
Genetic testing for the ‘breast cancer gene’ 
information sheet

This information sheet addresses 
some of the more common questions 
associated with BRCA1 and BRCA2 
testing, and provides links to useful 
websites. 
What is the ‘breast cancer gene’?
There are two main genes where inherited faults (also known as mutations) 
are linked to hereditary breast and/or ovarian cancer. These two genes 
are called BRCA1 and BRCA2. There are other genes also known to be 
associated with an increased risk of breast and/or ovarian cancer, including 
STK11, PTEN, CDH1, PALB2 and TP53.

How do you test for BRCA gene faults?
Testing for BRCA involves a blood test; the BRCA1 and BRCA2 genes are 
examined using DNA extracted from a blood sample. Some laboratories 
will also test for mutations (gene faults) in the other, less common breast 
and ovarian cancer genes. Note that testing is only performed if a patient 
has been assessed by a clinical geneticist or medical oncologist, and been 
counselled on the benefits, limitations and implications of testing.

What is a genetic counsellor?
A genetic counsellor is a specially trained professional who understands the 
complexities associated with genetic testing.
Genetic counsellors work with clinical geneticists, who are medical 
specialists in familial (genetic) conditions.

Discovering that you have a gene which predisposes you to a particular 
medical condition can be an emotionally confronting experience. Genetic 
counsellors have in-depth knowledge and experience to determine 
whether you are a suitable candidate for genetic testing, and to provide 
you with an understanding of what to expect and how to handle these 
uncertainties.

A genetic counsellor will take an extensive family history, discuss what the 
BRCA test involves and the likelihood of a BRCA1 or BRCA2 mutation. They 
will also discuss which family member would be the best person to have the 
initial test to look for a mutation, and give counselling about what the results 
might be and their implications. . These include the risk of cancer in light of 
the different possible test results, appropriate risk management strategies, 
implications for other relatives and impact on obtaining life and other types 
of insurance. The genetic counsellor will also obtain patient consent for 
testing.

If a person has a BRCA gene fault, will they automatically go on to 
develop breast or ovarian cancer?
No. A patient who tests positive for a fault in BRCA1 or BRCA2 is at 
greater risk of developing these cancers, but a positive result does not 
automatically mean that a patient will have breast and/or ovarian cancer. 
Likewise, a negative result for BRCA gene testing doesn’t guarantee that a 
patient will not develop breast or ovarian cancer.

Statistically, how many women in Australia get breast cancer?
Between one in eight to one in eleven women (or approximately 9-12.5% of 
women) will be diagnosed with breast cancer.

What proportion of women with breast cancer also have a BRCA gene 
fault?
Only 1-5% of women with breast cancer have a mutation in one of the BRCA 
genes. However, the likelihood of a BRCA1 or BRCA2 mutation increases if 
there is a family history of breast or ovarian cancer, and can be up to 20% or 
more if the family history is very extensive.

How is the BRCA1 and BRCA2 gene linked to ovarian cancer?
Mutations or faults in BRCA1 and BRCA2 are linked to an increased risk of 
ovarian cancer as well as breast cancer. If there is an extensive family history 
of breast or ovarian cancer, then a referral to a clinical geneticist should be 
considered.

Is BRCA testing covered by Medicare?
BRCA testing for patients with a family history of breast and/or ovarian 
cancer will have a Medicare rebate from November 2017 
(item numbers 73296 and 73297). 

Item number 73296 is intended for families who have not yet been tested 
for a BRCA1 or BRCA2 gene fault. This item is restricted to patients who 
meet all of the following criteria:

i. Have been affected by breast or ovarian cancer

ii. Clinical and family history gives a >10% likelihood of a familial   
 breast cancer gene mutation, using a quantitative algorithm 

 (such as BOADICEA or BRCAPRO)

iii. The test is requested by a consultant or specialist physician (e.g.   
clinical geneticist or medical oncologist)

If these criteria are not met, testing will not be covered by Medicare which 
means that there is no rebate. The cost of testing is dependent on the 
laboratory performing the test and the patient is responsible for paying the 
testing laboratory for the test. Referring doctors are advised to contact the 
testing laboratory directly to ascertain current pricing. Note that assessment 
and genetic counselling from an appropriate specialist (e.g. clinical 
geneticist or medical oncologist), is still required, even for privately funded 
testing.

BRCA status may be used to determine chemotherapy for patients with 
relapsed ovarian, fallopian tube or primary peritoneal cancer. Testing for 
these patients may be funded by Medicare if specific rebate requirements 
are met (see item number 73295). In this circumstance, BRCA testing would 
be requested by a medical oncologist and the testing laboratory should be 
contacted to ascertain eligibility for Medicare rebate.

Useful websites
Online risk-assessment tool for familial cancers (Cancer Australia):
www.canceraustralia.gov.au/clinical-best-practice/gynaecological-cancers/
familial-risk-assessment-fra-boc
Cancer in the Family (Educational resource, NSW Health) which is an educational 
resource on genetic testing from NSW Health:
www.genetics.edu.au/individuals-and-families/cancer-in-the-family 
Evidence-based guidelines on referral for breast cancer risk assessment:
www.eviq.org.au/cancer-genetics/referral-guidelines/1620-referral-guidelines-
for-breast-cancer-risk-as
Details of Australian Family Cancer Clinics:
http://www.cancer.org.au/about-cancer/causes-of-cancer/family-cancers/family-
cancer-clinics-in-australia.html
http://www.genetics.edu.au/genetic-services/cancer-genetics-clinics
The Pink Hope website provides information for the general public: 
www.pinkhope.org.au

SULLIVAN NICOLAIDES PTY LTD • ABN 38 078 202 196 
 A subsidiary of Sonic Healthcare Limited • ABN 24 004 196 909
24 Hurworth Street• Bowen Hills • Qld 4006• Australia • Tel (07) 3377 8666
PO Box 2014 • Fortitude Valley • Qld 4006 • Australia
www.snp.com.au

Meridio 234420  October 2017  
Correct at time of publication           


