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Today’s talking points:

1. Overview of RCS, ECS and NIPT and how to access

2. Genetic counselling for high risk results

3. Educational resources available

4. Genetic pathologist support and access



• 3-Gene Reproductive Carrier Screening (CF SMA FRAX)

• Expanded Carrier Screening (430+ genes)

• Non-invasive Prenatal Testing (NIPT) and Genome-wide 

NIPT (g-NIPT)

Our Reproductive Genetic Tests:



CF SMA FRAX

3 Gene Reproductive Carrier Screen



Medicare Rebate for 3 Gene Panel

MBS item 73451

Covers the initial screening of the 

female who is pregnant or planning 

pregnancy.

MBS item 73452

Covers the subsequent screening of 

the male reproductive partner for 

either CF or SMA, when detected in 

the female.
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Pathways for RCS Testing

SUBSEQUENT SIMULTANEOUS

Screened at the same time.
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SUBSEQUENT TESTING
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SUBSEQUENT TESTING
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SIMULTANEOUS TESTING

Dr will receive 

couple report
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Pathways for RCS Testing
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Pathways for RCS Testing

1. You will get a report that couple are carriers and at increased risk

2. If female is a FRAX carrier or the couple are carriers of mutations 

for CF or SMA then they are eligible for one session of genetic 

counselling through Clinpath / Sonic Genetics*

*at least one of the couple must be tested through Clinpath/Sonic.

April 2024GP Shared Care GPEX



How do I order the 3 gene carrier screen? 

Standard Clinpath form as:
“3 gene carrier screen” OR 

“reproductive screening –genetic test”

Through your e-collect:
“reproductive screening –genetic test”, 

search “REPRO” or set it up as a favourite

Dedicated RCS request form:

In BP and MD

GP Shared Care GPEX



How do I order partner testing?

Standard Clinpath form as:
“carrier testing, partner carrier of XXXX”
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How do I order partner testing?

Standard Clinpath form as:
“carrier testing, partner carrier of XXXX”

Partner testing form which is 

provided in females report

GP Shared Care GPEX



How do I order partner testing?

Standard Clinpath form as:
“carrier testing, partner carrier of XXXX”

Partner testing form which is 
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430+ genes

Expanded Reproductive Carrier Screen
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Expanded Carrier Screening
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Screens for 400+ genes to identify if a patient is a carrier of a genetic 

condition that could affect their baby.

This comprehensive screen can detect one in 44 couples at high risk 

of having an affected child. If a couple is found to be at risk of having 

an affected child they are then able to make an informed choice to 

accept that risk or consider a range of reproductive options such as 

IVF and prenatal testing to reduce the risk.
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Expanded Carrier Screening
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The disorders on the panel are AR and X-linked disorders which are 

serious, have childhood-onset, and for which there are limited 

therapeutic options. 

Most patients will not have a family history.

For patients with a family history of a known mutation (such as FRAX 

or CF) this is not the appropriate test. 



2 weeks ~ 4 weeks



~1 in 44 couples (2%)

~ 4 weeks

~ 3 in 4 individuals (75%)

Due to the high chance of being a carrier, it is 

generally recommended to test both female 

and male at the same time.

There is no Medicare rebate and no free male 

partner testing. 

If couple pregnant, strongly advise testing 

simultaneously due to TAT. 



How do I order expanded testing?

Expanded Carrier Screening 

form – in BP, Med Director or 

available at 

www.sonicgenetics.com.au

Standard Clinpath or request 

forms cannot be used for 

expanded testing

One form PER patient.
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http://www.sonicgenetics.com.au/


22

Ordering Expanded Carrier Screening
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Each patient needs a form and they must sign 

each others forms for a couple test.



23

Genetic Counselling

One counselling session with our Genetic Counsellor 

for all high risk couples (X-linked carrier female, AR 

carrier couple).

Addresses informational and psychological matters relating to preconception 

carrier screening results

Performed by phone/video telehealth

Letter sent from counsellor to referring doctor to advise of discussion and key 

points
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How do I arrange genetic counselling?

Available for reproductive 

carrier screening high risk 

couples where at least one 

patient is tested through Sonic 

Not available for all genetic 

results

Telehealth and once off 

session for the couple
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and Testing Options

Non-Invasive Prenatal Testing
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Non-invasive Prenatal Testing (NIPT)
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• Standard testing is T21, T18, T13

• Fetal sex and SCA can be added at 

no extra cost to patient

• Genome-wide NIPT can be added at 

request of doctor for additional $70 

bringing cost of NIPT to $495

$425

+ $70
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Non-invasive Prenatal Testing (NIPT)
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• Ensure that twin pregnancy is 

marked if required.

• Ensure at least one of LMP or EDC 

is completed and if later scan 

shows different date then please 

call laboratory to amend.
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Non-invasive Prenatal Testing (NIPT)

April 2024GP Shared Care GPEX

Please ensure that you have 

noted this section of the 

form which explains some 

limitations of NIPT testing.



How do I order NIPT testing for my patient?

Patient goes online to book & 

pay for test 
and attends preferred collection centre

Order on a Clinpath NIPT form 

Available in BP and Med Director or available 

in PDF form on our website.

Results returned in 3-8 

business days (typically 3-5)

GP Shared Care GPEX



Genetic Counselling for High-Risk Results
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All high risk NIPT’s 

are eligible for 

genetic counselling



Resources for Patients
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Pre-Test Resources
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Carrier Screening Education
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Carrier Screening Education
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Carrier Screening Education
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This course can be used as a 

refresher for CPD hours.



Further Support

Genetic Pathologists

Genetic Counsellor

Your Local Support Team:

Katelyn Henry

Sonic Genetic Support Team
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Key Contacts

GP Shared Care GPEX

Doctor Priority Phone line 

8366 2111

Sonic Genetics Helpdesk

1800 010 447


