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The purpose of this guideline is to outline the business rules for the Division of Women, Youth & Children (WYC) ACT Genetic Service. 

The ACT Genetic Service provides clinical genetic services to the population of ACT for individuals with a known or suspected genetic condition or a family history of a genetic condition. The service is comprised of genetic counsellors based at Canberra Hospital and two Visiting Medical Officers (VMOs) who specialise in general and cancer genetics. 

[bookmark: _Toc110251699]Key Objective
This guideline provides the framework for which clinical genomics services are provided and delivered in the ACT. 
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This guideline pertains to ACT Genetic Counsellors (GC) and Clinical Geneticists (CG) and is used to inform referring health professionals and ACT Genetic Service administrative staff. 
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The ACT Genetic Service provides genetic counselling for children, women and men residing in the ACT. Any individual within the ACT who fits the eligibility criteria can access the ACT Genetic Service. There is no cost to the individual if they hold a Medicare card. 

Intake for genetic services fall into the following categories:
· Genetic Paediatric Service
· Familial Cancer Service
· Prenatal Service
· General Genetic Service.

 The ACT Genetic Service does not accept referrals for the following:
· Individuals who are not residents of the ACT 
· Individuals who have had or are considering genetic testing of the 5,10-methylenetetrahydrofolate reductase (MTHFR) gene (Appendix 1)
· Direct to consumer testing (DTC) interpretation of results
· Individuals who have had or are requesting genetic testing for paternity
· Individuals with a personal or family history of Ehlers Danlos syndrome type 3, hypermobility, or joint laxity without red flags (Appendix 2)
· Hypercholesterolaemia 
· BCHE gene – pseudocholinesterase deficiency 
· Children/Adults with autism and/or Attention-deficit/hyperactivity disorder (ADHD) without intellectual disability, unusual facial features or family history. Baseline investigations should be performed by the managing doctor (Appendix 3)
· Variants of uncertain significance on chromosomal microarray (CGH) or isolated loss of heterozygosity. The managing doctor can order parental studies if a copy number variant is detected,  which may clarify that a copy number change is benign and familial. Referrals will be triaged, and further information may be provided to the referring doctor without the patient being seen in a genetics consultation
· Pregnant women with a high risk due to advanced maternal age or first trimester screening investigations who have not yet had a diagnostic test
· Teratogen exposure. Contact Mothersafe (02) 9382 6539 for advice (see Appendix 4)
· Consanguinity (see Appendix 5)
· Couples who have had recurrent miscarriages where the cause is not due to a chromosomal anomaly. Conventional karyotype should be performed by the managing doctor
· Where an individual is a known carrier of a rare autosomal recessive disorder, consideration of carrier testing of the partner may be considered. This will be triaged on a case-by-case basis
· Couples or individuals for reproductive carrier screening without a family history of a recessive genetic disorder.

A referral from a paediatrician for children is preferred but may be considered from other specialists.

Cancer Genetic Referrals
The ACT Genetic Service accepts high risk cancer referrals. Prior to referral, please review the referral guidelines at eviQ (https://www.eviq.org.au/cancer-genetics/referral-guidelines)  (See Appendix 6 for the Cancer Referral Form). 

Patients who would benefit from a family cancer clinic referral fit into one of the following categories: 
1. Predictive testing - cancer gene mutation in a blood relative (e.g., BRCA1, MSH6) 
2. Strong family history (e.g., THREE 1st or 2nd degree relatives on the same side of the family with SAME or related cancers, or TWO 1st or 2nd degree relatives on the same side of the family with SAME or related cancer with one diagnosed <50yrs)
3. Personal history of cancer with one or more high risk features (see eviQ)

The ACT Genetic Service does not arrange self-funded genetic testing for individuals who do not meet criteria for public funded testing. These individuals can access private services for self-funded testing. 

Referral criteria reflect core business and may change depending on service capacity. 
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Clients wishing to access the ACT Genetic Service should seek a referral from their General Practitioner (GP) or Specialist. 

Urgent Referrals 
Urgent referrals are accepted for:
· Current pregnancies – please include Expected Due Date (EDD)/Last menstrual period (LMP) 
· Palliative cancer at end of life
· Clients where results of the genetic consultation are required for urgent medical management decisions.

All urgent referrals must be discussed with a Senior GC.  Contact the ACT Genetic Service on (02) 5124 7630. 

Routine Referrals
Send a referral letter to: genetics@act.gov.au or fax (02) 5124 3021. Referrals are also accepted through GP Smart Forms and Central Health Intake (CHI). 
 
Non-urgent referrals are triaged by a Senior GC. Clients will be contacted by an ACT Genetic Service Administrative Services Officer within two weeks of receipt of the referral and provided with the following: 
· An appointment; and/or
· A waitlist letter.

Some clients may require pre-clinic contact for further requirements/investigations prior to an appointment being allocated. If this is the case the referring doctor will be sent a standard letter requesting the following:
· Immunohistochemistry (IHC) for Mismatch repair (MMR) proteins in colorectal cancer (CRC)/endometrial cancer
· Mature onset diabetes of the young (MODY) probability calculator for MODY
· Cardiac and ophthalmology review for connective tissue disorder 
· Ophthalmology review for Neurofibromatosis Type 1 (NF1) 
· Comparative Genomic Hybridisation (CGH) array and Fragile X syndrome testing for developmental delay/intellectual disability
· Full Blood Count (FBC), Haemoglobin electrophoresis (HbEPG), Iron studies for both partners where there is a request for review for thalassemia. 
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All new clients must be booked and registered in the ACT Patient Administration System (ACTPAS) and TrakGene by an ACT Genetic Service Administrative Services Officer at the direction of the Senior GC. Review appointments can be allocated by GCs in consultation with the Senior GC.
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Urgent Clients
Clients identified as urgent will be contacted by a GC within 1 week of receipt of the referral to assess urgency and appropriate course of action.  Urgent clients include those who:
· Are pregnant
· Are receiving palliative care at the end of their lives
· Have received genetic consultation results which indicate that urgent medical attention is required.

Category A Clients
Clients identified as Category A will be allocated a genetic appointment (phone or face-to-face) within 60 days of receipt of referral. Clients will be allocated either a GC or CG appointment. If the client is allocated a CG appointment, a GC telephone intake appointment will be booked prior to the appointment with the CG. This includes:
· Paediatric clients under 12 months of age
· Clients with a foetal loss
· Neonatal Intensive Care Unit (NICU)/ Foetal Medicine Unit (FMU) diagnostic  

Category B Clients
Clients identified as Category B will be allocated a genetic appointment (phone or face-to-face) within 90 days of receipt of referral. Clients will be allocated either a GC or CG appointment. If the client is allocated a CG appointment, a GC telephone intake appointment will be booked prior to appointment with the CG. Category B clients include:
· Paediatric clients under 6 years of age
· Adults planning a pregnancy with a personal or family history of a known or suspected genetic condition
· Cancer clients undergoing treatment-focused genetic testing 
· Clients for which predictive testing has revealed known familial conditions
· Clients deteriorating with a genetic disorder or likely genetic disorder.

Category C Clients 
Category C clients have an appointment scheduled within 365 days for conditions that are unlikely to be urgent and deteriorate quickly. This includes clients with a personal and/or any family history (genetic relatives) of a genetic diagnosis, where a specific gene mutation has not been identified on a genetic test.
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Intake will be conducted by telephone. Clients will attend their initial and review appointments at Canberra Hospital, Belconnen Community Health Centre, CHS Molonglo or via telehealth. Follow-up appointments can be undertaken by telephone at the discretion of the GC. Telephone occasions of service will be recorded in TrakGene by the GC. 
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At the time of booking, clients are sent a letter confirming their appointment. CG appointments will be confirmed by the ACT Genetic Service administrative staff by phone during the week of the clinic. 

SMS reminders are also sent to the client two days prior to the appointment, unless they have opted out
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7.1 Feedback to Referrers
Specialists and GPs
· Letter and/or phone call as appropriate
· Letter to specialist should be copied to relevant GP

Other Referrers
· Letter and/or phone call at discretion of the GC/CG

Email correspondence to another member of the treating team, where clinical information is provided or management strategies discussed, must be included in the client’s clinical record.  

7.2 Did Not Attend an Appointment
If a client fails to attend their appointment, an ACT Genetic Service Administrative Services Officer should:
· Send a “Did Not Attend” letter to the client’s referring doctor (template in Q drive); and
· Document the client DNA appointment in ACTPAS.

The assigned GC should:
· Document in Clinical Patient Folder (CPF) and in TrakGene that the client did not attend the scheduled appointment (Document in client record as follows: “Client DNA appointment. Close referral if no booking in 4 weeks.” ); and 
· Leave the referral open for 4 weeks to allow the client to reschedule the appointment. GC should keep a personal record of files that need to be checked in TrakGene. 

7.3 Cancelled Appointments
If a client cancels their genetic appointment and does not wish to be re-booked, the assigned GC should:
· Document this in the client record
· Removing waiting list entry
· Send a letter back to the referring doctor. 

7.4 Late Arrival
If a client arrives 10 minutes or more after the scheduled appointment time, the assigned GC should:
· contact the client to ascertain if they are still intending to attend the appointment 
· Based on arrival time and other scheduled appointments, decide if the client can be seen
· If the client cannot be seen, document in client record the client arrived late and was advised to book another appointment.

7.5 Discharge
When genetic counselling intervention is complete, the assigned GC should send the client file to Health Information Services (Clinical Records). 

7.6 Referral Management
The Senior GC and an ACT Genetic Service Administrative Services Officer are to maintain the Incoming Referrals spreadsheet. The spreadsheet is to be reviewed with the other GCs in team meetings. 
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ACT Genetic Clinic Clinical Record Files
Hard copy clinical files are used in the ACT Genetic Service while a referral is active. These files are assembled by an ACT Genetic Service Administrative Services Officer. The file contains patient contact details, referral and associated documentation and client labels. Following a clinic consultation, the assigned GC should use CPF for e-notes. Once complete the hard copy file should be sent Health Information Services (Clinical Records). 

ACTPAS and TrakGene Entries 
TrakGene is a genetic database which CHS shares with New South Wales Health. All direct and indirect contact must be recorded in TrakGene, including face-to-face, phone, and email contact with the client and other activities about a client (e.g., phone calls related to client care). Pedigrees are also to be entered into TrakGene by the GC. 
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This guideline will be subject to evaluation through a process of assessment. This will be done continually in order to achieve the below outcomes.
 
Outcome
· Reduction in consumer complaints
· Referrals processed in a timely manner.

Measures
· Regular review and reporting to relevant managers of clinical activity, referrals received, and waitlist times
· Clinical and quality outcomes are evaluated through patient experience questionnaires and consumer feedback data.
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Policies
Informed Consent (Clinical)
Clinical Records Management 

Procedures
Patient Identification and Procedure Matching 
Clinical Records Management 

Legislation
Health Records (Privacy and Access) Act 1997
Human Rights Act 2004
Work Health and Safety Act 2011
Information Privacy Act 2014
Public Sector Management Act 1994
Territory Records Act 2002

Other
Australian Charter of Health Care Rights
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	Acronym/Term
	Definition

	ACTPAS
	ACT Patient Administration System

	BRCA1
	Breast Cancer gene 1

	CG	
	Clinical Geneticist

	CGH
	[bookmark: _Hlk109993616]Comparative Genomic Hybridisation

	CRC
	Colorectal Cancer

	EDD
	Expected Due Date

	EDS
	Ehlers-Danlos Syndrome

	FBC
	Full Blood Count

	GC
	Genetic Counsellor 

	GP
	General Practitioner

	HbEPG
	Haemoglobin electrophoresis

	IHC
	Immunohistochemistry

	LMP
	Last Menstrual Period

	MODY
	Mature Onset Diabetes of the Young

	MSH6
	mutS homolog 6 protein coding gene 

	MMR
	Mismatch Repair 

	NF1
	Neurofibromatosis Type 1
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ACT Genetic Service, Clinical Geneticist, Genetic Counsellor, Guideline, Genetic Referral Guidelines, Cancer Genetics , Referral Form.
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This fact sheet describes MTHFR 5,10-methylenetetrahydrofolate reductase gene testing and what the results can mean.

Centre for Genetics Education Fact Sheet on MTHFR
https://www.genetics.edu.au/health-professionals/FS64-MTHFR-GENE-TESTING-FOR-PATIENTS.pdf
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Joint hypermobility in the general population is common and can be familial. The ACT Genetic Service does not provide treatment or management for HSD (also referred to as hypermobile EDS). There are no known genes associated with HSD and as such no genetic testing is available. 

Diagnostic criteria can be found here:
https://www.ehlers-danlos.com/wp-content/uploads/hEDS-Dx-Criteria-checklist-1.pdf

Some people with joint hypermobility may benefit from a referral to a relevant medical specialist for management of symptoms (Rheumatologist, rehabilitation physician, pain physician and allied health professionals such as physiotherapists and occupational therapists). 
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Further information regarding autism can be found here:

Centre for Genetics Education Fact sheet on Autism
https://www.genetics.edu.au/PDF/Autism_spectrum_disorder_fact_sheet-CGE.pdf 

RACGP Genomics in General Practice – Autism Spectrum Disorder
https://www.racgp.org.au/FSDEDEV/media/documents/Clinical%20Resources/Guidelines/Genomics-in-general-practice.pdf

Information about causes; signs and symptoms; diagnosis and treatment of autism.
Great Ormond Street Hospital for Children
https://www.gosh.nhs.uk/conditions-and-treatments/conditions-we-treat/autism/
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Information on prescribed or non-prescribed medication and their potential impact during pregnancy.
https://www.seslhd.health.nsw.gov.au/royal-hospital-for-women/services-clinics/directory/mothersafe/pregnancy
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This fact sheet discusses when parents share a common ancestor, or a ‘consanguineous’ relationship and that there is an increased chance that they will both carry the same faulty gene variation.
https://www.genetics.edu.au/publications-and-resources/facts-sheets/fact-sheet-18-when-parents-are-relatives-consanguinity
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CANCER REFERRAL FORM
Most cancers occur by chance and are not caused by an inherited predisposition. Less than 1% of people are at a potentially high risk of cancer due to a hereditary predisposition. The ACT Genetic Service accepts referrals based upon specific criteria. 

Please review the referral guidelines at eviQ prior to referral. 

As a rule, patients who would benefit from a family cancer clinic referral fit into one of the following categories: 
1. Predictive testing for a cancer gene mutation (pathogenic variant) in a blood relative (eg. BRCA1, MSH6).
2. Strong family history (eg. THREE 1st or 2nd degree relatives[footnoteRef:1] with SAME or related cancers, or TWO 1st or 2nd degree relatives with SAME or related cancer with one diagnosed <50yrs). [1:  Footnote should indicate what 1st and 2nd degree relatives are] 

3. Personal history of cancer with one or more high risk features (see eviQ referral guidelines for more information).
If Urgent please tick:
	Treatment focused genetic ☐
	Palliative       ☐
	Other       ☐



Patient Details
	Full name
	Date of Birth

	Address
	Mobile

	Suburb
	Postcode
	Home phone

	Email


Does the patient need an interpreter? ☐ Yes   ☐  No
Language: 

Does the patient have Jewish ancestry? ☐ Yes ☐  No 

Has anyone in the family had genetic testing or attended a genetic service anywhere in the world?  ☐  Yes ☐ No
Details: 

Reason for referral:

Personal History:
	
	Tick
	Details (e.g. type, year, treatment and specialist) 

	Breast Cancer
	☐	

	Ovarian Cancer
	☐	

	Bowel Cancer
	☐	

	Bowel Polyps
	☐	

	Other cancers 
	☐	


Please attach any relevant histology reports or specialist letters.

Family History of Cancer:
Please provide as much details as possible for anyone in the family who has had cancer or bowel polyps:

	Full Name
	Relationship to patient
	Maternal or paternal
	Type of cancer/polyps
	Age at diagnosis
	Deceased
Y/N

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	


Please attach any relevant histology reports, specialist letters or death certificates.

Is the patient aware they have been referred to the ACT Genetic Service? ☐  Yes ☐ No 

Referring Doctor’s Details: 
	Name

	Practice

	Practice Address 

	Contact Phone 
	Email



Please forward this referral to genetics@act.gov.au or fax (02) 5124 302
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