
F O R  M E D I C A L  S P E C I A L I S T S

Breast and Ovarian Cancer 
Guide for Genetic Testing 



Awareness of inherited cancer susceptibility can 
alter medical management. Options which could 
be considered and discussed when a pathogenic 
or likely pathogenic variant is identified include:

•	 Consideration of prophylactic risk-reducing surgery 

•	 Altered chemotherapeutic treatment: some SERMs (selective 
oestrogen receptor modulators) or aromatase inhibitors 
may reduce the risk of developing hormone receptor 
positive breast cancer in women at high risk

•	 Increased breast screening and imaging (including MRI) 

•	 Identification and testing of other at-risk family members 

•	 Assisting couples with reproductive decision making 
(e.g. options for assisted reproduction, including pre-
implantation genetic diagnosis)

Predictive testing 
Predictive testing should be considered in patients who 
have a high risk of developing breast cancer, due to one 
of the following reasons:
1.	 Where diagnostic genetic testing in a relative has identified 

the presence of a high risk breast cancer pathogenic  
DNA variant. This is now covered by Medicare when 
requested by a specialist after the provision of genetic 
counselling.

2.	 A family history which is strongly suggestive of an 
underlying genetic contribution, for example:

•	 Two or more close relatives (first or second degree) on 
the same side of the family diagnosed with breast or 
ovarian cancer <50 years.

•	 Jewish ancestry.

•	 Breast cancer in a male.

•	 Cancer risk score assessed >10%

When should genetic testing in breast and ovarian cancer be considered? 
Genetic testing in breast and ovarian cancer can be considered in two main settings. DIAGNOSTIC testing is performed after a 
diagnosis of cancer, and PREDICTIVE testing is performed in unaffected individuals to determine the future risk of cancer. This 
guide is intended to assist specialist clinicians treating patients with a breast/ovarian cancer diagnosis. 

*	Prior to predictive testing referral for assessment and pre-test 
genetic counselling with an appropriately qualified clinical 
geneticist or genetic counsellor should be given.
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Figure 3: 	 Reduce risk and pre-empt cancer with proven medical  
	 management.  Source: www.cancer.gov

Clinical features suggesting diagnostic 
testing may be necessary:* 
1.	 A diagnosis of bilateral breast cancer
2.	 Onset of breast cancer before the age of 40 years
3.	 Relapsed platinum sensitive ovarian cancer to determine  

eligibility for olaparib treatment
4.	 Ovarian cancer before the age of 70 years
5.	 A diagnosis of breast and ovarian cancer at the same or  

at different times;
6.	 Ashkenazi Jewish ancestry
7.	 A male patient diagnosed with breast cancer
8.	 Triple negative breast cancer.
*Germline testing. Adapted from EviQ guidelines, February 2017

Up to
87%

Up to
50%

2%

Breast
Cancer

by age 50

Tamoxifen Mastectomy Oophorectomy Oral Contraceptive

Breast
Cancer

by age 70

Second
Breast Cancer

by age 70

Ovarian
Cancer

by age 70

100

80

60

40

20

0

8%
<1%

Up to
64%

Up to
11%

Up to
44%

MUTATIONS SIGNIFICANTLY INCREASE 
THE RISK OF DEVELOPING CANCER

Ca
nc

er
 R

isk
  (%

)

General population

BRCA mutation

Up to
68%

0

20

40

60

80

100
96%

Up to
60%

49%

90%

REDUCE RISK & PRE-EMPT CANCER 
WITH PROVEN MEDICAL MANAGEMENT

Ca
nc

er
 R

isk
 R

ed
uc

tio
n 

  (%
)

Ovarian Cancer
Breast Cancer

Figure 2: 	Mutations significantly increase the risk of developing  
	 cancer.  Source: www.cancer.gov

Diagnostic testing 
Diagnostic testing for BRCA variants and other cancer 
risk genes is performed to determine if there is a genetic 
contribution to a diagnosis of breast or ovarian cancer.
Hereditary (also known as germline) mutations in cancer risk 
genes such as BRCA1 and BRCA2 are commonly detected through 
testing of blood samples. Independent of heritable changes, it 
is also possible a tumour may have mutations (somatic variants) 
which is not identifiable through germline testing.
Studies have shown that testing tumour tissue enables 
identification of up to 50% more patients with BRCA mutated 
ovarian cancer compared to germline testing so tumour (FFPE) 
testing may be considered in addition to germline (blood) testing.
Detection of variants in known cancer risk genes can be used 
to inform therapeutic and prophylactic options for the patient. 
These can include determining potential benefit from PARP 
inhibitor therapy, risk of recurrence, and improved prediction of 
progression free survival and overall survival.
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Figure 1: 	 PARP Inhibitor mode of action



Why Choose Laverty Pathology’s  
Genomic Diagnostics?
Our experience:
With more than 10 years experience in cancer genetics we are 
your reliable partner for testing cancer genes.

We are responsive:
•    	We are committed to delivering the fastest possible 

turnaround times
•    	We have a customer care team ready to take calls to provide 

updates and answers to any questions

We are committed to delivering quality in our 
testing service:
•	 We are NATA/RCPA accredited for medical testing
•	 We take part in external quality programs for these tests

Calculating Risk of Familial Cancer
Cancer risk prediction models, based on epidemiologic data, 
calculate an individual’s likelihood of developing cancer, identify 
an individual’s risk of carrying a genetic mutation for a specific 
cancer (eg, BRCA 1 or BRCA 2), or both. There are a number of 
publicly available tools to perform these calculations with some 
listed in the table below.

RISK 
CALCULATOR SOURCE BACKGROUND

Manchester 
Score

Medical Genetic 
Unit, St. Mary’s 
Hospital, 
Manchester

Simple, manual scoring 
system to estimate 
chance of identifying 
mutation in BRCA1 and 
BRCA2 gene.

BOADICEA Cambridge 
University – Centre 
for Cancer Genetic 
Epidemiology

Computer program 
used to calculate the 
risks of breast and 
ovarian cancer in 
women based on their 
family history.

Penn II Risk 
Model

University of 
Pennsylvania

Ten questions used 
to predict pre-test 
probability (prior 
probability) that a 
person has a BRCA 1 or 
BRCA2 mutation.

Pre-test Genetic Counselling
Optional pre-test genetic counselling support is available for 
our referrers in patients eligible for MBS Item Number 73296. 
Counselling is provided by Genetic Counselling Australia 
by qualified genetic counsellors. Please request by writing 
“genetic counselling” or “G.C” on the patient request form. 

A referral form will be required. You may complete this form 
with the request, or you will be contacted to complete this.

TESTING OPTIONS AVAILABLE: 

TEST DESCRIPTION DETAIL

BraOVO (ATM, BRCA1, BRCA2, CHEK2, 
CDH1, PALB2, PTEN, STK11, TP53)*

Multi-gene test that analyses 9 high 
risk & moderately high risk breast & 
ovarian cancer susceptibility genes.

High risk genes with medical 
management guidelines are in BLUE. 
This test is bulk-billed for patients 
who fit the MBS criteria under 
Medicare item 73296.

Targeted Mutation Testing
“Familial Cancer Test”

For specified familial or ethnic 
specific mutations.

Testing of patients with a known 
familial mutation. This is bulk billed 
at no cost to patients under Medicare 
item 73297.

Comprehensive BRCA1 and BRCA2  
Mutation Screen*

Full length BRCA1 and BRCA2 
sequencing and deletion / 
duplication (large re-arrangement) 
analyses.

This test is a cost effective option for 
those patients who do not qualify for 
Medicare subsidised testing.

Cancer Risk Panel

ALK, APC, ATM, AXIN2, BAP1, BARD1, 
BMPR1A, BRCA1, BRCA2, BRIP1, CDC73, 
CDH1, CDK4, CDKN2A, CHEK2 , DICER1, 
EPCAM, FH, FLCN, GREM1, MEN1, MET, 
MLH1, MSH2, MSH6, MUTYH, NBN, NF1, 
NF2, PALB2, PMS2 [exons 6 and exon 
10 only], POLD1, POLE, PTCH1, PTEN, 
RAD51C, RAD51D, RB1, RET, SDHA, 
SDHAF2, SDHB, SDHC, SDHD, SMAD4, 
SMARCB1, STK11, TP53, TSC1, TSC2, VHL

Multi-gene test that analyses 51 
genes associated with increased 
risk for breast, ovarian, colorectal, 
uterine and other cancers.

Particularly useful where clinical 
features of several different 
hereditary cancer syndromes are 
present. Includes 30 actionable 
genes listed in EViQ cancer 
treatment online guide.

* 	Also available for testing from tumour (FFPE) samples. Note: Deletion and duplication (copy number) analysis is not performed on tumour (FFPE) 
samples.

Table 1:  List of some commonly referenced risk calculators.



How to organise testing
NEW MEDICARE ITEM 73296 – DIAGNOSTIC TESTING IN WOMEN WITH BREAST OR OVARIAN CANCER
The BraOVO test qualifies for the use of this rebate.

STEP 1: 	 Assess if the patient risk of having a familial pathogenic mutation is >10% using a risk score calculator.

STEP 2: 	 Use your standard Laverty request form. Please request “BraOVO” test and indicate clinical condition (Breast/
Ovarian cancer). Please indicate on the request form if patient DOES NOT qualify for the Medicare rebate.

STEP 3: 	 Discuss option of genetic counselling with your patient and if you and your patient agree that this would be of 
value please write “Genetic Counselling” on the pathology request form when requesting the Breast and Ovarian 
Cancer genetic test. Genomic Diagnostics will facilitate the genetic counselling process. Please see Breast and 
Ovarian Cancer Genetic Counselling Service FAQ sheet for further information.

STEP 4: 	 Patient attends a collection centre.

STEP 5: 	 The BraOVO test is performed and results are returned using your preferred method.

*Genetic counselling is available for the BraOVO test only when ordered under the Medicare rebate.

MBS Item Descriptor
Characterisation of germline gene mutations, requested by a specialist or consultant physician, including copy number 
variation in BRCA1 and BRCA2 genes and one or more of the following genes STK11, PTEN, CDH1, PALB2, or TP53 in a 
patient with breast or ovarian cancer for whom clinical and family history criteria, as assessed by the specialist or consultant 
physician who requests the service using a quantitative algorithm, place the patient at >10% risk of having a pathogenic 
mutation identified in one or more of the genes specified above.

DIAGNOSTIC TESTING IN WOMEN WITH BREAST OR OVARIAN CANCER WHO DO NOT QUALIFY 
FOR A MEDICARE REBATE
Choose either the BRCA 1 and 2 comprehensive test or the BraOVO test

STEP 1: 	 Use your standard Laverty request form. Please request “BraOVO “test or “BRCA 1 and 2” test and indicate 
clinical condition (Breast/Ovarian cancer) and indicate the patient DOES NOT qualify for the Medicare rebate.

STEP 2: 	 Patient calls 1800 822 999 to pre-pay for the test and identify a convenient collection location.

STEP 3: 	 The test is performed and results are returned using your preferred method.

NEW MEDICARE ITEM 73297 – PREDICTIVE FAMILIAL CANCER TEST
Sanger sequencing is used for targeted mutation testing for this item.
Please call 1800 822 999 for more information on accessing this test.

MBS Item Descriptor
Characterisation of germline gene mutations, requested by a specialist or consultant physician, including copy number 
variation in BRCA1 and BRCA2 genes and one or more of the following genes STK11, PTEN, CDH1, PALB2, or TP53 in a patient 
who is a biological relative of a patient who has had a pathogenic mutation identified in one or more of the genes specified 
above, and has not previously received a service under item 73296.

TUMOUR BRCA TESTING (NOT COVERED BY MEDICARE)
Choose either the BRCA 1 and 2 comprehensive test or the BraOVO test
Please call 1800 822 999 for more information on accessing this test.

This publication has been prepared and published by Laverty Pathology’s Genomic Diagnostics for the information of referring doctors. Although every effort has 
been made to ensure that the publication is free from error or omission, readers are advised that the publication is not a substitute for detailed professional advice. 
*Prices, where displayed, are correct at time of printing and are subject to change without notice.

Specialist Diagnostic Services Pty Ltd ABN 84 007 190 043 APA trading as Laverty Pathology   GD16 NOV 2017

To learn more about Cancer Risk testing by Laverty Pathology or to 
order a test, call: 1800 822 999.


