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Acknowledgement of traditional owners

We acknowledge the Tasmanian Aboriginal people as the 
traditional owners and ongoing custodians of the land on 
which we are meeting today. We pay our respects to Elders 
past and present.

We would also like to acknowledge Aboriginal people who are 
joining us today.



Learning outcomes
• Describe the guidelines and criteria for referral for a genetic assessment

• Outline the circumstances when it is appropriate to refer for a genetic 
assessment

• Outline the information required on a referral for genetic assessment

• Discuss the implications of genetic testing for a gene mutation related to 
breast, ovarian and/or prostate cancer

• Describe the role patient support organisations play for patients who 
carry gene mutations that predispose them to cancer

• Outline where to access the most appropriate evidence-based 
information about cancer genetics.



Some housekeeping

• Tonight’s webinar is being recorded​

• Please use the Zoom Q&A feature to ask questions​

• At the end of the webinar your browser will automatically open an 

evaluation survey. We appreciate you taking the time to complete 

this to help us improve our events program​me
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• Identify and support patients with hereditary cancer risk, 

related to breast, ovarian and/or prostate cancer. 

• Ensure patients are educated so they can make informed 

decisions about managing their cancer risk

• Enable early detection and prevention to improve outcomes 

for ‘high-risk for cancer’ people

Session Goals



• Describe how to find the guidelines and criteria for referral for a genetic assessment

• Outline the circumstances when it is appropriate to refer for a genetic assessment

• Outline the information required on a referral for genetic assessment

• Discuss the implications of genetic testing for a pathogenic variant (gene mutation, 

gene change, likely pathogenic variant) related to breast, ovarian and/or prostate 

cancer

• Describe the role patient support organisations play for patients who carry gene 

mutations that predispose them to cancer.

• Outline where to access the most appropriate evidence-based information about 

cancer genetics

Learning objectives



Causes of cancer



• Risk Stratification of patients either as near-population or above population risk is 

crucial to appropriate management including referral to a genetics service for 

further assessment and advice

• It can be difficult to know what is a population risk personal/family history vs 

increased risk (moderate risk) vs high risk

• Breast cancer occurs in 1 in 8 women in Australia so most family trees will contain 

diagnoses of breast cancer

• So what are you looking out for?

Risk categorisation

Role of the GP and other primary carers in 

cancer genetics



Picking up on genetic red flags in your patient’s personal or 

family history 

These can include:

• Young (or unexpected) age of diagnoses

• Unexpected pattern e.g. male breast cancer

• Bilateral diagnoses (breast cancer)

• Diagnoses in multiple blood relatives

• Linked malignancies e.g. 

⚬ breast, ovarian and prostate 

⚬ ovarian and bowel

⚬ breast and stomach



• Listen for the red flags 

• Where possible, collect full names, age of onset, type of cancer

• Note which side of the family the cancers are on and whether the two sides of the 

family are related by blood

• Encourage discussion about extended family

• Some people will want to talk and some will not

• Hereditary cancer risk spans throughout the family

• Talk about both men and women (be aware of myths surrounding inheritance and 

who may be affected)

• Discuss a referral for a “genetic assessment”

Start the conversation



When and where to refer
• If you think the personal and/or family history may be above 

population risk based on

⚬ Red flags

⚬ EviQ referral guidelines

⚬ iPrevent assessment

⚬ Known pathogenic variant in a related person

• Referral to local clinical genetics service 

⚬ The HGSA website lists public and private services and 

providers

⚬ The Tasmanian Clinical Genetics Service in TAS

• If the personal and/or family history is not suggestive of 

increased risk, but the person wants to explore risk 

assessment and/or genetic testing

⚬ Consider referral to a private genetics option

⚬ Utilise iPrevent for unaffected females





Tasmanian Clinical Genetics Service

Statewide public service through THS and TAS DoH

• See all ages, stages and conditions

• Based in Hobart with outreach clinics to Launceston and North West 

• Offer in person, telehealth and phone appointments

Service includes:

• Genetic counsellors: AHPs with post-grad clinical MGC, focus on decision-making 

support including diagnostic and predictive cancer genetic testing

• Clinical geneticists: Medically trained, previous speciality, additional training in 

genetics. Focus on diagnostic assessments for general condiitons.

• Administration, Research Co-ordinator, Research Officer  



Tasmanian Clinical Genetics Service

• Some States have separate Familial Cancer Services and general clinical genetics 

services

• Sometimes other services also separated e.g. antenatal genetics services

• Tasmania has one public genetics service that sees everything with some specialised 

staff members and MDT clinics and meetings e.g. paediatric cancer, neurogenetics, 

paediatric hearing loss, prenatal genetic counselling

• Clinical Genetics Services are not genetic testing services or laboratories

• Perform clinical assessment and offer relevant genetic testing based on clinical utility 

and other case by case considerations

• Some clinical services have associated laboratories like PeterMac and MCRI/VCGS but 

the clinical service is always a distinct entity



• Prefer eReferral, will accept email, fax and paper

• eReferral allows direct communication with referrer

• More detailed referral = more likely the patient is accurately triaged 

• Detail the family history of cancer (full names/ DOB/type/age of onset) 

• List any psychological concerns 

Things to consider: 

• Does the patient have a personal history of cancer? 

⚬ If not, are affected relatives still living? Could they be referred for assessment 

instead? (very helpful information) 

• Has genetic testing been undertaken in the family? 

• Does the patient have a relative letter/documentation from a family member? 

Wait times vary depending on location and triage category

Referring to the TCGS



Identifying affected/gene positive or negative relatives is important for:

• Triage codes - how quickly we will see patients

• No relative report = no predictive testing (theoretically). Relative details help us to locate 

reports more quickly

• Help to avoid unnecessary testing, helping to reduce cancer risk-related anxiety

• Help to communicate effectively with other genetics services

• Accuracy is key in genetics to facilitate accurate risk/screening advice

Why do details matter? 



Why do details matter? 

YES

NO

Areas where 
referrals can make a 

difference to the 
time it takes for a 
patient to be seen 



Why do details matter? 

Relative letters or ‘To whom it may concern’ (TWIMC) letters 

are given to patients if a genetic cause has been identified in 

them. This helps to:

• Anonymously inform relatives of inherited cancer

• Educate relatives about what has been found

• Advise them on next steps

• Facilitate referral of at-risk family members

• contains a unique Genetic file number which helps identify 

families in genetic records of service

• Ask patients about relative letters. If they do not have one 

their relative can request one



• Diagnostic genetic testing

⚬ Identifying the causative genetic variant in a person affected by cancer.

⚬ A variant search is often performed on a group of selected genes (known as a 

panel) related to the types of cancer present in the person and family.

• Predictive genetic testing 

⚬ If a pathogenic variant is identified, testing may be arranged in other family 

members to work out if they have inherited the same variant and the associated 

increased risk for cancer

• Somatic (tumour) testing

⚬ Used to find variants that exist in cancer cells which may alter treatment and 

management.

⚬ Performed on tissue or sometimes fluid from people with cancer.

Types of genetic testing



• Diagnostic genetic testing is most 

informative for the family when it is 

undertaken in an affected relative

• Why?

• Unlikely that a public genetics service would 

offer diagnostic genetic testing to an 

unaffected individual if there are living 

affected relatives available and willing to 

consent to testing

Diagnostic testing approach



1.  Who should be referred to Genetics first (ideally) in this family? 

2.  What would be the limitations/considerations of undertaking a diagnostic 

test in the patient referred? 

3.What are the possible outcomes of a test if it performed?

Case study

Patient



1.  Who should be referred to Genetics first (ideally) in this family? 

2.  What would be the limitations/considerations of undertaking a diagnostic 

test in the patient referred? 

3.What are the possible outcomes of a test if it performed?

Case study

• A result may not inform the risk for other family 

members

• Finding a genetic cause may reveal the genetic 

status of untested relatives - 

psychosocial/consent/insurance  implications

• Uncertain findings (VUS) are even harder to 

interpret in unaffected individuals

Patient



Genetic counselling and  genetic 

testing

• Genetic testing should ideally only be performed after genetic counselling

• Genetic counselling is an activity and a profession

• Genetic counselling can be performed by relevant specialist with knowledge of implications 

and ability to discuss these with the patient e.g. Mainstreaming for germline and somatic 

testing in people affected by cancer

• Genetic Counsellors are highly trained genetic healthcare professionals with professional 

regulation and certification pathway

• Genetic Counsellors specialise in helping people adapt to personal and family genetic risk 

or conditions in order to make personalised decisions 



Genetic counselling/psych support

• Important aspect of genetic testing

• Collect data about family history

• Explains process

• Calculates potential risk

• Explores psychosocial issues

• Counsel around options for screening/management

• Good for patients to be encouraged to see a psych if they carry hereditary cancer risk. 

• Can explain uncertain and uninformative results such as a VUS (Variant of Uncertain Significance)

• Find Genetic Services in Australia

https://www.genetics.edu.au/SitePages/Genetic-Services.aspx


Implications of genetic testing

• Impact on individual and family

• Access to personalised treatment such as PARPi for cancer patients

• Different surgical options ie mastectomy 

• Predictive/Cascade testing of family members

• Risk reduction/management recommendations:

⚬ High-risk breast screening program (mammogram/ultrasound/MRI) 

⚬ BRCA1 - mastectomy and tubes/ovaries removed from 35

⚬ BRCA2 - mastectomy and tubes/ovaries removed from 40, prostate screening at 40

⚬ Bowel screening for those with lynch syndrome

⚬ PALB2 - consider removing ovaries at 50 and/or mastectomy 

• Life insurance implications - >$500k

• Early, surgically induced menopause can be an implication of risk management surgery 



Inherited cancer risk

• Up to 18% of ovarian cancers have an inherited link

• 5 - 10% of breast cancers have an inherited link

• 5 - 10 % of prostate cancers have an inherited link

• 5 - 10% of pancreatic cancers have an inherited link 

• Up to 30% of all bowel cancers have an inherited link

• 1 - 2% of melanomas have an inherited link

There is a large burden in high risk for cancer families 

(financial and emotional).

These families experience poorer health outcomes 

(younger diagnosis, more aggressive cancers, throughout 

multiple generations).



• More gene mutation carriers are being identified through research and increased 

access to treatments 

Identified 89 BRCA

21 PABL2 and ATM

in 2023

1 in 12 Omico 

participants have a 

germline mutation

Broader testing for 

ovarian cancer patients

11% of Traceback patients 

have gene mutations. 

6,000 more to test

Family members of 

children with germline 

mutations are testing

More PBS listings for 

BRCA breast cancer 

patients

Increased demand



MBS guidelines for genetic testing 

Can be arranged by appropriate specialist:

⚬ For cancer patient to access PARPi (73295):

￭ Advanced (FIGO III-IV) high-grade serous or high-grade epithelial, fallopian tubes or 

primary peritoneal cancer

￭ breast cancer (recently expanded criteria)

⚬ Somatic testing of cancer sample in people with prostate cancer

Should only be arranged following formal genetic counselling appointment

⚬ For a relative, predictive/cascade (73297):

￭ Person who has a biological relative who has a pathogenic or likely pathogenic gene 

variant (eg BRCA1, BRCA2, STK11, PTEN, CDH1, PALB2 or TP53)



Genetic testing for BRCA under MBS
Since 2017, over 41,850 people have undertaken publicly funded genetic testing related to 

cancer risk or treatment (10,224 in 2024)

Diagnostic testing

• 73296 - Germline testing for breast/ovarian/prostate patients with a greater than 10% 

chance of mutation or where result can inform treatment options

• 73295 - Germline testing for ovarian cancer patients (whose tumour did not permit testing) 

and for HER2-, early high-risk BC (including TNBC), mBC, for access to PARPi (diagnostic 

testing)

Predictive testing

• 73297 - Germline predictive/cascade testing for relatives

• For every 1 diagnostic genetic result, 3.3 members of a family will be tested

Somatic testing

• 73301/2/3 - Tumour testing for BRCA for OC and prostate cancer patients for access to 

PARPi

https://pubmed.ncbi.nlm.nih.gov/30254378/


Private Genetic Testing

• Many people do not meet the guidelines for publicly funded genetic testing. Eg adopted, relative(s) not 

living

• Some people may want to access earlier appointment

• Can be assessed +/- testing privately 

• Appropriate private service can vary depending on whether person has had cancer, family history and 

risk assessment e.g.

⚬ proactive cancer risk panel testing in unaffected individual with close to population risk 

⚬ private appointment with qualified genetic counsellor/clinical geneticist if affected or increased risk

⚬ HGSA website

Important advice

• Ensure the private lab/service provides suitable pre- and post- genetic test genetic counselling

• Ensure testing is undertaken in a NATA accredited laboratory



We are Australia’s leading charity supporting those with 

inherited cancer risk

Our vision is that every Australian is informed and 
supported to manage their risk of hereditary cancer. 

https://d20suj4g28m6xs.cloudfront.net/9bc637f562472ce9faa4f4be953552c5.pdf


• Founded in 2009, registered National charity in 

2012

• Rebranded and rename in August 2024, formerly 

Pink Hope

• 3 pillars: Support, educate and advocate for 

individuals with hereditary cancer risk and those 

diagnosed.

• 5 Staff in VIC, NSW and the ACT, plus many local 

volunteers

• Mission: Empower all Australians to understand 

and act upon hereditary cancer risk, through 

evidence-based education and support. 

History



• Majority women

• 70% have an identified gene mutation (mostly BRCA, PALB2, CHEK2)

• 30% strong family history of cancer

• 36% have had a cancer diagnosis (majority breast and ovarian)

• Our community are younger than other cancer charities:

⚬ 43% under 45yrs, 

⚬ 69% under 55 yrs

• Database of 6,000 people (includes family and supporters)

• Over 2,800 engaged in our online support groups

• Instagram followers - 22k, facebook followers - 32K 

• At least 1 question per day in the support group, 18% growth

• Community can access support via PM, DM, linkedin, phone, email or a form on our 

website

Our community



• 73% of respondents had 1 or more cancer diagnosis in immediate family

• 56% of respondents had 2 or more 2nd deg family with a cancer diagnosis

• 37% of people waited over 3 months to see a genetic counsellor

• 20% of people undertook genetic testing privately

• Regional centre ~ <50% had a positive experience accessing healthcare, compared 

with >80% in major city

• 26% of respondents spent over $15,000 managing their risk/cancer

• Only 27% of respondents undertook RR surgery wholly in the public system

• 3 from 4 people accessed ICA to seek info about risk reduction

Our community



Cancer and risk runs in the family

My younger cousin died of Ovarian Cancer 

at a young age. My great grandmother 

died of ovarian cancer. My aunt died of 

ovarian cancer.

My aunt, grandma and mother 

all died of bilateral breast 

cancer in their 40s.

In reality it ran on my Dads side and his 

mother had died at 34yrs. It was passed 

on only to him and my uncle and not my 

aunt. I have had breast cancer and both my 

father and my brother have/had 

prostate cancer.

I am the only sibling of 4 and my mother, who are 

not diagnosed with breast cancer. I lost my 1 sister 

3 years ago to this disease. My brother was 

diagnosed with breast cancer last year as was my 

middle sister a few years ago. My mother was 

diagnosed over 30 years ago. 

2 of my sisters were diagnosed with breast 

cancer a short time after I was identified as 

carrying the BRCA 1 .

One of my sisters was diagnosed with breast cancer 

so I decided on the surgery but 5 years later the 

same sister was diagnosed with breast cancer again. 

A paternal 1st cousin has had breast cancer twice as 

well.

The deaths of my sister (ovarian cancer), 

mother (ovarian cancer) and grandmother 

(breast cancer).

My sister died from ovarian cancer 

so I didn’t want to take any risks.

Both my sister and I have had 

breast cancer before 40.
• 73% (n = 645) had 1 or more 1st 

degree family members with a 

cancer diagnosis

• 56% (n = 495) had 2 or more 2nd 

degree family members with a 

cancer diagnosis

I have a family history of prostate cancer 

(grandfather died with it, father received 

treatment for it but recovered and died with 

lung cancer)



Most talked about topics
Menopause

Costs

Surgery and scan anxiety

Keep or take 
the uterus?

Wait times for surgery and 
genetic testing

When to have 
surgery

PGT/IVF

Surgical 
complications

“I am completely out of my 

depth and haven’t had 

much notice of the surgery 

date”. 

“The left my nipple is facing more 

towards the outside of my body and 

it’s a different shape to my right.”
“I honestly don’t know 

where/how to start the 

process.”

“I don’t know how I would cope 

knowing my future kids may have 

to go through what I’m going 

through.”“I was given the choice of 

having my uterus out too”

“I was so overwhelmed with 

the out of pocket cost that was 

quoted to me.”

“Is anyone else experiencing ridiculous 

waiting times for appointments to get 

results back?”

“Hi can anyone tell me what the 

recommendations on HRT is for 

perimenopause in BRCA 2”



ICCon database

• 29,651 individuals with gene 

mutations across Australia who are 

linked to Genetic Services.

• 10,244 people had publicly funded 

genetic testing related to BRCA, 

STK11, PTEN, CHD1, PALB2, TP53 

and lynch syndrome in 2024.

• There are many more who access 

testing privately.



• Provide evidence-based information, tools and resources

• Promote open discussion about family cancer history - across generations

• Work collaboratively with healthcare professionals and other health 

organisations

• Advocate for high-risk families

• Promote preventive health practices and campaigns

• Ensure all individuals at high-risk for cancer are supported and empowered 

to make informed decisions about managing their cancer risk

• Contribute to research, genomics working groups and support the HTA 

process

What we do



For patients



This free service allows you to submit questions about being high risk. 

Healthcare professionals or consumers can submit questions and these 

will be triaged and forwarded on to experts for a response.

A free peer support program where those wanting support

are matched with a mentor. 

www.inheritedcancers.org.au/be-supported

Our support service



We support many generations in families, an example: 

• Support through Mum with ovarian cancer

• Support with genetic testing/counselling

• Info about screening and risk reduction

• Info about PGT and family planning

• Info about research I could be part of pre surgery

• Support with cousin with breast cancer

• Info/support with risk reducing surgeries

• Info about talking to children

Continued connection



• Family experiences shape decisions for risk reducing surgery - not everyone will 

follow the guidelines

• Guilt of potentially passing on gene mutations

• Guilt of not having a gene mutation when other family members do

• Worry about the cancers you can’t screen for

• Cancer risk looms - every lump or bump needs to be investigated which means 

anxiety and financial pressure

• General population doesn’t get it - people with gene mutations need connection

• Conflicting information from healthcare professionals

Real life implications of inherited cancer risk



From our Focus Groups we heard:

• In some cultures there is a stigma around gene mutations - people don’t talk about 

it. Some people know and don’t reach out to family.

• Some health care providers were seen as blasé about the risks for men or told 

people they were too young for cancer.

• People worry about insurance discrimination and the next generation

• Impacts family members differently - some worry, some don’t

• There are access/staff challenges in rural/regional areas

• LGBTQI+ people faced assumptions and gender stereotypes within the healthcare 

system

• Talking to kids and guilt was a challenge for men

Added complications for priority populations



• Financial toxicity over generations

• Emotional trauma from generations of cancer and risk

• Many women experiencing menopause for double the general population

• Many waiting for years on public waitlists for prophylactic surgery

• Data on prophylactic surgeries not collected

• Data for people who have gene mutations held by S&Ts

• People having risk reducing surgeries during a time in life when they are highly active 

in work and family life

• More research and more funded drugs and testing = more demand for us

• ICA is not Federally funded and our capacity to support is capped by the funding we 

can access. 

Our community & challenges



• Elevated Risk of Ovarian Cancer biobank 

      www.gyncancerresearch.org/the-eroc- biobank

• Menopause and brainfog study - 

       e: maprc-earlymenopauseandcognition@monash.edu

• PRIMO trial

      www.petermac.org/research/clinical-research/clinical-research-by-

centre/familial-cancer-research-centre/primo-trial

• BRCA-P trial 

      www.breastcancertrials.org.au/trials/brca-p/

• TUBA-WISP II study

      www.tuba-wisp.org/p-start-en

BRCA Research and trials



• Centre for Genetics Education - NSW

• Genomics in General Practice 

• Breast cancer – referring to genetics

• Colorectal cancer or polyposis – referring to genetics

• iPrevent Breast Cancer Risk Assessment Tool (PeterMac)

• General practitioner referral guidelines for cancer genetics assessment

• EviQ Cancer Genetics consumer information

• Nursing Australia podcast (18:52)

• Inherited Cancers Australia webpage for healthcare professionals

• Can contact info@inheritedcancers.org.au or robyn@inheritedcancers.org.au

Helpful links

https://www.genetics.edu.au/SitePages/Home.aspx
https://www.racgp.org.au/getattachment/a7b97d5a-5b5f-4d4b-ab3b-efa9c08b1d6d/Genomics-in-general-practice.aspx
https://www.eviq.org.au/cancer-genetics/referral-guidelines/1620-breast-cancer-referring-to-genetics
https://www.eviq.org.au/cancer-genetics/referral-guidelines/657-colorectal-cancer-or-polyposis-referring-to
https://www.petermac.org/health-professionals/prevention-and-assessment-tools/iprevent-information-for-health-practitioners
https://www.eviq.org.au/cancer-genetics/referral-guidelines/1147-general-practitioner-referral-guidelines-for
https://www.eviq.org.au/cancer-genetics/consumer-information
https://open.spotify.com/episode/12oYTJ8KI0gwFbCtvMWUM6?si=acbfefc288424bac
https://www.inheritedcancers.org.au/inherited-cancers/i-am-interested-in/healthcare-professionals


Person experience











Q&A time 



Upcoming events 



Username: connectingcare

Password: health 



Some final words

• After this webinar end, your browser will open a link to an evaluation 

survey. 

• Statements of attendance will be emailed to participants.

• For event queries, please contact events@primaryhealthtas.com.au

Thank you

mailto:events@primaryhealthtas.com.au


Disclaimer
• Information presented in webinars organised by Primary Health 

Tasmania can come from a number of sources, and does not 
necessarily reflect the views of Primary Health Tasmania. Every 
reasonable effort is taken to ensure the information is accurate and 
current. 

• The content is general in nature – please refer to any referenced 
guidelines or standards for further information. Health professionals 
should rely on their own independent inquiries and professional 
judgement when making any decisions.

• Primary Health Tasmania and the Australian Government are not 
responsible for any injury, loss or damage however arising from the 
use of or reliance on the information provided in this webinar.



www.facebook.com/primaryhealthtas

www.twitter.com/TasPHN
@TasPHN

www.primaryhealthtas.com.au

Stay informed
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