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OVERVIEW

• Background Information

• Women who have a family history of cancer

• Women who have a diagnosis of breast cancer
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MOST FAMILIES WITH BREAST CANCER DO NOT HAVE A GENE FAULT 
WE CAN IDENTIFY
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Genome:

Changes in 

Chromosomal

Organization, Copy

Number variant & 

Gene fusions

Variome:

Mutations

Transcriptome

•Gene expression

•Aberrant expression

•Altered miR –mRNA 

networks

•Gene fusions

MOLECULAR EVENTS DRIVING TUMORIGENESIS
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BASIC CONCEPTS 
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Familial predisposition 

means you have a head 

start

AUTOSOMAL DOMINANT INHERITANCE

• Most of our genes 
are autosomal

• Most cancer 
causing genes are 
inherited in a 
dominant fashion
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OVERVIEW

• Background Information

• Women who have a family history of cancer

• Women who have a diagnosis of breast cancer
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WOMEN WITH A FH OF BREAST CANCER

• First assess if they might have breast cancer

• Assess her FH using iPrevent or similar

• Gene test comes last
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MBS ITEM NUMBER 73297

• Characterisation of germline gene variants, including copy number variation:

1. in one or more of the following genes:

1. BRCA1;

2. BRCA2;

3. STK11;

4. PTEN;

5. CDH1;

6. PALB2;

7. TP53; and

2. in a patient who:

1. is a biological relative of a patient who has had a pathogenic or likely pathogenic gene variant identified in one or more of  the genes mentioned in 
paragraph (a); and

2. has not previously received a service to which item 73295, 73296 or 73302 applies;

• requested by a specialist or consultant physician

• Fee: $400.00 Benefit: 75% = $300.00 85% = $340.00
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GENETIC COUNSELLING

• Is this person psychologically vulnerable  or 
struggling to cope?

• Many people do not want to know if they have a 
gene fault

• Mastectomy is not a good treatment for anxiety

• Can you explain how autosomal dominant 
inheritance works?

• Confirmation of a mutation could make it hard 
to obtain life insurance or income protection 
insurance, but not medical insurance.

• Ask your relatives if they want to know your test 
result.

• Gives them control over when they find out
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OVERVIEW

• Background Information

• Women who have a family history of cancer

• Women who have a diagnosis of breast cancer
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MBS ITEM NUMBER 73296

• Characterisation of germline gene variants, including copy number variation where appropriate, requested by a specialist or 
consultant physician:

• (a) in genes associated with breast, ovarian, fallopian tube or primary peritoneal cancer, which must include at least:

• (i) BRCA1 and BRCA 2 genes; and

• (ii) one or more STK11, PTEN, CDH1, PALB2 and TP53 genes; and

• (b) in a patient:

• (i) with breast, ovarian, fallopian tube or primary peritoneal cancer; and

• (ii) for whom clinical and family history criteria place the patient at greater than 10% risk of having a pathogenic or likely 
pathogenic gene associated with breast, ovarian, fallopian tube or primary peritoneal cancer

• Once per cancer diagnosis

•
Fee: $1,200.00 Benefit: 75% = $900.00 85% = $1,106.80

• (See para PN.0.27 of explanatory notes to this Category)
18

EVIQ BREAST CANCER TEST

19

THE PENN II RISK MODEL
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http://www9.health.gov.au/mbs/fullDisplay.cfm?type=note&qt=NoteID&q=PN.0.27
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MBS ITEM NUMBER 73295

• Detection of germline BRCA1 or BRCA2 pathogenic or likely pathogenic gene variants, requested by a specialist or consultant physician, to 

determine eligibility for treatment with a poly (adenosine diphosphate [ADP]-ribose) polymerase (PARP) inhibitor under the Pharmaceutical 

Benefits Scheme (PBS), in a patient with:

• (a)  advanced (FIGO III-IV) high-grade serous or high-grade epithelial ovarian, fallopian tube or primary peritoneal cancer for whom testing of 

tumour tissue is not feasible; or

• (b)  triple negative early breast cancer; or

• (c)  hormone receptor positive, HER2-negative, early breast cancer with one or more high-risk characteristics.

• Applicable once per lifetime.
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MOST WOMEN WITH 
BREAST CANCER 
SHOULD HAVE A 

BREAST CANCER GENE 
TEST
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