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What is genomics?  

Genomic 
sequencing  
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Genomics and hearing health

This work is licensed under a Creative Commons Attribution-NonCommercial-NoDerivatives 4.0 International License.

Why is my child deaf? 
What treatment pathway should we take?
How will my/my childs future look?
Will this happen again? 
 

http://creativecommons.org/licenses/by-nc-nd/4.0/
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We have a federally funded test, why aren’t we using it! 

Anticipated: 200 patients a year 
Actual: 18 tests ordered 

2023 

Background 
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Who is eligible for testing? 
• A person diagnosed with hearing loss in childhood with or 

without parents (singleton or trio)
• Reanalysis 2 years from original test 
• Biological relatives 
• Reproductive partners of relatives
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Benefits of early molecular diagnosis…

• Personal utility 
• More accurate human phenotyping 
• Precision management 
• Precision therapy
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• Funded test vs funded service

• Laboratory cost recovery $1200
 
• Clinician comfort and education 

Real world impact = implementation science 
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Melbourne genomics implementation fellowship 

Genetics education for health professionals 
- Online education session(s) via CHAMP network
Support materials 
- Adapted from other disease areas (renal/childhood syndromes) 
Laboratory support and access 
- Application to revise funding for the item number 
Genetics support in hearing loss clinics 
- Genetic counsellor 
- Clinical geneticist 
- Audit of impact 



Barriers for implementation



What is happening with the Medicare item 
number?

• Pricing: 

• 73440 (singleton) 

• Fee = $1200

• 73441 (trio)

• Fee: $2100 

• Public laboratories unanimously feel that the MBS fees are too low to 
provide a test



What is happening with the Medicare item 
number?

• Tests currently available: 

• Genomics for Life: custom panel of 175 genes, including CNV analysis of STRC and CATSPER2

• PathWest: custom panel of 23 genes, including CNV analysis of STRC 

• Pathology SA: custom panel, only available for SA patients

• VCGS collaboration with Illumina

• Using new technology to design test

• Aiming for NATA accredited test to utilise Medicare funding and offer test with no out-of-pocket costs 

• Current options: self-funded test, use Genomics for Life, referred to prenatal Genetics service if family 

planning, or wait for VCGS test



Availability of testing is not the only barrier

Mordaunt DA, Dalziel K, Goranitis I, Stark Z. Uptake of funded genomic testing for syndromic and non-syndromic intellectual disability in Australia. Eur J Hum Genet. 2023 
Sep;31(9):977-979. doi: 10.1038/s41431-023-01417-6. Epub 2023 Jul 3. PMID: 37400487; PMCID: PMC10474079.
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Mainstreaming 
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Integrating genetic counsellors into the clinic 

• Triaging

• Intake call 

• Sitting in with paediatricians 

• Familiarity with genomic testing consent 
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Focus groups with paediatricians and fellows  

• Significant reduction in wait time for patients 

to access genetic health professional support

• Paediatricians ‘strongly agreed’ that access to 

a GC  

- improved their practice 

- provided unscheduled learning opportunities

- essential for mainstreaming genomic testing 

- highly utilized compared with use of the 

written and online resources
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Benefits of the integrated clinic model 
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Melbourne Genomics Webpage
• https://www.melbournegenomics.org.au/guide-genomics/genomics-medical-professionals/genomics-

hearing-loss-specialists





What have we achieved?

Resources tailored 
to hearing loss 

clinicians

Focus groups to 
generate evidence 
for genetic services 

to be integrated into 
clinic models

Strategies to 
increase the number 

of laboratories 
offering testing
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What does the future look like? 
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Thank you 
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