
The Role of Genetic Counsellors

PATHS TO A GENETIC DIAGNOSIS



Everybody has their journey.

Each person has their story.

Genetic testing is not always 
straightforward and finding a 
diagnosis is not always easy.  



Different paths to a diagnosis in 2019.

Direct to consumer genetic testing
• Ancestry testing
• Proactive screening

Sharing family information
Cascade screening of relatives

Diagnosis in adulthood
• Cancer
• Cardiac Condition
• Neurological condition

Clinical Diagnosis Genetic Test 

Diagnosis in childhood: Complex condition, Intellectual disability

Clinical signs/symptoms         unknown diagnosis       Genomic sequencing 
genetic condition identified or still unknown or uncertain

Prenatal diagnosis
Newborn screening

Incidental finding

Pathways to a diagnosis can be different, some have a linear 
path, some have an odyssey and some are still undiagnosed.





For many families, the search for a diagnosis can 
become an odyssey.







It takes an average of 5 years for a patient with a rare 
disease to get a diagnosis 
… but things are changing.



It takes an average of 5 years for a patient with a rare 
disease to get a diagnosis 
… but things are changing.



Useful contacts and help on your diagnostic pathway

Local Genetic Services (Publicly funded)

- Waiting list may exist
- GP Referral needed
- Clinically indicated genetic testing covered by local health district
www.genetics.com.au

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:
www.hgsa.org.au
www.australianclinicaltrials.gov.au
Facebook groups
www.geneticalliance.org.au

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


What is genetic counselling?

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

A genetic counselling session is a conversation. 
Your input is very important to the session

Helping 
Guiding

Facilitating
Supporting



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



Genetic counsellors can:

• 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.



Genetic counselors can:

• Find and give you information about genetic conditions.
• Offer guidance to help you make informed choices or life 

plans.

• Provide information about 
testing options and help 
you decide what is best for 
you and your family.

• Help you find referrals to 
medical specialists, 
advocacy and support 
networks, and other 
resources.



Why might you see a Genetic Counsellor?

Living in the genomic era  …. Genomics is more available than ever 
before and reaches across our entire life.

Concerned about 
your family history or 
the health of your 
baby .

Concerned about your 
family history of cancer, 
heart disease etc.



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

What is the process of Genetic Counselling? 



Be empowered.
Questions you might ask your Genetic Counsellor.

What are the 
benefits and 
limitations of 

testing?
How can I explain 
this to my family?

Am I exposing 
my family to any 
discrimination 
from testing?

Is any kind of genetic 
testing available? If so, 
what are the benefits and 
limitations of the testing? 
Will I need to pay for it? 

If I have a genetic 
condition, are my 
family members at 
risk of getting it? 

If my family member 
has a genetic 
condition, might I get 
it? 

Does the  genetic 
condition in question 
run in families? 



Everybody has their journey.

Adaptation is a process, it 
takes time. 

Genetic Counsellors are 
here to walk alongside you.

Thank you.


	Paths to a genetic diagnosis
	Slide Number 2
	Slide Number 3
	Slide Number 4
	Slide Number 5
	Slide Number 6
	Slide Number 7
	Slide Number 8
	Slide Number 9
	Slide Number 10
	Slide Number 11
	Slide Number 12
	Slide Number 13
	Slide Number 14
	Slide Number 15
	Slide Number 16
	Slide Number 17
	Slide Number 18

