
 

 

Summary 
This document contains the draft Clinical Prioritisation Criteria (CPC) for Genetics. It is a consultation document 
only. This is a drafting document and should be read in conjunction with the consultation overview.  

The final format will be as indicated on the CPC website https://cpc.health.qld.gov.au/ and embedded into your 
local HealthPathways site or HHS site i.e. ‘Refer your patient’ website https://metrosouth.health.qld.gov.au/referrals 
or www.health.qld.gov.au/metronorth/refer. 

For more information about the CPC development process and purpose, please see the accompanying CPC 
Consultation Overview. 
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Genetics inclusion for outpatient services 
The following conditions are proposed to be considered under the Genetics CPC. 

Please note this is not an exhaustive list of all conditions for outpatient services and does not exclude 
consideration for referral unless specifically stipulated in the CPC exclusions section.  
General Genetics 
 Cardiac genetics 

 Endocrine genetics 

 Gastroenterology / hepatology genetics 

 Haematology genetics (excluding cancers) 

 Metabolic genetics 

 Neurology genetics 

 Ophthalmic genetics 

 Other adult genetic conditions 

 Paediatric genetics 

 Renal genetics 

 Reproductive genetics 

 Respiratory genetics 

 Untested and AFFECTED blood relative of a person with an identified gene mutation/chromosomal anomaly 
(confirmatory testing) 

 Untested and UNAFFECTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly (predictive/pre-symptomatic testing) 

 
Cancer Genetics 
 Breast cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has 

NOT been identified 

 Colorectal or small bowel cancer: Affected individual from a family in whom a mutation in a cancer 
predisposition gene has NOT been identified 

 Gastrointestinal polyps (not cancer): Affected individual with from a family in whom a mutation in a cancer 
predisposition gene has NOT been identified 

 Endocrine cancer or tumour: Affected individual from a family in whom a mutation in a cancer predisposition 
gene has NOT been identified 

 Female gynaecological cancer or tumour: Affected individual from a family in whom a mutation in a cancer 
predisposition gene has NOT been identified 

 Gastric cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has 
NOT been identified 

 Haematological malignancy: Affected individual from a family in whom a mutation in a cancer predisposition 
gene has NOT been identified 

 Kidney tumour or cancer: Affected individual from a family in whom a mutation in a cancer predisposition 
gene has NOT been identified 

 Paediatric or adolescent and young adult (AYA) cancer: Affected individual from a family in whom a 
mutation in a cancer predisposition gene has NOT been identified 

 Other conditions relating to cancer genetics 

 Individual who has undergone mainstreamed and/or private genetic testing for cancer predisposition genes 

 Untested blood relative of a person with an identified mutation in a cancer predisposition gene 

 Family history: Individual with a family history of cancer from a family in whom a mutation in a cancer 
predisposition gene has NOT been identified 
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Genetics paediatric conditions 
The following paediatric conditions are to be considered under the Genetics.  Alternatively, please consider if it is 
necessary to develop a separate paediatric CPC for Genetics. 

 There is a Paediatrics genetics condition within the general genetics conditions and a Paediatric or 
adolescent and young adult (AYA) cancer condition within the cancer genetics conditions but the remaining 
conditions within this CPC may also include information relevant to paediatrics 

 

Genetics exclusions for outpatient services  
Not all services are appropriate to be seen in the Queensland public health system. Exceptions can always be 
made where clinically indicated. It is proposed that the following are not routinely provided in a public Genetics 
service 
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The following are not routinely provided in a public Genetics service. 
General Genetics 
 Individuals with a personal and/or family history of Ehlers Danlos syndrome type 3 / hypermobility / joint 

laxity. Please review the information fact sheet (link to GHQ website) regarding red flag signs in these 
patients which may trigger a referral to clinical genetics. 

 Individuals who have a population risk of lower than 1 in 50 of being a carrier for a rare autosomal recessive 
disorder, where their partner is a known carrier of a rare autosomal recessive disorder. Please see 
information fact sheet (link to GHQ website) on common autosomal recessive disorders. 

 Pregnant women with a high risk due to advanced maternal age or antenatal serum/nuchal screening 
investigations, who have not yet had a diagnostic test. 

 Couples who have had recurrent miscarriages where the cause is NOT due to a chromosomal anomaly. 

 Individuals who have had or are considering genetic testing of the MTHFR gene.  Please see information 
fact sheet (link to GHQ website). 

 Individuals who have had or are considering ‘direct to consumer’ genetic testing. 

 Individuals who have had or are requesting genetic testing relating to paternity 

 Individuals who are not residents of Queensland. 

 
Cancer Genetics 
 Individuals with a personal history of colorectal cancer diagnosed at age ≥ 50 years with loss of MLH1 and 

PMS2 on mismatch repair immunohistochemistry AND presence of the BRAF V600E mutation in tumour 
AND have no other personal or family history suggestive of a familial predisposition to colorectal cancer or 
gastrointestinal polyps (link to CRC condition in genetics CPC AND MMR IHC document on GHQ website). 

 Individuals with a personal history of colorectal cancer diagnosed at age ≥ 50 years with normal mismatch 
repair immunohistochemistry AND have no other personal or family history suggestive of a familial 
predisposition to colorectal cancer or gastrointestinal polyps (link to CRC condition in genetics CPC AND 
MMR IHC document on GHC website). 

 Individuals with a personal history of endometrial cancer diagnosed at age ≥ 50 years with loss of MLH1 and 
PMS2 on mismatch repair immunohistochemistry AND presence of MLH1 promoter methylation in tumour 
AND have no other personal or family history suggestive of a familial predisposition to endometrial cancer 
(link to gynae / Onc condition within genetics CPC AND MMR IHC document on GHC website). 

 Individuals with a personal history of endometrial cancer diagnosed at age ≥ 50 years with normal mismatch 
repair immunohistochemistry AND have no other personal or family history suggestive of a familial 
predisposition to endometrial cancer (link to gynae / onc condition within genetics CPC AND MMR IHC 
document on GHC website). 

 Individuals with a family history of cancer who are solely being referred for further assessment and 
management of a suspected new cancer (e.g. elevated tumour markers, abnormal breast imaging). 

 Individuals who are not residents of Queensland. 
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Referral and outpatient criteria 
General Genetics 

Cardiac genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a cardiac 
genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a cardiac genetic diagnosis AND is currently 
on or about to go onto a palliative care pathway 

 The patient has a personal and/or any family history (blood relatives) of a cardiac 
genetic diagnosis, where a specific gene mutation HAS been identified on a genetic 
test 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a cardiac 
genetic diagnosis, where a specific gene mutation has NOT been identified on a 
genetic test 

1. Reason for request, indicate on the referral 
• To establish a diagnosis 

• For treatment or intervention not otherwise accessible to the patient 

• For advice regarding management 

• To engage in an ongoing shared care approach between primary and secondary care 

• Reassurance for GP/second opinion 

• Reassurance for the patient/family 

• For other reason (e.g. rapidly accelerating disease progression) 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (especially ECG, MRI and 
echocardiogram) (if results are available within ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

- autopsy reports (where relevant and available) 
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 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
> General referral information/Standard information (Appendix 2, Consultation overview) 

> Notes 

o Please note that where appropriate and where available, the referral may be streamed to an associated public allied health 
and/or nursing service.  Access to some specific services may include initial assessment and management by associated 
public allied health and/or nursing, which may either facilitate or negate the need to see the public medical specialist. 

o A change in patient circumstance (such as condition deteriorating, or becoming pregnant) may affect the urgency 
categorisation and should be communicated as soon as possible. 

o Please indicate in the referral if the patient is unable to access mandatory tests or investigations as they incur a cost or are 
unavailable locally. 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 The Queensland Cardiac Genetics Service is a collaborative multidisciplinary clinical service with both 
cardiology and clinical genetics staff in attendance. The clinics are primarily based at the Royal Brisbane 
and Women's Hospital (adult) and Lady Cilento Children’s Hospital (children), however regional clinics and 
telehealth appointments are also available. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

• ascending aortic aneurysm/aortopathy/vasculopathy 

• hypertrophic cardiomyopathy 

• arrhythmogenic right ventricular cardiomyopathy (ARVC) 

• left ventricular non-compaction (LVNC) 

• dilated cardiomyopathy 

• long QT syndrome 

• catecholaminergic polymorphic ventricular tachycardia (CPVT) 

• Brugada syndrome 

• sudden unexplained death in a young relative (less than 40 years of age) 

• familial hypercholesterolaemia 

• paediatric pulmonary hypertension 

• Marfan syndrome (please ensure an echocardiogram and ophthalmology review has been requested) 

• congenital heart defect 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

• Australian Genetic Heart Disease Registry 
Information sheets 

o Hypertrophic cardiomyopathy (HCM) 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_HCMInfoSheet_2012.pdf
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o Familial dilated cardiomyopathy 
o Arrhythmogenic right ventricular 

cardiomyopathy 
o Long QT syndrome 
o Catecholaminergic polymorphic 

ventricular tachycardia 
o Left ventricular noncompaction 
o Brugada syndrome 

Inform the patient 
 Ensure they are aware of the request and the reason for being assessed. 

 Instruct them to take all relevant radiology films and reports (including the imaging report) to appointments. 

 To inform of any change in circumstance (e.g., getting worse or becoming pregnant) as this may affect the request for assessment. 

 
 

Endocrine genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of an 
endocrine genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of an endocrine genetic diagnosis AND is 
currently on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of an 
endocrine genetic diagnosis, with/without a specific gene mutation identified on a 
genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (if results are available within 
ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 

http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_DCMInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_ARVCInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_ARVCInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_LQTSInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_CPVTInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_CPVTInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2013/02/AGHDR_LVNCInfoSheet_2012.pdf
http://www.heartregistry.org.au/wp-content/uploads/2012/12/AGHDR_BrugadaInfoSheet_2012.pdf
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 Known details of relevant family history (first and second-degree relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

• osteogenesis imperfecta 

• maturity onset diabetes of the young (MODY) 

• pseudohypoparathyroidism 

• familial hypocalcaemia 

• familial hypocalciuric hypercalcaemia 

• hypophosphatasia 

• hypophosphataemic rickets 

• thyroid hormone resistance 

• congenital adrenal hyperplasia 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education 

• Diabetes Genes website 

• NSW Centre for Genetics Education 

• Diabetes Genes website 

Inform the patient 
See initial condition for details 

 
 

Gastroenterology / hepatology genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
https://www.diabetesgenes.org/
http://www.genetics.edu.au/
https://www.diabetesgenes.org/
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Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a 
gastroenterology/hepatology genetic diagnosis AND the patient or their partner is 
pregnant and an opinion/genetic testing will guide investigations, management, and 
outcome in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a gastroenterology/hepatology genetic 
diagnosis AND is currently on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a 
gastroenterology/hepatology genetic diagnosis, with/without a specific gene 
mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (if results are available within 
ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

https://www.health.qld.gov.au/ghq/contact-us
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- congenital hepatic fibrosis 

- haemochromatosis 

- alpha-1 antitrypsin deficiency 

- Wilson’s disease 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Haematology genetics (excluding cancers) 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics  

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The individual or their partner is pregnant and BOTH have abnormal haemoglobin 
studies and an opinion/genetic testing will guide investigations, management, and 
outcome in pregnancy (please ensure a review/discussion with haematology team 
has occurred prior to referral) 

 The patient has a personal and/or any family history (blood relatives) of a non-
haemoglobinopathy genetic diagnosis AND the patient or their partner is pregnant 
and an opinion/genetic testing will guide investigations, management, and outcome 
in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a haematology genetic diagnosis AND is 
currently on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a 
haematology genetic diagnosis, with/without a specific gene mutation identified on a 
genetic test  

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigation results (if results are available within ieMR please 
indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 

http://www.genetics.edu.au/
http://www.genetics.edu.au/
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 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- haemophilia 

- thalassaemia (Alpha, Beta) 

- sickle cell anaemia 

- congenital anaemia 

- bone marrow failure syndromes 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Metabolic genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a confirmed 
metabolic genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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Category 2 
(appointment within 
90 calendar days) 

  The patient has a personal history of a metabolic genetic diagnosis AND is currently 
on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a metabolic 
genetic diagnosis, with/without a specific gene mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigation results (if results are available within ieMR please 
indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions) 

- Affected (confirmatory testing) (Link to other genetics CPC conditions) 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Please insert any other information that may be of use to referring clinicians.  These will be considered and 
incorporated into HealthPathways specialty pathways by the clinical writers.   

Inform the patient 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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See initial condition for details 

 
 

Neurology genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a 
neurological genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a neuromuscular/neurodegenerative genetic 
diagnosis AND is currently on or about to go onto a palliative care pathway 

 The patient is deteriorating with a neuromuscular/neurodegenerative genetic 
diagnosis   

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a 
neurological genetic diagnosis, with/without a specific gene mutation identified on a 
genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (especially EMG, EEG, NCS, 
muscle biopsy, and MRI/CT) (if results are available within ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
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 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 
genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Individuals who are suspected to be affected by a neuromuscular/neurodegenerative genetic diagnosis 
should be seen by a neurologist or hospital general physician prior to referral. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- epilepsy (early onset, familial, and/or syndromic) 

- muscular dystrophy (congenital, cpinal muscular atrophy, Duchenne, Becker, facioscapulohumeral, limb-
gridle) 

- myotonic dystrophy 

- hereditary motor and sensory neuropathy (Charcot-Marie-Tooth disease) 

- mitochondrial disorders 

- dystonia 

- Huntington’s disease 

- spinocerebellar ataxia 

- motor neurone disease 

- dementia (frontotemporal, early onset) 

- leukodystrophy 

- brain malformations 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Ophthalmic genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of an 
ophthalmic genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of an ophthalmic genetic diagnosis AND is 
currently on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or family history (blood relatives) of an ophthalmic 
genetic diagnosis, with/without a specific gene mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (especially ERG and MRI/CT) (if 
results are available within ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- congenital cataracts 

- eye malformations (microphthalmia, anophthalmia, microcornea) 

- lens dislocations 

- vitreoretinopathy 

https://www.health.qld.gov.au/ghq/contact-us
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- retinal dystrophy 

- ocular/oculocutaneous albinism 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Other adult genetic conditions 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
diagnosis AND the patient or their partner is pregnant and an opinion/genetic testing 
will guide investigations, management, and outcome in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a genetic diagnosis AND is currently on or 
about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
diagnosis, with/without a specific gene mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (if results are available within 
ieMR please indicate this on referral) 

- details and results of genetic testing if performed  

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

http://www.genetics.edu.au/
http://www.genetics.edu.au/
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4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC:  

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- Marfan syndrome (please ensure an echocardiogram and ophthalmology review has been requested) 

- neurofibromatosis type 1 

- hereditary haemorrhagic telangiectasia 

- vascular Ehlers-Danlos syndrome 

Clinical resources (links) Patient resources (links) 

NSW Centre for Genetics Education NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Paediatric genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The child is affected by a genetic condition AND a parent is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a genetic diagnosis AND is currently on or 
about to go onto a palliative care pathway 

 The patient is currently affected by a neurodegenerative genetic condition 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a paediatric 
genetic diagnosis, with/without a specific gene mutation/chromosomal anomaly 
identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant organ specific diagnostic investigations and/or imaging results (if results are available within 
ieMR please indicate this on referral) 

- details and results of genetic testing if performed (especially chromosome microarray) 

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC:  

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 A referral for both parents (if available) is very useful, especially for a child with the following conditions: 

- Chromosomal anomaly 

- Cystic fibrosis (affected or carrier) 

- Spinal muscular atrophy 

- Other autosomal recessive conditions 

 A referral for the intervening parent (if available) is very useful, particularly for a child who has a family 
history (blood relatives) of a genetic condition. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- chromosomal disorders 

- multiple congenital anomalies (please ensure a chromosome microarray has been performed) 

- dysmorphic features (please ensure a chromosome microarray has been performed) 

- developmental delay/intellectual disability (please ensure a chromosome microarray has been 
performed) 

https://www.health.qld.gov.au/ghq/contact-us
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- autism (if accompanied by other features) (please ensure a chromosome microarray has been 
performed)  

- known or suspected genetic syndrome 

- congenital/early onset sensorineural hearing loss (please see Healthy Hearing Program: Protocols and 
Guidelines) 

- multisystem issues 

- fragile X syndrome 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education 

• S&N Pathology: Medicare rebates for genetic 
testing of paediatric private patients 

• NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Renal genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a renal 
genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a renal genetic diagnosis AND is currently on 
or about to go onto a palliative care pathway 

 The patient has a family history (blood relatives) of a renal genetic diagnosis, where 
a specific gene mutation HAS been identified on a genetic test AND they are being 
assessed to be a living related kidney donor 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a renal 
genetic diagnosis, with/without a specific gene mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

https://www.childrens.health.qld.gov.au/wp-content/uploads/PDF/healthy-hearing/prot-guide2013.pdf
https://www.childrens.health.qld.gov.au/wp-content/uploads/PDF/healthy-hearing/prot-guide2013.pdf
http://www.genetics.edu.au/
https://www.snp.com.au/media/307506/medicare_rebates_for_genetic_testing_of_paediatric_private_patients._june_2016.pdf
https://www.snp.com.au/media/307506/medicare_rebates_for_genetic_testing_of_paediatric_private_patients._june_2016.pdf
http://www.genetics.edu.au/
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- relevant organ specific diagnostic investigations and/or imaging results (especially abdominal 
ultrasound/CT, renal function, urinalysis, and renal biopsy) (if results are available within ieMR please 
indicate this on referral) 

- details and results of genetic testing if performed 

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 The Queensland Renal Genetics Service is a collaborative multidisciplinary clinical service with both 
nephrology and clinical genetics staff in attendance. The clinics are primarily based at the Royal Brisbane 
and Women's Hospital (adult) and Lady Cilento Children’s Hospital (children), however telehealth 
appointments are also available. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- glomerular disease (Alport syndrome, thin basement membrane nephropathy) 

- nephrotic syndrome, focal segmental glomerulosclerosis 

- cystic kidney disease (ADPKD, ARPKD, nephronophthisis, renal cysts and diabetes syndrome) 

- tubulointerstitial kidney disease, Medullary cystic kidney disease 

- atypical haemolytic uraemic syndrome (aHUS) 

- tubulopathies 

- tuberous sclerosis complex 

- unknown chronic renal failure (less than 40 years of age) 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

  

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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Reproductive genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
condition AND the patient or their partner is pregnant and an opinion/genetic testing 
will guide investigations, management, and outcome in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
condition AND the patient or their partner is pregnant and an opinion/genetic testing 
will guide management of the baby postnatally 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
condition AND the patient or their partner is pregnant and an opinion/genetic testing 
will NOT change management of the pregnancy or the baby postnatally 

 Preconception counselling of couples who are at an increased risk of having 
children with a genetic condition because of a personal and/or any family history 
(blood relatives) of a known or suspected genetic condition and/or consanguinity  

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s or partner’s personal history of disease including the 

following: 

- clear indication of clinical need for urgency (see above) 

- current gestational age and estimated due date 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant imaging results (especially antenatal imaging) 

- details and results of genetic testing if performed (especially NIPT, CVS, and amniocentesis) 

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- Clinical diagnosis/features and age at diagnosis 

- Relation to patient including whether maternal or paternal  

- Autopsy reports if relevant and available 

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
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 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 
genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Pregnant women with a high risk due to advanced maternal age or antenatal serum/nuchal screening 
investigations, who have not yet had a diagnostic test, should be referred to an obstetrician or maternal-
fetal-medicine service initially. A referral to GHQ can then be initiated if there is an abnormality on diagnostic 
testing.  

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
 

Respiratory genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a respiratory 
genetic diagnosis AND the patient or their partner is pregnant and an 
opinion/genetic testing will guide investigations, management, and outcome in 
pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal history of a respiratory genetic diagnosis AND is 
currently on or about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a respiratory 
genetic diagnosis, with/without a specific gene mutation identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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- relevant organ specific diagnostic investigations and/or imaging results (if results are available within 
ieMR please indicate this on referral) 

- details and results of genetic testing if performed 

 Presence or absence of relevant family (blood relatives) history 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

genetic test. 

 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 If the patient is an UNTESTED blood relative of a person with an identified gene mutation/chromosomal 
anomaly, please refer to the following CPC: 

- Unaffected (predictive/presymptomatic testing) (Link to other genetics CPC conditions 

- Affected (confirmatory testing) (Link to other genetics CPC conditions 

 Patients will be asked to provide detailed family information either during a telephone consultation or via a 
family history questionnaire. One or more ‘Consent to Release information’ forms may be provided to 
forward to family members to obtain their consent to confirm details of the reported family history. 

 Examples of conditions where individuals might be referred include a confirmed or suspected 
diagnosis/family history of: 

- cystic fibrosis 

- pulmonary arterio-venous malformations 

- pulmonary fibrosis 

- primary ciliary dyskinesia 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

Inform the patient 
See initial condition for details 

 
  

https://www.health.qld.gov.au/ghq/contact-us
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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Untested and AFFECTED blood relative of a person  
with an identified gene mutation/chromosomal anomaly 

(confirmatory testing) 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
condition AND the patient or their partner is pregnant and an opinion/genetic testing 
will guide investigations, management, and outcome in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a cardiac 
genetic diagnosis, where a specific gene mutation HAS been identified on a genetic 
test (also see Cardiac Genetics CPC) 

 The patient has a personal history of a genetic diagnosis AND is currently on or 
about to go onto a palliative care pathway 

Category 3 
(appointment within 
365 calendar days) 

 The patient has a personal and/or any family history (blood relatives) of a genetic 
diagnosis (non-cardiac), where a specific gene mutation/chromosomal anomaly 
HAS been identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of disease including the following: 

- clear indication of clinical need for urgency (see above) 

- clinical diagnosis and features  

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

- relevant diagnostic investigations and/or imaging results (if results are available within ieMR please 
indicate this on referral) 

- details and results of genetic testing if performed  

 Name of genetic condition in the family and the name of the gene in which a mutation has been identified or 
details of the chromosomal anomaly identified in family. 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

 Attach the “family information letter” if available 

 To preserve confidentiality, only include details or attach reports which identify another family member with 
the referral if consent has been obtained (see below) 
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4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 In order to offer confirmatory testing, the patient needs to be able to provide sufficient information for GHQ 
to obtain details of the familial gene mutation/chromosome anomaly and where possible, control DNA for 
testing. This information may include one or more of the following: copies of genetic test reports, family 
letters, names and DOB of family members and details of the genetic services where genetic testing has 
been done. This information should not be included with the referral but will subsequently be requested by 
GHQ. 

 Confirmatory testing will not be offered for the following: 

- variant of uncertain significance (unclassified or class 3 variant)  

- variant in a gene of limited or unknown clinical utility 

- variant/s that have not been identified/confirmed using an accredited clinical laboratory (e.g. research 
genetic testing) 

 GHQ may provide families with partially completed referral proformas to facilitate referral. These referrals 
need to be completed IN FULL by the referring doctor. 

 Confirmatory genetic testing should only be offered following written informed consent (please see HGSA 
guideline on Pre-symptomatic and predictive testing for children and young adults). 

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

• NSW Centre for Genetics Education: Fact sheet 
on life insurance products and genetic testing in 
Australia 

Inform the patient 
See initial condition for details 

 
 
 
 

Untested and UNAFFECTED blood relative of a person  
with an identified gene mutation/chromosomal anomaly  

(predictive/presymptomatic testing) 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to clinical genetics 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 The patient has a family history (blood relatives) of a genetic condition AND the 
patient or their partner is pregnant and an opinion/genetic testing will guide 
investigations, management, and outcome in pregnancy 

Category 2 
(appointment within 
90 calendar days) 

 The patient has a family history (blood relatives) of a cardiac genetic diagnosis, 
where a specific gene mutation HAS been identified on a genetic test (also see 
Cardiac Genetics CPC) 

https://www.health.qld.gov.au/ghq/contact-us
https://www.hgsa.org.au/documents/item/272
http://www.genetics.edu.au/
http://www.genetics.edu.au/
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
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Category 3 
(appointment within 
365 calendar days) 

 The patient has a family history (blood relatives) of a genetic diagnosis, where a 
specific gene mutation/chromosomal anomaly HAS been identified on a genetic test 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 Name of genetic condition in the family and the name of the gene in which a mutation has been identified or 

details of the chromosomal anomaly identified in family. 

3. Additional referral information, Useful for processing the referral 
 Known details of relevant family history (first and second-degree blood relatives) including: 

- clinical diagnosis/features and age at diagnosis 

- relation to patient including whether maternal or paternal  

 If the family is known to GHQ, the GHQ reference number (GF) 

 If the family are known to another genetic service, the name of the service and family reference number (if 
available)  

 Attach the “family information letter” if available 

 To preserve confidentiality, only include details or attach reports which identify another family member with 
the referral if consent has been obtained (see below) 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 If there are any queries regarding the appropriateness of a referral please contact GHQ. 

 In order to offer predictive/presymptomatic testing, the patient needs to be able to provide sufficient 
information for GHQ to obtain details of the familial gene mutation/chromosome anomaly and where 
possible, control DNA for testing. This information may include one or more of the following: copies of 
genetic test reports, family letters, names and DOB of family members and details of the genetic services 
where genetic testing has been done. This information should not be included with the referral but will 
subsequently be requested by GHQ. 

 Predictive/presymptomatic genetic testing is offered to children and adolescents ONLY if the results of 
genetic testing will change management (i.e. for conditions where surveillance or risk reducing medical or 
surgery management are recommended in childhood).   

 When a child has been referred for predictive/presymptomatic testing for a gene mutation associated with 
adult onset genetic disease risk, the referring doctor and parents will be provided information about 
appropriate age of re-referral. 

 Predictive/presymptomatic testing will not be offered for the following: 

- variant of uncertain significance (unclassified or class 3 variant)  

- variant in a gene of limited or unknown clinical utility 

- variant/s that have not been identified/confirmed using an accredited clinical laboratory (e.g. research 
genetic testing) 

 GHQ may provide families with partially completed referral proformas to facilitate referral. These referrals 
need to be completed IN FULL by the referring doctor. 

 Predictive/presymptomatic genetic testing should only be offered by a geneticist or genetic counsellor 
following genetic counselling and written informed consent (please see HGSA guideline on Pre-symptomatic 
and predictive testing for children and young adults).  

Clinical resources (links) Patient resources (links) 

• NSW Centre for Genetics Education • NSW Centre for Genetics Education 

https://www.health.qld.gov.au/ghq/contact-us
https://www.hgsa.org.au/documents/item/272
https://www.hgsa.org.au/documents/item/272
http://www.genetics.edu.au/
http://www.genetics.edu.au/
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• NSW Centre for Genetics Education: Fact sheet 
on life insurance products and genetic testing in 
Australia 

Inform the patient 
See initial condition for details 

 
Cancer Genetics 

Breast cancer: Affected individual from a family in whom a mutation in a 
cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Breast cancer with at least one of the following: 

- distant (outside loco-regional areas) metastatic disease 

- results of genetic testing (if offered) will influence local or systemic treatment 
considerations  

- breast and ovarian cancer in the same patient 

- age ≤ 30 years and/or a family history of Li Fraumeni associated cancer and 
planned for adjuvant radiation 

Category 2 
(appointment within 
90 calendar days) 

 Breast cancer with at least one of the following: 

- a patient who has a limited life expectancy due to advanced age and/or co-
morbidities 

- inflammatory 

- triple negative (TNBC) 

Category 3 
(appointment within 
365 calendar days) 

 Breast cancer that does not meet Category 1 or 2 criteria 

1. Reason for request, indicate on the referral 
• To establish a diagnosis 

• For treatment or intervention not otherwise accessible to the patient 

• For advice regarding management 

• To engage in an ongoing shared care approach between primary and secondary care 

• Reassurance for GP/second opinion 

• Reassurance for the patient/family 

• For other reason (e.g. rapidly accelerating disease progression) 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment (completed and planned) 

- relevant pathology (if results are available on Auslab please indicate this on referral)  

- clear indication of clinical indication for urgency (see above) 

http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1009-genetic-testing-for-heritable-mutations-in-th
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- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 
 Time by which genetic test results required (if offered) to inform local or systemic treatment decisions 

 Ethnicity of the patient (particularly Jewish or Dutch ancestry) 

 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
> General referral information/Standard information (Appendix 2, Consultation overview) 

> Notes 

o Please note that where appropriate and where available, the referral may be streamed to an associated public allied health 
and/or nursing service.  Access to some specific services may include initial assessment and management by associated 
public allied health and/or nursing, which may either facilitate or negate the need to see the public medical specialist. 

o A change in patient circumstance (such as condition deteriorating, or becoming pregnant) may affect the urgency 
categorisation and should be communicated as soon as possible. 

o Please indicate in the referral if the patient is unable to access mandatory tests or investigations as they incur a cost or are 
unavailable locally. 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 Providing information about the timeframe for which genetic consultation and testing (if offered) is required, 
can assist in ensuring the referral is appropriately prioritised to inform treatment decisions. 

 Referral for genetic assessment and counselling is recommended if: 
- breast cancer diagnosed at age < 40 years  
- triple negative breast cancer (TNBC) diagnosed at age ≤ 50 years (TNBC: oestrogen, progesterone 

and HER2 receptor negative) 
- TNBC at any age AND a first or second degree relative with breast cancer 
- lobular breast cancer AND a family history of lobular breast or diffuse-type gastric cancer  
- personal history of two primary breast cancers where the first occurred ≤ 50 years 
- male breast cancer at any age 
- Jewish or Dutch ancestry 
- breast cancer and a personal or family history suggestive of: 

o Peutz-Jeghers syndrome 
o Cowden syndrome (see here for characteristic features (link to Cowden info on GHQ website)) 
o Li Fraumeni syndrome  
o Neurofibromatosis type 1 (NF1) 

- reported family history of ovarian cancer 
- a Manchester Score of ≥ 15 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to the following CPC (Link to CPC condition)  

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition) 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria (See criteria for BRCA1/2, 
TP53, CDH1, PTEN, STK11). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 GHQ will facilitate self-funded BRCA1 and BRCA1 gene testing for patients who do not qualify for publicly 
funded gene testing and wish to pursue this option after genetic counselling. 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/744-genetic-testing-for-heritable-mutations-in-the
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1281-genetic-testing-for-heritable-mutations-in-th#109788
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1009-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1908-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/additional-clinical-information-cancer-genetics/3246-manchester-scoring-system-with-guide-to-patho
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
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 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 

• NSW Centre for Genetics Education 
o List of fact sheets 

• Breast Cancer Network Australia (BCNA) 

Inform the patient 
 Ensure they are aware of the request and the reason for being assessed. 

 Instruct them to take all relevant radiology films and reports (including the imaging report) to appointments. 

 To inform of any change in circumstance (e.g., getting worse or becoming pregnant) as this may affect the request for assessment. 
 
 

Colorectal or small bowel cancer: Affected individual from a family in whom a 
mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Colorectal or small bowel cancer fulfilling Category 3 criteria with at least one of the 
following: 

- metastatic disease 

- the nature or extent of surgery will be determined by the results of genetic testing 
(if offered) 

Category 2 
(appointment within 
90 calendar days) 

 Small bowel cancer fulfilling the Category 3 criteria for colorectal cancer 

 Colorectal cancer with at least one of the following: 
- diagnosed at age < 40 years  
- Stage IV disease (and fulfil criteria for Category 3) 
- A patient who fulfils Category 3 criteria and has a limited life expectancy due to 

advanced age and/or co-morbidities  
- features suggestive of Familial Adenomatous Polyposis (FAP): 

o ten or more (cumulative) adenomatous colorectal polyps by age 30 
years 

o twenty or more (cumulative) adenomatous colorectal polyps at any age 
o personal history of intra-abdominal or abdominal wall desmoid tumour  

Category 3 
(appointment within 
365 calendar days) 

 Colorectal cancer with at least one of the following: 
- tumour testing detected abnormal MMR immunohistochemistry or microsatellite 

instability (MSI) (Link to GHQ website) (except where there is loss of 
expression of MLH1 and PMS2, and either hypermethylation of the MLH1 
promoter or the BRAF V600E mutation is detected in the tumour)  

- personal history of a second Lynch syndrome associated tumour or cancer 
(Link to GHQ website) 

https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
http://www.genetics.edu.au/publications-and-resources/facts-sheets
https://www.bcna.org.au/
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- family history of one or more first or second-degree relatives with a Lynch 
syndrome-associated tumour or cancer, regardless of the age the cancers were 
diagnosed 

- ten or more (cumulative) adenomatous colorectal polyps at any age 
- reported family history of polyposis syndrome 
- the patient fulfils or is close to fulfilling the diagnostic criteria for serrated 

polyposis syndrome (SPS) 
- one or more hamartomatous polyps at any age (includes Peutz-Jeughers 

polyps, juvenile polyps, Cowden polyps) 
- other personal or family history suggestive of: 

o Peutz-Jeghers syndrome 
o Cowden syndrome 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- if referral is from a specialist, provide relevant pathology including results of IHC for mismatch repair 
proteins (and of BRAF testing for tumours with loss of MLH1 and PMS2) (if results are available on 
Auslab please indicate this on referral). If tumour has loss of MLH1 and PMS2 and patient fulfils other 
criteria for referral (e.g. SPS), please confirm that BRAF testing has been ordered. 

- prior history of polyps 

- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known  

 Reports of prior gastroscopies and colonoscopies and pathology of polyps removed 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to CPC (Link to CPC condition) 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition) 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria (See criteria Lynch 
syndrome, APC, MUTYH, STK11). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 BRAF tumour testing should be arranged prior to referral for patients with loss of MLH1 and PMS2 staining 
on mismatch repair immunohistochemistry. Molecular BRAF testing is offered by the Molecular Genetics 
Laboratory, Pathology Queensland.   

https://www.eviq.org.au/cancer-genetics/risk-management/1373-risk-management-for-serrated-polyposis-syndro#5700
https://www.eviq.org.au/cancer-genetics/risk-management/1373-risk-management-for-serrated-polyposis-syndro#5700
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/744-genetic-testing-for-heritable-mutations-in-the
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1281-genetic-testing-for-heritable-mutations-in-th#109788
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
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 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 

• NSW Centre for Genetics Education 
o List of fact sheets 

Inform the patient 
See initial condition for details 

 
 

Gastrointestinal polyps (not cancer): Affected individual from a family in 
whom a mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 No Category 1 criteria 

Category 2 
(appointment within 
90 calendar days) 

 Numerous gastric fundic gland polyps in the absence of prolonged treatment with a 
proton pump inhibitor 

 Ten or more (cumulative) adenomatous colorectal polyps by age 30 years 

 Twenty or more (cumulative) adenomatous colorectal polyps at any age 

 A patient who fulfils Category 3 criteria and has a limited life expectancy due to 
advanced age and/or co-morbidities 

Category 3 
(appointment within 
365 calendar days) 

 Polyp testing detecting abnormal MMR immunohistochemistry or microsatellite 
instability (MSI) (Link to GHQ website) (except where there is loss of expression of 
MLH1 and PMS2, and either hypermethylation of the MLH1 promoter or the BRAF 
V600E mutation is detected in the polyp) 

 Ten or more (cumulative) adenomatous colorectal polyps at any age and 
consanguineous parents 

 One or more hamartomatous polyps at any age (includes Peutz-Jeughers polyps, 
juvenile polyps, Cowden polyps).  

 Patients that fulfil or are close to fulfilling the diagnostic criteria for serrated 
polyposis syndrome (SPS) 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of polyps including the following: 

- type/s of polyps 

- age at diagnosis 

- treatment including outcome 

https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
http://www.genetics.edu.au/publications-and-resources/facts-sheets
https://www.eviq.org.au/cancer-genetics/risk-management/1373-risk-management-for-serrated-polyposis-syndro#5700
https://www.eviq.org.au/cancer-genetics/risk-management/1373-risk-management-for-serrated-polyposis-syndro#5700
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- relevant pathology including results of any genetic testing if performed (if results are available on Auslab 
please indicate this on referral) 

- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known  

 Reports of prior gastroscopies and colonoscopies and pathology of polyps removed 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria (See criteria Lynch 
syndrome, APC, MUTYH, STK11, JPS, PTEN). 

 There may be some clinical trials that may be relevant for the patient.  Details can be found in the GHQ 
website (Link to GHQ website). 

 There is currently no clinical genetic testing available to confirm a diagnosis of SPS.  

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ • eviQ – Patients and carers section 

Inform the patient 
See initial condition for details 

 
 

Endocrine cancer or tumour: Affected individual from a family in whom a 
mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent  
medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 

 Medullary thyroid cancer diagnosed at any age 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
https://www.eviq.org.au/cancer-genetics
https://www.eviq.org.au/patients-and-carers
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30 calendar days)  Adrenocortical carcinoma diagnosed at any age 

 Metastatic phaeochromocytoma or paraganglioma diagnosed at any age 

 Metastatic parathyroid carcinoma diagnosed at any age 

Category 2 
(appointment within 
90 calendar days) 

 A patient who fulfils Category 3 criteria and has a limited life expectancy due to 
advanced age and/or co-morbidities 

Category 3 
(appointment within 
365 calendar days) 

Phaeochromocytoma/paraganglioma 

 Unilateral phaeochromocytoma diagnosed at age ≤ 50 years 

 Bilateral phaeochromocytoma (regardless of age) 

 Unilateral phaeochromocytoma with at least one of the following (regardless of age): 

- abnormal SDHB and/or SDHA immunohistochemistry  

- multifocal  

- family history of phaeochromocytoma, paraganglioma or kidney cancer 

- also has one or more paraganglioma  

- also has renal cancer  

- another feature of VHL disease  

- features of neurofibromatosis type 1  

 Paraganglioma (regardless of age) 
 
Other adrenal tumours 

 Primary pigmented nodular adrenocortical disease (PPNAD) 
 
Gastroenteropancreatic neuroendocrine tumour (GEP-NET) 
 Gastrinoma (gastrin secreting GEP-NET) regardless of age 

 GEP-NET with clear cell histology (regardless of age) 

 GEP-NET with at least one of the following: 

- diagnosed at age ≤ 40 years 

- multifocal 

- family history of GEP-NET, or multi-gland parathyroid adenoma/hyperplasia or 
pituitary adenoma (excluding micro-prolactinoma in an adult) 

- another feature of MEN1 disease  
 
Pituitary tumour 
 Pituitary adenoma diagnosed at age ≤ 20 years regardless of adenoma size 

 Pituitary macro-adenoma diagnosed at age ≤ 30 years (over 10mm) 

 Growth hormone secreting pituitary adenoma with the phenotype of gigantism 

 Family history of pituitary adenoma, or GEP-NET or multi-gland parathyroid 
adenoma/hyperplasia 

 
Thyroid tumour or cancer 
 Cribiform-morula form of thyroid cancer (regardless of age) 

 Epithelial thyroid cancer (follicular or papillary) and other features of Cowden 
syndrome (link to GHQ website) 
 

Multiple endocrine tumours 

https://www.eviq.org.au/additional-clinical-information-cancer-genetics/3162-von-hippel-lindau-vhl-clinical-criteria
https://www.eviq.org.au/additional-clinical-information-cancer-genetics/3187-clinical-criteria-for-neurofibromatosis-type
https://www.eviq.org.au/additional-clinical-information-cancer-genetics/3176-multiple-endocrine-neoplasia-type-1-men1
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 two or more endocrine tumours in a single individual at any age (excluding non-
medullary thyroid cancer and microprolactinoma in an adult) 

 
Parathyroid tumour 
 Parathyroid adenoma/hyperplasia diagnosed at age ≤ 40 years 

 Parathyroid adenoma/hyperplasia with at least one of the following (regardless of 
age): 

- multi-gland adenoma or hyperplasia (in the absence of chronic renal failure) 

- abnormal parafibromin immunohistochemistry 

- family history of multi-gland parathyroid adenoma/hyperplasia, or GEP-NET, or 
pituitary adenoma (excluding micro-prolactinoma in an adult) 

- another feature of MEN1 disease  

- jaw tumours (ossifying fibromas of the mandible or maxilla) 

 Familial hyperparathyroidism 

 Parathyroid carcinoma 
 

 Personal history of hypercalcaemia where the results of genetic testing will influence 
treatment (e.g. distinguish between FHH and familial hyperparathyroidism when the 
results of serum/urine testing and specialist endocrinology review are inconclusive) 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of tumour/cancer including the following: 

- type/s of tumour or cancer 

- age at diagnosis 

- treatment including outcome 

- relevant imaging 

- relevant pathology including results of any genetic testing if performed  

- if referral is from a specialist, provide immunohistochemistry for SDHA, SDHB or parafibromin if relevant 
(if results are available on Auslab please indicate this on referral) 

- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene, please refer to the following CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria. 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 

https://www.eviq.org.au/additional-clinical-information-cancer-genetics/3176-multiple-endocrine-neoplasia-type-1-men1
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
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provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 It would be helpful if the following investigations could be arranged prior to or at the time of referral if tumour 
tissue available and if the referral is from a specialist: 

- for paraganglioma and phaeochromocytoma: Immunohistochemistry for SDHA and SDHB (Link to GHQ 
website) 

- for atypical parathyroid adenomas, parathyroid carcinomas and familial hyperparathyroidism: 
Immunohistochemistry for parafibromin (Link to GHQ website) 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• Von Hippel-Lindau (VHL) Alliance 

• eviQ – Patients and carers section 

• Von Hippel-Lindau (VHL) Alliance 

Inform the patient 
See initial condition for details 

 
 

Female gynaecological cancer or tumour: Affected individual from a family 
in whom a mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Endometrial cancer fulfilling Category 3 criteria and at least one of the following: 

- metastatic 

- endometrial carcinosarcoma  

- uterine serous papillary carcinoma  

 Ovarian cancer with recent active disease (eg within the last 3 years) and at least 
one of the following: 
- invasive grade 2/3 non-mucinous, epithelial ovarian, fallopian tube or primary 

peritoneal adenocarcinoma (regardless of age) 
- invasive non-mucinous epithelial ovarian, fallopian or primary peritoneal cancer 

where there is also a personal history of breast cancer (regardless of grade and 
age) 

- invasive non-mucinous epithelial ovarian, fallopian or primary peritoneal cancer 
where there is Jewish ancestry (regardless of grade and age) 

- invasive non-mucinous epithelial ovarian, fallopian or primary peritoneal cancer 
(regardless of grade and age) where there is one or more close relative with: 

o ovarian cancer 
o breast cancer  

https://www.eviq.org.au/cancer-genetics
https://www.vhl.org/
https://www.eviq.org.au/patients-and-carers
https://www.vhl.org/
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- invasive mucinous or non-mucinous ovarian cancer at any age in which tumour 
testing detected abnormal MMR immunohistochemistry or microsatellite 
instability (MSI)  

- invasive mucinous or non-mucinous epithelial ovarian cancer at any age and a 
first or second degree relative with a Lynch syndrome associated tumour or 
cancer 

- ovarian cancer where somatic BRCA1 and BRCA2 gene testing has identified a 
mutation in tumour tissue 

- small cell ovarian carcinoma hypercalcaemic type 

 Adenoma malignum of the cervix 

Category 2 
(appointment within 
90 calendar days) 

 A patient who fulfils Category 3 criteria and has a limited life expectancy due to 
advanced age and/or co-morbidities  

 Previously treated ovarian cancer (as per Category 1 criteria) in continuous 
remission for ≥ 3 years 

 Ovarian sex cord tumour with annular tubules (SCTAT) 

Category 3 
(appointment within 
365 calendar days) 

 Personal history of endometrial carcinoma and a family history of one or more first 
or second degree relatives with Lynch syndrome associated tumour or cancer. 

 Endometrial carcinoma and features of Cowden syndrome (Link to GHQ website)  

 Endometrial carcinoma diagnosed at age < 50 years 

 Endometrial carcinoma or adenocarcinoma of the cervix where tumour testing 
detected abnormal MMR immunohistochemistry or microsatellite instability (MSI) 
(Link to GHQ website) (except where there is loss of expression of MLH1, and 
hypermethylation of the MLH1 promoter) 

 Personal history of endometrial carcinoma and a second Lynch syndrome 
associated cancer (Link to GHQ website) 

 Serosal tubal in situ carcinoma (STIC)  

 Sertoli-Leydig cell tumour 

 Ovarian fibroma or leiomyoma 

 Multiple symptomatic uterine leiomyomas before age 40 with clinical features 
suggestive of Hereditary Leiomyoma Renal Cell Carcinoma (HLRCC) Syndrome 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- relevant pathology including results of IHC for mismatch repair proteins (and of MLH promoter 
methylation testing for tumours with loss of MLH1 and PMS2) (if results are available on Auslab please 
indicate this on referral). If tumour has loss of MLH1 and PMS2 and patient fulfils other criteria for 
referral, please confirm that MLH1 promoter methylation testing has been ordered. 

- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1420-genetic-testing-for-heritable-mutations-in-th
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5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to the following CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria (See criteria Lynch 
syndrome and PTEN). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 MLH1 promoter methylation studies should be arranged prior to referral for patients with loss of MLH1 and 
PMS2 staining on mismatch repair immunohistochemistry (Link GHQ website). 

 For patients with cancers that have loss of MSH2 and MSH6, isolated loss of MSH6 or isolated loss of 
PMS2 on immunohistochemistry, referral for colonoscopy at the same time as genetic referral should be 
considered. 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ • eviQ – Patients and carers section 

Inform the patient 
See initial condition for details 

 
 

Gastric cancer: Affected individual from a family in whom a mutation in a 
cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Diffuse gastric cancer and at least one of the following: 

- age < 40 years 

- Maori ancestry 

- cleft lip and/or palate  

- personal history and/or first degree relative with lobular breast cancer, one 
diagnosed at age < 50 years 

- family history of gastric cancer 

 Gastric adenocarcinoma at any age regardless of subtype with a first or second 
degree relative with a Lynch syndrome associated cancer at any age 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
https://www.eviq.org.au/cancer-genetics
https://www.eviq.org.au/patients-and-carers
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 Gastric cancer at any age regardless of subtype in which tumour testing detected 
abnormal MMR immunohistochemistry or microsatellite instability (MSI) (link to GHQ 
website) 

 Metastatic gastrointestinal stromal tumour (fulfilling Category 3 criteria) 

Category 2 
(appointment within 
90 calendar days) 

 No Category 2 criteria 

Category 3 
(appointment within 
365 calendar days) 

 Gastrointestinal stromal tumour (GIST) and at least one of the following:  

- loss of SDHB +/- SDHA on immunohistochemistry 

- diagnosed at age < 40 years 

- family history of GIST, paraganglioma or phaeochromocytoma 

- clinical features of NF1 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- relevant pathology including results of any genetic testing if performed (if results are available on Auslab 
please indicate this on referral) 

- known details of relevant family history 

- reports from gastroscopy +/- colonoscopy 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known  

 Please include specific details of the subtype of gastric cancer (diffuse or intestinal), as discussed at 
multidisciplinary meeting, if this is not clearly stated in the histopathology report 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to the following CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria. 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1908-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
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Clinical resources (links) Patient resources (links) 

• eviQ • eviQ – Patients and carers section 

Inform the patient 
See initial condition for details 

 
 

Haematological malignancy: Affected individual from a family in whom a 
mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Acute leukaemia or high-grade lymphoma and a personal or family history of at least 
one of the following: 

- cytopenias (including ITP), macrocytosis 

- immune deficiency 

- primary lymphoedema 

- lung/liver disease 

- premature greying (link to general genetics CPC) 

- skeletal abnormalities 

- cancers suggestive of Li Fraumeni Syndrome 

- family history of haematological malignancy 

Category 2 
(appointment within 
90 calendar days) 

 No Category 2 criteria 

Category 3 
(appointment within 
365 calendar days) 

 Patient with low grade and/or previously successfully treated high grade 
leukaemia/lymphoma and a personal or family history as listed in Category 1: 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- whether allogeneic stem cell transplant is planned and if a related donor is being considered 

- relevant imaging 

- relevant pathology including results of any genetic testing if performed (if results are available on Auslab 
please indicate this on referral) 

- known details of relevant family history 

3. Additional referral information, Useful for processing the referral 

https://www.eviq.org.au/cancer-genetics
https://www.eviq.org.au/patients-and-carers
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1009-genetic-testing-for-heritable-mutations-in-th
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 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If patient imminently planned for chemotherapy and/or bone marrow transplant please arrange for the 
following samples to be collected and sent to Pathology Queensland for forwarding to the appropriate 
laboratory prior to commencement: 

- 2 x 4mLs peripheral blood in EDTA to be sent to the Molecular Genetics Laboratory, RBWH requesting 
“DNA extraction and storage” 

- 10-20 hairs with hair follicles attached to be sent to SA (South Australia) Pathology requesting “DNA 
extraction and storage” 

- Consider requesting fibroblast culture if performing BMAT (send sample to cytogenetic laboratory 
RBWH) 

- Consider skin biopsy if surgical procedure planned (send to cytogenetic laboratory RBWH) 

 Please contact GHQ or Pathology Queensland for further instructions 

 If the patient is an UNTESTED adult blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 For a patient suspected of having a haematological predisposition syndrome who has presented with non-
malignant disease please refer to CPC (Link to CPC condition). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

Clinical resources (links) Patient resources (links) 

• eviQ • eviQ – Patients and carers section 

Inform the patient 
See initial condition for details 

 
 

Kidney tumour or cancer: Affected individual from a family in whom a 
mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Patients that fulfil Category 2 or 3 criteria for renal cell or urothelial cancer, and their 
cancer is metastatic 

 Hereditary leiomyomatosis and renal cell cancer (HLRCC)- associated renal cell 
carcinoma (regardless of age; previously known as papillary type 2 renal cell 
carcinoma; includes any fumarate hydratase (FH)-deficient renal carcinoma) 

https://www.eviq.org.au/cancer-genetics
https://www.eviq.org.au/patients-and-carers
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 Anaplastic sarcoma of the kidney 

Category 2 
(appointment within 
90 calendar days) 

 Urothelial (transitional cell) carcinoma that is MMR-deficient 

 Personal history of urothelial carcinoma and at least one of the following: 

- a family history of at least one close relative with colorectal or endometrial cancer 
diagnosed at age < 50 years 

- at least two close relatives with a Lynch syndrome-associated cancer at any age 
(link to GHQ website). 

Category 3 
(appointment within 
365 calendar days) 

 A personal history of kidney cancer and one or more close relatives with kidney 
cancer diagnosed at age < 50 years in smokers, or at any age in non-smokers  

 Multifocal/bilateral renal tumour (benign or malignant) regardless of age 

 Renal cell carcinoma diagnosed at age < 40 years (regardless of histology) 

 Chromophobe renal cancer or renal oncocytoma diagnosed at age < 50 years 

 Hybrid oncocytic/chromophobe renal tumour (regardless of age) 

 Succinate dehydrogenase (SDH)-deficient renal carcinoma (regardless of age) 

 A personal history of kidney cancer and a personal or family history of at least one 
of the following: 

- fibrofolliculomas 

- trichodiscomas 

- trichelommomas 

- spontaneous pneumothorax 

- cutaneous leiomyomas 

- multiple uterine fibroids diagnosed at age < 40 years 

- paraganglioma or phaeochromocytoma 

- haemangioblastoma of the retina (retinal angioma) or central nervous system 

- pancreatic neuroendocrine tumour 

- multiple pancreatic cysts 

 Renal angiomyolipoma (link to general Genetics CPC) and personal history of at 
least one of the following: 

- multiple lesions 

- renal cysts 

- characteristic features of tuberous sclerosis complex 

 Cystic nephroma 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- relevant imaging 

- relevant pathology including results of any genetic testing if performed and of immunohistochemistry for 
SDHA, SDHB and fumarate hydratase if done (if results are available on Auslab please indicate this on 
referral) 

- known relevant family history 

https://www.eviq.org.au/shared-cancer-genetics-aci/3192-diagnostic-criteria-for-tuberous-sclerosis-co
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3. Additional referral information, Useful for processing the referral 
 Suspected von Hippel Lindau syndrome (VHL): Reports from previous ophthalmology review if done 

 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED adult blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Eligibility for publicly funded genetic testing will be determined using eviQ criteria. 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 If the histology of the renal carcinoma is atypical and/or SDH-deficient or HLRCC associated kidney cancer 
is suspected please arrange for IHC for SDHA, SDHB and fumarate hydratase to be undertaken prior to or 
at the time of referral (link to GHQ website). 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for “DNA extraction and storage” prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ • eviQ – Patients and carers section 

Inform the patient 
See initial condition for details 

 
 

Paediatric or adolescent and young adult (AYA) cancer: Affected individual 
from a family in whom a mutation in a cancer predisposition gene has NOT 

been identified 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Patients diagnosed at age < 25 years with any of the following cancers that have not 
been in continuous remission for ≥ 3 years: 

- pleuropulmonary blastoma 

- atypical teratoid/rhabdoid tumour (ATRT) 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations
https://www.eviq.org.au/cancer-genetics
https://www.eviq.org.au/patients-and-carers
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- adrenocortical carcinoma, choroid plexus tumour or any other cancer that fulfils 
criteria for genetic testing for TP53 

- medullary thyroid cancer 

- medulloblastoma fulfilling genetic testing criteria for PTCH1 

- haematological malignancy (link to General Genetics and Cancer Genetics 
haematology CPC condition) 

- phaeochromocytoma/paraganglioma 

- basal cell carcinoma 

- gastrointestinal stromal tumour 

- cystic nephroma  

- any cancer with loss of staining for mismatch repair proteins  

 Cancers listed in Category 2 with poor prognosis  

Category 2 
(appointment within 
90 calendar days) 

 Patients diagnosed at age < 25 years with any of the following cancers that have not 
been in continuous remission for ≥ 3 years: 
- ovarian sex cord tumour with annular tubules (SCTAT) 
- Sertoli-Leydig cell tumour 
- colorectal cancer 
- any patient that has cancer who has features of NFI  
- any childhood cancer with other personal or family history which suggests 

another familial cancer predisposition syndrome  
- any childhood cancer and a personal history of developmental delay, intellectual 

or neurological impairment or congenital abnormalities 
- adult cancers presenting in childhood/ young adulthood 

Category 3 
(appointment within 
365 calendar days) 

 Previously treated cancers listed in Category 1 or 2 criteria in continuous remission 
for ≥3 years (includes adult survivors) 

 Retinoblastoma (Link to below) 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- relevant imaging 

- relevant pathology including results of any genetic testing if performed (if results are available on Auslab 
please indicate this on referral) 

- known relevant family history 

- expected prognosis and parental wishes regarding timing of GHQ contact with family 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1009-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1524-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/risk-management/752-risk-management-for-neurofibromatosis-type-1
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 The Paediatric or adolescent and young adult (AYA) cancer condition contains commonly referred 
conditions for younger patients but is not an exhaustive list.  Please consider the information provided in 
other conditions within the Cancer Genetics CPC if the referral is for a condition that affects people of all 
ages. 

 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 
gene test. 

 If the patient is an UNTESTED blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to the following CPC (Link to CPC condition)  

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 Any category 2 patient where genetic testing has not been initiated by the referrer will be contacted by GHQ 
within 6 weeks.  All other patients (for example those with retinoblastoma) will be contacted once genetic 
test results are available. 

 In some situations, the family may not wish to engage with the genetics service immediately but may wish to 
seek genetic counselling at a later date. It is important in this situation that the appropriate blood and tumour 
samples are collected so that DNA is available for testing at a later time if the parents so wish.  

 The following resources can be found on the GHQ website (link to GHQ website): 

- Retinoblastoma 

- ATRT 

- Pleuropulmonary blastoma 

- Haematological malignancy 

- General instructions for DNA storage for children with cancer 

 Please contact GHQ or Pathology Queensland for further instructions. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 

• eviQ – Patients and carers section 

• NSW Centre for Genetics Education 
o List of fact sheets 

Inform the patient 
See initial condition for details 

 
 

Other conditions relating to cancer genetics 
Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 A personal history of a brain tumour with a family history of brain tumours and/or 
other Li-Fraumeni associated cancers 

 Personal and family history of mesothelioma not explained by asbestos exposure 

https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
https://www.eviq.org.au/patients-and-carers
http://www.genetics.edu.au/publications-and-resources/facts-sheets
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1009-genetic-testing-for-heritable-mutations-in-th
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Category 2 
(appointment within 
90 calendar days) 

 A relative of a patient seen by GHQ, where the relative has been identified as 
appropriate for genetic testing 

Category 3 
(appointment within 
365 calendar days) 

Skin conditions 

 Mucocutaneous lesions which may be suggestive of familial cancer predisposition 
condition including: 

- BAPoma 

- multiple pilomatrixomas 

- fibrofolliculomas 

- trichodiscomas 

- trichelommomas 

- cutaneous leiomyomas 

- oral papillomas 

- mucocutaneous pigmentation characteristic of Peutz-Jeghers Syndrome 

- sebaceous adenoma or adenocarcinoma with abnormal MMR 
immunohistochemistry)  

- basal cell carcinomas in an individual fulfilling clinical criteria for Gorlin (Nevoid 
Basal Cell Carcinoma) Syndrome 
 

Central or peripheral nervous system conditions 

 Central or peripheral nervous system conditions which may be suggestive of familial 
cancer predisposition condition including: 

- endolymphatic sac tumour 

- ciliary body medulloepithelioma 

- pituitary blastoma or pineoblastoma 

- retinal angioma diagnosed at age < 40 years  

- CNS haemangioblastoma diagnosed at age < 30yrs 

- two or more retinal angiomas or CNS haemangioblastomas at any age 

- unilateral vestibular schwannoma diagnosed at age < 30 years 

- cranial meningioma diagnosed at age < 20 years 

- multiple meningiomas or mengingioma and two or more blood relatives with 
meningioma 

- schwannoma diagnosed at age < 16 years 

- optic nerve pathway, brain or spinal cord glioma in a patient with a personal or 
family history suggestive of NF1 

- typical NF2 related retinal hamartoma diagnosed at age < 16 years 

- two NF2-related tumours at any age e.g. meningioma, schwannoma, glioma, 
neurofibroma, posterior subcapsular lenticular opacities 

- CHRPE (Congenital retinal pigment epithelial hypertrophy)  

- an individual with two or more CNS cavernomas (cerebral cavernous 
malformations) or one CNS cavernoma and a family history of CNS cavernomas 
(link to general genetics CPC) 

 
Other conditions 

 Other conditions which may be suggestive of familial cancer predisposition condition 
including: 

https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/744-genetic-testing-for-heritable-mutations-in-the
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1524-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1524-genetic-testing-for-heritable-mutations-in-th
https://www.eviq.org.au/cancer-genetics/genetic-testing-for-heritable-mutations/1908-genetic-testing-for-heritable-mutations-in-th
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- Individuals that fulfil clinical criteria for a cancer predisposition syndrome 

- nasal chondromesenchymal hamartoma 

- multiple bilateral basal lung cysts with no apparent cause 

- odontogeneic keratocysts 

- fulfils clinical criteria for a cancer predisposition syndrome 

- intra-abdominal or abdominal wall desmoid tumour diagnosed at age ≤ 60 years 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome 

- relevant imaging 

- relevant pathology including results of any genetic testing if performed (if results are available on Auslab 
please indicate this on referral) 

- known relevant family history 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

 If the patient is an UNTESTED adult blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to the following CPC (Link to CPC condition). 

 If the patient has undergone mainstreamed and/or private genetic testing refer to the following CPC (Link to 
CPC condition). 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). One or more Consent to Release information forms may be 
provided to forward to family members to obtain their consent to confirm details of the reported family 
history. 

 If the patient fulfils eviQ criteria for genetic testing and has a very limited life expectancy, arrange for two 
separate blood collections of 2x4mL EDTA tubes each to be sent to the Molecular Genetics Laboratory, 
Pathology Queensland (RBWH) for DNA extraction and storage prior to or at the time of referral. Advise 
Pathology Queensland that these specimens have been collected in accordance with Genetics Health 
Queensland protocols. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 

• eviQ – Patients and carers section 

• NSW Centre for Genetics Education 
o List of fact sheets 

Inform the patient 
See initial condition for details 

 

https://www.eviq.org.au/
https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
https://www.eviq.org.au/patients-and-carers
http://www.genetics.edu.au/publications-and-resources/facts-sheets
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Individual who has undergone mainstreamed and/or private genetic 
testing for cancer predisposition genes 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 Patients with breast cancer referred for genetic counselling and confirmation of an 
identified mutation in a cancer predisposition gene where the results will influence 
local or systemic treatment considerations  

 Patients with ovarian cancer or any other cancer associated with poor prognosis 
referred for: 

- confirmation of an identified mutation in a cancer predisposition gene 

- genetic counselling regarding an identified unclassified variant in a cancer 
predisposition gene 

- clinical suspicion of a cancer predisposition syndrome and negative genetic 
testing 

Category 2 
(appointment within 
90 calendar days) 

 Patients with an identified mutation in a cancer predisposition gene not fulfilling 
Category 1 criteria 

Category 3 
(appointment within 
365 calendar days) 

 Patients referred for genetic counselling regarding an identified mutation/variant in a 
gene of low or unknown clinical utility 

 Patients referred for genetic counselling regarding an identified unclassified variant 
(who do not fulfil Category 1 criteria) (link to GHQ website) 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer (if relevant) including the following: 

- type/s of cancer 

- age at diagnosis 

- treatment including outcome or planned treatment 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

 Results of genetic testing  

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 List of cancer predisposition genes for which GHQ offers publicly funded confirmation testing after genetic 

counselling when a mutation (pathogenic/class 5 or likely pathogenic/class 4 variant) has been identified by 
an accredited laboratory (contact GHQ for assistance with identifying an accredited laboratory): 

- AIP, APC, ATM, BAP1, BMPR1A, BRCA1, BRCA2, BRIP1, CHEK2, CDC73, CDH1, DICER1, EPCAM, 
MEN1, MLH1, MSH2, MSH6, MUTYH, PALB2, POLD1, POLE, PMS2, PTEN, RAD51C, RAD51D, RB1, 
RET, RUNX1, SDHA, SDHAF2, SDHB, SDHC, SDHC, SDHD, SMAD4, SMARCB1, STK11, TP53, VHL 



 

 
Clinical Prioritisation Criteria - 49 -  

 

 A case by case decision will be made about the clinical utility of offering confirmation testing for 
genes/variants not listed above.  

 GHQ also offers publicly funded clinical confirmation testing after genetic counselling when a mutation 
(pathogenic/class 5 or likely pathogenic/class 4 variant) has been identified in one of the genes listed above 
in a research study. Any planned research studies involving germline genetic testing of cancer 
predisposition genes should be discussed with GHQ prior to commencement. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 
 

• eviQ – Patients and carers section 

• NSW Centre for Genetics Education 
o List of fact sheets 
o Life insurance products and genetic 

testing in Australia fact sheet 

Inform the patient 
See initial condition for details 

 
 

Untested blood relative of a person with an identified mutation in a cancer 
predisposition gene 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 A cancer affected patient for whom the results will change local or systemic 
management 

 A patient with a limited life expectancy who has children 

 Where the results will change the nature of imminently planned non-cancer surgery 
(e.g. hysterectomy) 

 The patient or their partner is pregnant and the results of testing will inform 
management of the pregnancy  

Category 2 
(appointment within 
90 calendar days) 

 All patients referred for predictive testing for a GHQ accepted gene/variant (see 
Other useful information) in a patient of an appropriate age who do not fulfil criteria 
for Category 1. 

 The child of a parent with mosaicism in a cancer predisposition gene (common 
examples would include NF2, RB1 and VHL). 

 Parents of a child in whom a copy number variant involving a cancer predisposition 
gene has been identified on chromosome microarray. 

Category 3 
(appointment within 
365 calendar days) 

 Patients referred with a family history of an identified mutation/variant in a gene of 
low or unknown clinical utility or with a family history of an unclassified variant (see 
below) 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal history of cancer (if relevant) including the following: 

https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
https://www.eviq.org.au/patients-and-carers
http://www.genetics.edu.au/publications-and-resources/facts-sheets
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
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- type/s of cancer 

- age at diagnosis 

- treatment including outcome or planned treatment 

- relevant pathology (if results are available on Auslab please indicate this on referral) 

 Relevant past medical history including the following 

- surveillance to date 

- relevant surgery (e.g. hysterectomy) with attached histopathology if available 

 Name of gene in which mutation identified and/or name of familial cancer predisposition syndrome identified 
in family 

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known  

 If the family are known to another genetic service and it is known, the name of the service and family 
reference number 

 Attach the “family information letter” if available 

 To preserve confidentiality, do NOT include details or attach reports which identify another family member 
with the referral (see below) 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 In order to offer predictive testing, the patient needs to be able to provide sufficient information for GHQ to 

obtain details of the familial mutation and where possible, familial control DNA for testing. This information 
may include one or more of the following: copies of a relative’s genetic test report, family letters (a de-
identified family information letter provided by a genetics service), names and DOB of relevant family 
members and details of the genetic services where genetic testing has been done. This information should 
not be included with the referral but will subsequently be requested by GHQ. 

 List of cancer predisposition genes for which GHQ offers predictive (presymptomatic) testing when clinically 
appropriate after genetic counselling when a mutation (pathogenic/class 5 or likely pathogenic/class 4 
variant) has been identified in a relative (dominant conditions): 

- AIP, APC, BAP1, BMPR1A, BRCA1, BRCA2, BRIP1, CDC73, CDH1, DICER1, EPCAM, MEN1, MLH1, 
MSH2, MSH6, PALB2, POLD1, POLE, PMS2, PTEN, RAD51C, RAD51D, RB1, RET, SDHA, SDHAF2, 
SDHB, SDHC, SDHC, SDHD, SMAD4, STK11, TP53, VHL 

 List of cancer predisposition genes for which GHQ offers predictive (presymptomatic) testing to patients at 
risk of inheriting mutations from both parents (recessive conditions) 

- MUTYH, NTHL1 

 GHQ offers publicly funded carrier genetic testing to the partner of an individual with homozygous or 
compound heterozygous MUTYH mutations if the couple has children. 

 A case by case decision will be made about the clinical utility of offering predictive testing for genes/variants 
not listed above. If genetic testing is not offered, the patient will be offered advice about cancer risks and 
recommended risk management strategies based on their family history. 

 Predictive genetic testing is offered to children and adolescents when if the results of genetic testing will 
change management i.e. for conditions where surveillance and/or risk reducing surgery is recommended in 
childhood. (see eviQ Risk management guidelines)  

 When a child has been referred for predictive testing for a gene mutation associated with adult onset cancer 
risks, the referring doctor and parents will be provided information about appropriate age of re-referral 

 Presymptomatic testing will not be offered for the following: 
- variant of uncertain significance (unclassified or class 3 variant)  
- variant in a gene of limited or unknown clinical utility (e.g. MTHFR) 

https://www.eviq.org.au/cancer-genetics/risk-management
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- non-confirmed variant/s identified using non-NATA accredited direct to consumer “SNP” based 
technology 

 GHQ may provide families with partially completed referral proformas to facilitate referral. These referrals 
need to be completed IN FULL by the referring doctor. 

 Presymptomatic (predictive) gene testing should only be offered by a geneticist or genetic counsellor 
following genetic counselling and written informed consent (see HGSA guidelines). 

 Patients who are referred for predictive gene testing where GHQ is unable to offer a test due to any of the 
reasons listed above will be re-allocated to the Category 3 waitlist from Category 2. 

 Patients initially allocated to a Category 3 waitlist who are subsequently identified as part of a family with a 
known gene mutation may be reallocated to Category 2. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• NSW Centre for Genetics Education 
 

• eviQ – Patients and carers section 

• NSW Centre for Genetics Education 
o List of fact sheets 
o Life insurance products and genetic 

testing in Australia fact sheet 

Inform the patient 
See initial condition for details 

 
 

Family history: Individual with a family history of cancer from a family in whom 
a mutation in a cancer predisposition gene has NOT been identified 

Referral to emergency 
If any of the following are present or suspected, refer the patient to the emergency department (via 
ambulance if necessary) or seek emergent medical advice if in a remote region. 
 No referrals to emergency relating to genetic testing or review 

Minimum referral criteria 
Category 1 
(appointment within 
30 calendar days) 

 No Category 1 criteria 

Category 2 
(appointment within 
90 calendar days) 

 Patients where the outcome of genetic counselling will influence planned surgery 
(e.g. whether or not bilateral salpingo-oophorectomy should be undertaken at the 
same time as a planned hysterectomy) 

 First or second degree relative of a patient with a CLINICAL diagnosis of a cancer 
predisposition syndrome in whom genetic testing has not been undertaken or was 
uninformative 

Category 3 
(appointment within 
365 calendar days) 

• A patient with a family history of breast and/or ovarian cancer with at least one of 
the following: 

- fits in the “high life time risk of breast cancer” category according to the Cancer 
Australia Guidelines 

- fits in the “high life time risk of breast cancer” category according to FRA-BOC 

- fulfils criteria for the Medicare rebate for breast MRI 

- fits in the “moderate” or “high” lifetime risk category according to iPrevent 

- have been referred by a specialist surgeon 

- first or second degree relative with ovarian cancer 

https://www.hgsa.org.au/documents/item/1574
https://www.eviq.org.au/cancer-genetics
http://www.genetics.edu.au/
https://www.eviq.org.au/patients-and-carers
http://www.genetics.edu.au/publications-and-resources/facts-sheets
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
http://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-20-life-insurance-products-and-genetic-testing-in-australia
https://canceraustralia.gov.au/system/tdf/publications/information-women-about-family-history-breast-cancer-and-ovarian-cancer/pdf/information_for_women_family_history.pdf?file=1&type=node&id=2973
https://canceraustralia.gov.au/system/tdf/publications/information-women-about-family-history-breast-cancer-and-ovarian-cancer/pdf/information_for_women_family_history.pdf?file=1&type=node&id=2973
https://canceraustralia.gov.au/clinical-best-practice/gynaecological-cancers/familial-risk-assessment-fra-boc
http://www.health.gov.au/internet/main/publishing.nsf/Content/mri-breast-services-q-and-a#2
https://www.petermac.org/iprevent


 

 
Clinical Prioritisation Criteria - 52 -  

 

 

• A patient with a family history of colorectal and/or endometrial cancer with at least 
one of the following: 

- moderate or high lifetime risk of developing colorectal according to the NHMRC 
Guidelines 

- family history of three or more first or second-degree relatives with a Lynch 
syndrome-associated tumour or cancer (link to GHQ website), regardless of the 
age the cancers were diagnosed 

- reported family history of polyposis syndrome 

- family history of two or more first or second-degree relatives with colorectal or 
endometrial cancer, at least one of the cancers diagnosed at age < 50 years 

 

• A patient with a reported family history of a polyposis syndrome 
 

• A patient with a family history of gastric cancer with at least one of the following: 
- two or more first or second degree relatives from the same side of the family 

with gastric cancer, at least one diagnosed at age < 50 years 
- three or more first or second degree relatives from the same side of the family 

with gastric cancer, diagnosed at any age 
- family history of diffuse gastric cancer and cleft lip and/or palate 
- family history of GIST and paraganglioma or phaeochromocytoma 

 

• Next of kin of a deceased individual who is being referred to provide consent after 
genetic counselling for gene testing on stored DNA and/or tissue 

1. Reason for request, indicate on the referral 
See initial condition for details 

2. Essential referral information, Referral will be rejected without this 
 As much detail as possible about the patient’s personal and family history including the following: 

- surveillance to date and the results of any related investigations (e.g. breast biopsies, polyps) 

- risk reducing surgery already undertaken 

- details of family history (type of cancer, age of diagnosis, relation to patient including whether maternal or 
paternal). For patients with a family history of breast cancer, referral must include sufficient details of 
family history to confirm eligibility for referral  

3. Additional referral information, Useful for processing the referral 
 If the family is known to GHQ, include the GHQ reference number (GF) if known  

 Printout from iPrevent assessment (if available) 

 If the family are known to another genetic service and it is known, the name of the service and family 
reference number 

 Indicate if genetic testing has been undertaken in an affected family member and the results were 
uninformative or unknown to the referred patient. 

4. Request 
See initial condition for details 

5. Other useful information for referring practitioners, not an exhaustive list 
 The offer of an appointment by GHQ does NOT guarantee that the patient will be offered a publicly funded 

gene test. 

https://wiki.cancer.org.au/australia/Guidelines:Colorectal_cancer
https://wiki.cancer.org.au/australia/Guidelines:Colorectal_cancer
https://www.petermac.org/iprevent
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 If the patient is an UNTESTED adult blood relative of a person with an identified mutation in a cancer 
predisposition gene please refer to CPC (Link to CPC condition) 

 With rare exceptions, publicly funded genetic testing is NOT offered to individuals that are not personally 
affected by cancer (even if a family history of cancer is documented), when a mutation in a cancer 
predisposition gene has NOT first been identified in an affected family member. 

 GHQ will facilitate self-funded BRCA1 and BRCA2 gene testing for patients with a family history of breast 
and/or ovarian cancer who do not qualify for publicly funded gene testing and wish to pursue this option 
after genetic counselling. 

 Guidelines about prescribing the oral contraceptive pill (OCP) or hormone replacement therapy (HRT) for 
women with a family history of breast cancer can be found on the eviQ website. 

 Patients will be asked to provide detailed family information either during a telephone consultation (if urgent) 
or via a family history questionnaire (Cat 3). Failure to return the family history questionnaire prior to 
the appointment may result in removal of the patient from the waitlist. 

 One or more Consent to Release information forms may be provided to forward to family members to obtain 
their consent to confirm details of the reported family history. 

  Women aged 30-50 years who are at high lifetime risk of breast cancer and qualify for the Medicare rebate 
for breast MRI should be referred to a breast surgeon or familial breast cancer clinic at the same time as 
genetics referral. 

 If the patient has any living relatives with a personal history of cancer which meets GHQ referral guidelines, 
the relative could discuss a genetics referral with their treating doctor. 

Clinical resources (links) Patient resources (links) 

• eviQ 

• Cancer Australia 

• NHMRC Guidelines 

• FRA-BOC 

• iPredict Peter Mac website 

Inform the patient 
See initial condition for details 

 

https://www.eviq.org.au/cancer-genetics/risk-management
http://www.health.gov.au/internet/main/publishing.nsf/Content/mri-breast-services-q-and-a#2
http://www.health.gov.au/internet/main/publishing.nsf/Content/mri-breast-services-q-and-a#2
https://www.eviq.org.au/cancer-genetics
https://canceraustralia.gov.au/
https://wiki.cancer.org.au/australia/Guidelines
https://canceraustralia.gov.au/clinical-best-practice/gynaecological-cancers/familial-risk-assessment-fra-boc
https://www.petermac.org/iprevent
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0.05 14/8/18 Clinical 
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Group 
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	Cardiac genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Endocrine genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Gastroenterology / hepatology genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Haematology genetics (excluding cancers)
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Metabolic genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Neurology genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Ophthalmic genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Other adult genetic conditions
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Paediatric genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Renal genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Reproductive genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Respiratory genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Untested and AFFECTED blood relative of a person 
	with an identified gene mutation/chromosomal anomaly
	(confirmatory testing)
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Untested and UNAFFECTED blood relative of a person 
	with an identified gene mutation/chromosomal anomaly 
	(predictive/presymptomatic testing)
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Breast cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Colorectal or small bowel cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Gastrointestinal polyps (not cancer): Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Endocrine cancer or tumour: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent 
	medical advice if in a remote region.

	Female gynaecological cancer or tumour: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Gastric cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Haematological malignancy: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Kidney tumour or cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Paediatric or adolescent and young adult (AYA) cancer: Affected individual from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Other conditions relating to cancer genetics
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Individual who has undergone mainstreamed and/or private genetic testing for cancer predisposition genes
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Untested blood relative of a person with an identified mutation in a cancer predisposition gene
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.

	Family history: Individual with a family history of cancer from a family in whom a mutation in a cancer predisposition gene has NOT been identified
	If any of the following are present or suspected, refer the patient to the emergency department (via ambulance if necessary) or seek emergent medical advice if in a remote region.


