
before and reaches across our entire life.

* Individual adults
O ~ sequence whole genome with counselor

~ direct to consumer genetic testing
~ early disease detection (cell free DNA)

Young child >

heart disease etc.
® ¢ Couples

~ carrier screening before pregnancy
~ consider alternative options
(sperm/egg donor, IVF, adoption)

Newborn baby @
~ screen with heelstick Concerned about
~ adjust diet (IEM) 1] \ & & your family history or

the health of your
Pregnancy papy .
;"i'i';g '?i;';caf‘iz‘;;"c Age ~ early pregnancy screen (CVS, NIPT with cfDNA)

~ later pregnancy screen (amniocentesis)
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www.risingtidebio.com




Initial
contact

Medical
history

Consent

Counselling
and
psycho- Follow-up /
social cascade
Testing support testing

Provision of Liaison with
test results clinicians

The Changing Landscape of the Genetic Counsellor Workforce, Urbis consulting, 2017




Be empowered.
Questions you might ask your Genetic Counsellor.




o Everybody has their journey.

Adaptation is a process, it
takes time.

Genetic Counsellors are
here to walk alongside you.

Thank you.
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