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About HGSA 
The Human Gene�cs Society of Australasia (HGSA) is the leading professional organisa�on in human 
gene�cs, working collabora�vely and inclusively to advance the provision of quality gene�c health 
for all, through research educa�on and advocacy. We have over 1400 members working across all 
disciplines of human gene�cs, including clinicians, gene�c counsellors, academics and diagnos�c and 
research laboratory professionals. 

Submission 
The early iden�fica�on of children who are not mee�ng developmental milestones is key to 
iden�fica�on of any underlying causes and ini�a�ng appropriate interven�on.  Some of those 
children iden�fied will have a gene�c condi�on with the need for �mely referral to clinical gene�cs 
services offering specialist diagnos�c tes�ng, treatment and counselling on poten�al implica�ons for 
future pregnancies.  

The HGSA believes limited access to clinical gene�cs services are part of the block to specialty 
assessment services and wishes to highlight the following issues:    

• These services are almost exclusively located in metropolitan hospitals and are facing long 
wait �mes for non-urgent referrals. This is a par�cular barrier for rural and remote families 
with a wait of up to 2 years to be seen by a clinical gene�cist. 

• This extended wait �me means families may be unable to access appropriate interven�on 
without specialist tes�ng leading to a specific diagnosis. 

• There is a risk that without formal diagnosis and interven�on there could be a family 
recurrence in some cases. 

• There are a growing number of condi�ons where new therapies, including gene therapy, 
have the poten�al to significantly improve outcomes if started early enough. 

The HGSA believes there is the opportunity to bridge gaps in services with targeted investment to 
assist mainstreaming support for paediatricians with access to online gene�c counselling to ini�ate 
consent and tes�ng as soon as possible. 

The HGSA would be happy to answer any detailed ques�ons arising from this submission. 
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