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Our Team

 5 genetic counsellors

 1 cancer geneticist – Professor Kathy Tucker

 Outreach service

 Combination of face to face appointments and 

telehealth



Clinics

 Clinics

 Canberra Region Cancer Centre at Canberra 
Hospital (weekly)

 Gungahlin Community  Health Centre (fortnightly)

 Belconnen Community Health Centre (monthly)

 Referrals from GPs, cancer specialists (surgeons, 
medical oncologists and radiation oncologists), nurses

 Referrals are triaged

 High risk and predictive test referrals are offered an 
appointment

 Moderate risk and population risk referrals get a phone 
call from a GC to screen for high risk features in the 
family which would indicate if an appointment is required. 

 If no appt indicated, letter written back to referring 
clinician and patient with risk assessment and 
management guidelines



A few stats

 Up to Sept 2019 have received 407 cancer referrals – average of 45 referrals 

per month

 Highest peak in referrals was due to the Angelina Jolie effect in 2013 –

referrals increased by 400%

 Each person offered a face to face appointment is likely to take at least 5 

hours of genetic counsellor time



Characteristics of a cancer 

predisposition syndrome

 Multiple affected individuals over multiple generations

 Pattern of cancer types

 Age of diagnosis

 Multiple primary cancers in the same individual

 Pathology characteristics



Genetic Risk Assessment

 Family History - information about relationships 

between individuals and the family’s medical history, 

determine inheritance pattern, ethnicity

 Confirmation of family history

 Pathology Reports, Immunohistochemistry

 Computer Algorithms

 EviQ guidelines

 Review with clinical geneticist

 Genetic testing and/or screening and management 

advice

 Discussion of psychosocial issues

 Dissemination of information and genetic test results



Hereditary Breast and Ovarian Cancer

 Population risk of breast cancer = 1 in 8 (12%)

 Population risk of ovarian cancer = 1 in 100 (1%)

 5-10% of cases of breast and ovarian cancer are due to an inherited 
predisposition

 Females with a mutation in the BRCA 1 or BRCA 2 genes have an 
increased risk of developing breast, ovarian or pancreatic cancer

 Males have an increased risk of developing breast, prostate or 
pancreatic cancer





Colorectal Cancer and 

Polyposis

 Population risk of bowel cancer in females – 1 in 17

 Population risk of bowel cancer in females – 1 in 12

 5-10% of cases of colorectal cancer are due to an inherited predisposition

 Common referrals

 Lynch syndrome – mutation in a Mis-Match Repair (MMR) gene – MLH1, PMS2, MSH6 
and MSH2

 Familial Adenomatous Polyposis – mutation in the APC gene

 Polyposis



EviQ Guidelines

 National group of cancer genetic health professionals 

review international literature on regular basis and 

formulate best practise guidelines.

 https://www.eviq.org.au/

 Referral Guidelines

 Genetic Testing Guidelines

 Risk Management Guidelines 

 Information Sheets for Individuals and Families

https://www.eviq.org.au/




Referral Guidelines – EviQ

Individual Characteristics

 Breast cancer diagnosed <40yrs of age (will be offered genetic testing)

 Bilateral breast cancer – first diagnosis before 60yrs

 Male breast cancer

 Epithelial ovarian cancer diagnosed ≤ 60yrs

 Individual with both breast and ovarian cancer diagnosed at any age 

 Blood relative of known mutation carrier



Referral Guidelines – EviQ

Family history Characteristics

 Two 1st or 2nd degree relatives diagnosed with breast or 
ovarian cancer plus one or more of the following on the 
same side of the family:

 Additional relatives with breast or ovarian cancer

 Breast cancer dx <50yrs

 More than 1 primary breast cancer in the same individual

 Breast and ovarian cancer in the same individual

 Male breast cancer

 Ashkenazi Jewish Ancestry

 Pancreatic cancer

 High grade prostate cancer



Referral Guidelines – EviQ

Tumour Characteristics

 Triple negative breast cancer ≤ 50yrs of age (ER, PR and HER2 neg) – will be offered 

genetic testing

 High grade (grades 2 & 3) non-mucinous epithelial ovarian, fallopian tube or 

primary peritoneal cancer (will be offered genetic testing if ≤ 70yrs)

 Ovarian cancer that is MMR-deficient (Lynch Syndrome)





Computer Algorithms

 BOADICEA – Breast and Ovarian Analysis of Disease 
Incidence and Carrier Estimation Algorithm

 Computer algorithm

 Predicts chance of finding a mutation in BRCA1, BRCA2, PALB2 and 
ATM genes

 Provides age specific risks of breast and ovarian cancer for target 
individual

 If chance of finding a mutation is ≥10% individual is 
eligible for medicare rebateable genetic testing

 Manchester Score = ≥15 (equivalent to ≥10% )



Advances in Genetic Testing

 Previously if no mutation found in BRCA1 and BRCA2 there was 
no other testing available – in approximately 70% of cases 
there is an inconclusive result

 Now offer BRCA1/2 Plus Panel to most patients

 BRCA1

 BRCA2

 PALB2 – increased risk of breast and pancreatic cancer

 ATM (c.7271T>G) - increased risk of breast and pancreatic 
cancer

 TP53 – increased risk of multiple cancer types including 
breast, sarcomas, brain tumours, gastric, colorectal, lung, 
prostate, renal and pancreatic

 Shift in when testing in being requested

 Previously was mainly offered after treatment was 
complete

 Now being requested by clinicians early in treatment to 
assist with management eg surgical decisions, tailoring 
chemotherapy options



Types of Genetic Testing

 Medicare rebateable genetic testing

 Publically funded genetic testing

 Privately funded genetic testing – previously $2000 for BRCA1/2, now $450 for 

BRCA1/2 Plus Panel



Possible results

 Mutation Screen

 Pathogenic variant – Predictive testing available for other family members

 Inconclusive – no abnormalities detected

 Variant of Unknown Significance (VOUS) - Predictive testing not available for other 

family members

 Predictive Genetic Testing

 Positive – familial mutation present

 Negative – familial mutation absent – at population risk of developing cancer
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