


Mr Richard Beasley SC 
Commissioner 
The Special Commission of Inquiry into Healthcare Funding 

Dear Mr Beasley, 

Re: Funding and Governance arrangements for the NSW Adult Genetic Metabolic 
Disorders Service, and relevance to the Special Commission of Inquiry 

The Service Agreement between NSW Health and Western Sydney Local Health District 
does not list the Westmead Adult Genetic Metabolic Disorders Service (AGMDS) as a 
Supra-LHD Service. The Westmead Adult Genetic Metabolic Disorders Service 
(established 2009) manages service delivery for NSW adults (aged 16 years +) with rare 
genetic inborn errors of metabolism. The number of patients accessing the Service has 
more than doubled since the service was established. Many patients are young, have 
highly complex care needs and are at risk of life-threatening complications of their 
diseases. The AGMDS is currently run and funded through Westmead Hospital, despite 
85% of the patients residing outside WSLHD. Current funding arrangements do not allow 
WSLHD to grow the service to meet the needs of the NSW adult patient cohort. 
Allocation of the AGMDS to be run through WSLHD places the service under the 
fluctuating fortunes of WSLHD, with the attendant risks of being underfunded when 
WSLHD finds itself over budget. 

This submission is of relevance to the Inquiry with regard to the following points in the 
Terms of Reference: 
A – Funding of health services: the AGMDS might be better funded through statewide 
(Supra-LHD) mechanisms 
B – Governance and accountability structures: Governance might be improved through a 
more direct line via MOH. 
C- Funding through public hospitals: the AGMDS provides care to a largely community
based and ambulant population.
F & G – Workforce capacity: the metabolic disorders workforce is under a significant
shortfall, with few opportunities for training future clinicians available.
H – Innovative care: Genomic medicine is at the forefront of technological advancement
in medicine. New genetic therapies and diagnostics will alter the way that medicine is
practiced and the AGMDS will be part of that shift.
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Current service delivery 
The AGMDS manages service delivery for NSW adults (aged 16 years +) with inborn 
errors of metabolism. Most of these patients transition from NSW Health children’s 
hospitals.  
There are 1,124 patients known to the service, with 923 actively receiving regular care. 
Of these, 85 per cent reside outside of the WSLHD geographic area. Only 152 (15%) 
reside within WSLHD boundaries.  

Patient cohort 
The number of patients accessing the Westmead Adult Genetic Metabolic Disorders 
Service has doubled since the service was established - from 550 in 2010 to 1,124 in 
2022. Projections based on the number of known patients accessing NSW Health 
children’s hospitals and requiring future transition indicate that patient numbers will reach 
2000 by the year 2036.  

Model of Care  
The Westmead Adult Genetic Metabolic Disorders Service provides a primarily 
ambulatory / outpatient service. Care requirements vary according to medical condition. 
Most patients receive regular six-monthly review at outpatient clinics. Clinics were 
provided via Telehealth during the COVID surges.  
A small number of inpatient admissions are provided each year, usually unplanned acute 
admission with length of stay of approximately 2 days.  
Approximately 50 patients across NSW require Enzyme Replacement Therapy (ERT), 
with industry funded nurses integral to delivery of these services. As well, approximately 
ten patients attend planned fortnightly day only admissions at Westmead Hospital for 
Enzyme Replacement infusions. 
The Service also supports a clinic specifically for prescription of costly medications via 
the Life Saving Drugs Program (LSDP). This lysosomal storage disorders clinic has an 
approximately 10 month waiting list for what should be 6 monthly reviews. 
Nursing staff also provide follow up and case management to patients as required.  

Impacts and Risks  
There are a number of risks to future service delivery which need consideration at the 
LHD and State level. These include: 
• Growing demand
Options for managing this growing demand include growth of the Westmead Service or
development of similar services in other NSW locations
• Funding for growth
The benefits of NWAU funding for this complex patient cohort is poorly understood. In
particular, the predominantly outpatient service model is difficult to adequately cost to
inform funding enhancement considerations and business briefs.
• Funding for Supra-LHD service delivery
Loss of recognition of the Westmead Adult Genetic Metabolic Disorders Service as a
Supra-LHD Service has led to the provision of services to a patient cohort residing
outside of WSLHD without liaison with NSW to determine appropriate funding
mechanisms over the last decade
• Increased demand without additional staffing has led to a reduction in the
availability of outpatient clinic appointments:
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o Patients who are due to be seen 6 monthly are waiting greater period of time
between review appointments, currently 10 months
o New patients transitioning to the service are experiencing longer wait times for their
first appointment. This increases the risk of presentation to emergency departments
without having a metabolic plan for admission.
o If a booked appointment is cancelled by either the patient or the service, there is
difficulty rebooking the appointment
• Expertise of staff
This is a super specialised area of genetic medicine practice. With the very small staffing
profile, especially the small number of Genetic Medicine specialists (two) with expertise
in Genetic Metabolic Disorders, there is a risk to the service is if any staff leave the
organisation. Workforce planning is necessary to ensure a stable service in the future, as
any loss of expertise would severely impact the service.

Policy Aspects 
1. The NSW Health Genomics Strategy (2017) articulates a shared vision for

genomics in NSW, that includes the provision of services like the AGMDS, and
prioritises delivery of patient care across rural, regional and metropolitan NSW; a 
priority that can be delivered by an effective statewide AGMDS. 

2. The Rare Voices Australia (RVA) White Paper on the Metabolic Workforce
highlighted the workforce shortages the underlie and exacerbate the serious
challenges faced by rare metabolic disease patients and their families. 

3. The RVA National Strategic Plan, launched by the Federal Health Minister in 2020,
includes as one of its priorities: Priority 1.3: Develop a national rare disease
workforce strategy that responds to current and future demands, including the 
impact of genomics. 

I have attached the above referenced documents to this submission. 

I hope the Special Commission will look upon this submission as one aspect of 
Healthcare in NSW that could be improved by changing its governance from one where it 
is under the auspices of a single district to one where it is recognised as a statewide 
service of significance. 

Kind regards, 

Head, Department of Genetic Medicine 
Westmead Hospital, WSLHD 
Associate Professor, University of Sydney 













1  |  EXECUTIVE SUMMARY

The past decade has 
delivered major advances 
in our understanding of 
the human genome and 
the association between 
genetic variation and 
disease. 

Genetic testing is not new: genetic services have played an important role in 
diagnosis and medical care over many years. However, a much broader array 
of tests are now becoming available, including comprehensive gene panel 
tests and tests based on sequencing exomes or whole genomes.

These new genomic tests are opening up new and exciting avenues for 
disease diagnosis, prognosis and ultimately treatment. This reflects the 
long anticipated maturing of human genomic technologies as well as the 
development of new and related technologies (e.g. proteomics). The pattern 
of progress is evident across the various disease areas, as well as rare 
childhood conditions, with some areas advancing faster than others. At the 
same time, new questions are emerging – scientific and ethical questions, 
as well as practical questions in terms of how and when these medical 
advances can be made more widely available. 

NSW scientists and researchers are working at the forefront of this field.  
With a range of world class medical research institutions and a strong public 
health system, we have an opportunity to lead in the development and 
application of clinical genomics: to move it from the margins to mainstream 
healthcare over the coming decades and to shift the paradigm from disease 
management to prevention. Doing so will enhance current services provided 
by the NSW health system with the continued aim of delivering the best 
possible outcomes for patients and their families.   

However, given the novel and disruptive nature of the technology and ethical 
dilemmas it raises3, there is no well-defined path for achieving this. NSW 
Health must develop its own path – hence the need for this Strategy. 

Strategic Vision for genomics in NSW
The scope of the NSW Health Genomics Strategy is clinical genomics, 
defined as the emerging discipline that involves using genomic information 
about an individual, a cancer or an infectious organism as part of clinical 
care (e.g. for diagnostic and/or therapeutic decision-making) and the health 
outcomes and policy implications of that use4. Whilst the focus is genomics, 
including the study of genetic material, there are other emerging ‘omics 
technologies, such as transcriptomics (gene expression), metabolomics and 
proteomics that are developing in parallel. It is envisaged that this Strategy 
will have applicability to these fields and that these can be advanced 
through a common framework.

Genomics can provide greater accuracy in determining disease risk, 
assessing diagnosis and prognosis, and informing the selection of 
therapeutic options for care. Improved precision in care may avoid 
unnecessary treatments and provide savings for the healthcare system and 
the economy at large. Applications of genomic technology in this way are 
commonly referred to as precision or personalised medicine.

3	 These include incidental findings, confidentiality and reproductive responsibility. For an introduction to these issues, see:  
	 https://theconversation.com/the-genomic-revolution-is-coming-and-with-it-some-big-dilemmas-42101 
4	 Based on NIH National Human Genome Research Institute. https://www.genome.gov/27527652/genomic-medicine-and-health-care/  
	 (accessed 14/3/17).
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Genomic technologies can be used by clinicians from 
all specialities to diagnose patients who have high 
risk genetic errors causing disease. This includes 
prenatal screening for genetic diseases through 
new non-invasive methods. Genomic technologies 
are also increasingly being used to understand the 
contribution of both rare and common genetic factors 
to the development of common diseases, such as 
hypertension, diabetes and cancer. This provides 
opportunities to assess predisposition to disease, 
potentially prompting more focused clinical monitoring 
and lifestyle changes. Variants in germline cancer 
predisposition genes will become more prevalent 
as our understanding grows, placing greater burden 
and demand on familial cancer services and allied 
health professionals such as genetic counsellors and 
psychosocial services. Following diagnosis, it is also 
opening up new treatment options, including more 
targeted therapies (based on identifying the genetic 

drivers of disease and providing drugs or other 
substances which target that pathway), and gene 
therapy including the emerging field of gene editing 
(adding, removing or replacing sections of the  
DNA sequence).   

In addition, genomic technologies enable the 
genomes of microorganisms that cause human 
infection to be sequenced to identify the exact 
organism causing symptoms, help to trace the cause 
of infectious outbreaks, and give information as to 
which antibiotics are most likely to be effective in 
treatment. Further applications continue to emerge, 
such as the use of genomics to identify drug 
resistance in clinically relevant bacteria, viruses and 
fungi,7 or the emerging area of human gut virome  
and bacterial microbiome analysis. 

7	 Antimicrobial resistance is a major global health crisis – see National Antimicrobial Resistance Strategy 2015-2019. In addition, genomics provides a 	
	 powerful tool for monitoring viral infections and outbreaks.
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2.3	� Transforming healthcare:  
the promise of precision 
medicine

On one level, genomics is additive to the existing 
health system. On another level, it can be 
transformative. As discussed in the previous section, 
genomic medicine has the capacity to enable precision 
or personalised medicine for individuals8. 

Precision medicine involves a fundamental shift in the 
way that healthcare is organised and delivered:

Traditionally, medicine has been built around 
clinical teams specialising in a particular organ 
system working back from a patient’s symptoms 
to arrive at a diagnosis. Personalised medicine 
turns this approach on its head. It recognises that 
complex diseases should no longer be considered 
as a single entity. One disease may have many 
different forms, or “subtypes”, resulting from the 
complex interaction of our biological make-up 
and the diverse pathological and physiological 
processes in our bodies. These will not only vary 
between patients who have the same disease but 
also within an individual patient as they get older 
and their body changes9. 

Early examples of personalised medicine can be seen 
in cancer care, since all cancer has a genetic base. 
Genomic or molecular diagnosis provides insight into 
this genetic base and may support more accurate 
tumour diagnosis and highly targeted treatments. 
This is being applied across an increasing range of 
cancers, including breast, brain, colon and skin cancer 
(melanoma). Stratifying patients and cancers in this 
way provides a path to major advances in disease 
management and prevention.  

At the same time, the challenges associated with 
realising this promise should not be overlooked.  
For example:

•	� the relationship between genome and phenotypic 
(or observable) data is complex and gene therapies 
may yield unexpected side effects; 

•	� not all people with a particular genetic change 
or mutation will develop features of the disorder; 
accordingly genomic testing could potentially lead 
to over-diagnosis in the absence of appropriate 
controls; 

•	� genomic information is dynamic such that 
new discoveries may necessitate recontacting 
individuals to amend advice as new information 
becomes available; and 

•	� the value of genomics in terms of disease risk 
prediction has not yet been definitively established 
for situations beyond specific examples. Probability 
and relative risk are difficult for most people 
to understand, and current data suggests that 
individuals don’t change their behaviour much even 
when they become aware of being in a high-risk 
group10.  

Accordingly, the promise of precision medicine cannot 
simply be assumed, nor should the current diagnostic 
capabilities of genomic technology be overstated. 
Significant further clinical, public health and health 
service research is required. Further work to confirm 
disease related phenotypes and genotypes will also 
continue to remain vital to diagnosis; hence the need 
for close, ongoing cooperation between clinicians and 
medical researchers to further the development of 
clinical genomics.

8	� Building on our inheritance: Genomic technology in healthcare. United Kingdom 2012. https://www.gov.uk/government/uploads/system/uploads/at-
tachment_data/file/213705/dh_132382.pdf (accessed 14/3/17).

9	� Improving outcomes through personalised medicine, NHS England, 2016.
10	� Hollands GJ, French DP, Griffin SJ, et al. The impact of communicating genetic risks of disease on risk-reducing health behaviour: systematic review 

with meta-analysis. BMJ. 2016; 352:i1102.
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3  	 �GENOMICS IN NSW:  
PART OF THE PLAN 

The NSW Government is 
committed to building a 
21st century healthcare 
system that delivers the 
“right care, in the right 
place, at the right time”, 
as articulated in the NSW 
State Health Plan16.

Clinical genomics, with its potential to enable precision medicine, will 
become an increasingly important focus for healthcare providers and policy 
makers. This Strategy aligns with the NSW State Health Plan priorities (Table 
1 below) to maximise the potential of genomic technology for the benefit of 
the NSW population.

Table 1  Links with NSW State Health Plan

NSW STATE HEALTH  
PLAN PRIORITIES

DESCRIPTION

Direction One: 
Keeping People Healthy

Supporting people to live healthier, more 
active lives and reducing the burden of  
chronic disease

Direction Two:
Providing World-class 
Clinical Care

Providing timely access to safe, quality care  
in hospitals, Emergency Departments and in 
the community

Direction Three: 
Delivering Truly 
Integrated Care

Creating a connected health system, so that 
patients get the care they need, where and 
when they need it, by connecting State  
health services with other health services

Some of the foundations for achieving this are already in place or being put 
in place through prior investment decisions. Accordingly, NSW has a strong 
base to build upon in clinical genomics. This chapter highlights some of the 
capabilities that already exist: capabilities that mean NSW Health is well 
positioned to progressively incorporate genomics into everyday care for the 
benefit of NSW consumers, communities and the health system as-a-whole. 
These include:

•	 Clinical innovation and exemplars;

•	 World class translational research;

•	 State-wide networks;

•	 Advanced information and communication technology (ICT);

•	 Collaborations and partnerships.

16	� NSW State Health Plan: Towards 2021. NSW Ministry of Health 2014. http://www.health.nsw.gov.au/statehealthplan/Pages/default.aspx
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3.3	 State-wide networks
A distinctive feature of NSW Health and affiliated 
public health agencies is the development of state-
wide networks, with national and international links, 
to support ease of access and consistent delivery of 
quality health services across the state. Accordingly, 
NSW has a number of established state-wide services 
that provide a platform for developing clinical 
genomics services in line with the NSW government’s 
commitment to access and equity. These include:

The Agency for Clinical Innovation (ACI) works 
with clinicians, consumers and managers to provide 
expertise in service evaluation and redesign, specialist 
advice on models of care, implementation support 
and continuous capability building. The ACI consists of 
clinical networks, taskforces and institutes that provide 
a unique forum for people to collaborate across the 
NSW Health system. By bringing together leaders from 
primary, community and acute care settings the ACI 
promotes an integrated health system. 

The Clinical Genetics Network at the ACI provides 
expert advice on genetic services and assists in the 
development and implementation of new or improved 
models of care to improve health outcomes for people 
living in NSW. This network of clinicians includes: 
clinical geneticists, genetic counsellors, consumers, 
molecular geneticists, health policy makers and other 
interested health professionals. The role of the network 
includes the review and updating of state-wide policies 
and guidelines and development of patient consent 
forms and consumer information.

The Centre for Genetics Education is a state-wide 
education service. The Centre is dedicated to providing 
health professionals who are non-genetics trained 
with the skills and knowledge to manage the impact 
of genetic and genomic technologies on their practice. 
Based at the Royal North Shore Hospital in Sydney, 
the Centre’s educational activities aim to promote 
appropriate and equitable access to genetic services 
for people across the State.

Patient support groups: clinical genomics includes the 
psychological and emotional ongoing care of patients 
and their families. Patient groups play an important 
role in facilitating support for those affected directly 
or indirectly by genetic conditions. NSW Health 
provides funding to Genetic Alliance Australia who 
provide peer support and information for individuals 
and families affected by a rare genetic condition/rare 
disease. 

NSW Health Pathology (NSWHP) provides expert 
pathology and forensic services for the State’s health 
and justice systems. It is the largest public pathology 
provider in Australia operating approximately 60 
laboratories and 200 pathology collection services  
in public hospitals and community health settings.  
It employs around 4,000 staff and conducts more  
than 61 million tests per year. 

As partners in research and innovation, NSWHP 
is helping to protect and improve public health 
and safety. Its state-wide structure enables rapid 
translation of new technologies, scientific knowledge 
and processes to help improve patient outcomes. So 
far it has established three specialty services to cover 
rare diseases, cancer and pathogen genomics with 
each including translational research to promote future 
development. 

NSWHP has played, and is continuing to play through 
its new Genomics unit, a leading role in a number of 
clinical genomics initiatives:

•	� A NSWHP laboratory was the first in Australia to 
receive accreditation to provide a next generation 
sequencing (NGS) assay for screening of genes 
associated with breast cancer in 2013; 

•	� State-wide, it currently performs over 80,000 
genetic and genomic tests annually, such as clinical 
exome sequencing for rare disorders, gene panels 
for rare cancer syndromes and tumour profiling 
through to sequencing infectious organisms;

•	� NSWHP Genomics played a major role in assisting 
Genome.One, a wholly owned subsidiary of the 
Garvan Institute, to obtain accreditation for 
Australia’s first whole human genome sequencing 
test; 

•	� Through its Forensic and Analytical Science 
Service, it is also examining the use of genomics 
to help solve crimes and determine the causes of 
unexplained death.

Looking ahead, NSWHP has the potential, in 
partnership with NSW Health clinical services, to play 
a key role in ensuring appropriate genomic testing is 
offered by NSW Health.
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The NSW Health genomics vision also encompasses the following elements:

•	� Through strong industry and academic partnerships, NSW will both 
contribute to the global genomics knowledge base and excel in 
translating research into improved patient care and health outcomes.  
This hinges on developing an effective interface between research  
and the clinic, and vice versa, to enable the seamless co-creation  
and transfer of knowledge;

•	� Where indicated genomic information will be accessible state-wide on 
an equitable basis, with cost-effective and quality-assured processes 
in place for requesting and conducting tests. Combined with specialist 
expertise and advice to aid interpretation and clinical decision-making, 
the development of close relationships with general practitioners and 
other carers as part of an integrated network will promote safe,  
ethical and appropriate use of the technology;

•	� Closing the gap in Aboriginal health outcomes is a priority for NSW 
Health. The absence of specific genomic reference information means 
that Aboriginal people may not enjoy the same diagnostic benefits as 
non-Aboriginal people. NSW Health will work with other government 
agencies and bodies, particularly the Commonwealth, to help close  
the clinical genomics gap by 2025;

•	� Health professionals in NSW will confidently use genomic information 
within their roles, supported by enhanced and responsive education  
and training in genetics and genomics;

•	� Clear and unambiguous consent procedures will provide assurance 
to patients and families and enable them to make informed decisions 
in partnership with their treating clinicians, including the handling of 
incidental findings20;

•	� Robust safeguards will be enacted so that personal genetic and  
genomic data is handled at all times in a way that builds and sustains 
public confidence in the NSW health system. This includes adherence 
to the relevant Commonwealth and State guidelines, policies and laws 
such as the NSW Genetic Health Guidelines and the NSW Health Privacy 
Manual for Health Information21; and

•	� The NSW community will play an active and informed role in the 
development of genomic services across the State. This will be achieved 
through effective and ongoing public engagement to promote 
understanding of the use of genomic information in healthcare. 
Consumers and patients will be informed and supported to make 
appropriate health and wellness choices for their own benefit, for  
the good of their families and the wider Australian community.

20	� A national consent working group has been established under the auspices of the Australian Genomics Health Alliance to generate a national 
approach to consent for genomic testing. For a simple explanation of dynamic consent, go to: http://www.geneticalliance.org.uk/news-events/news/
dynamic-consent-what-s-that/

21	� http://www.health.nsw.gov.au/policies/manuals/Documents/privacy-manual-for-health-information.pdf
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5.3	� Service delivery: commissioning  
and utilising genomic technology

As the largest commissioner and provider of healthcare in Australia, NSW 
Health has an essential role to play in developing coordinated and collaborative 
service delivery models. 

To achieve this NSW will apply a number of design principles to develop 
these services. These include:

•	� Build on what works today – innovative models of care harnessing 
genomic technology are emerging both locally and internationally. We 
should learn from these services and models23 as we shape and develop 
future State-wide service delivery models;

•	� Consumer-centred design – engaging consumers and their 
representatives in the design process so that services provide a positive 
service experience in line with consumers’ needs and preferences, 
enhanced health outcomes and care as close to home as possible; 

•	� Integrate genomic medicine into mainstream care – where appropriate,  
streamlining adoption by incorporating genomics into existing clinical 
pathways and service models;

•	� Design for collaboration and efficiency – promoting and requiring 
shared resources across traditional boundaries to avoid unnecessary 
fragmentation and duplication of resources;

•	� Recognise “one size doesn’t fit all” – there are many different 
applications of genomics and different clinical pathways and models 
will be required to suit differing diseases, conditions and local contexts. 
For example, the genomic analysis of tumours does not require routine 
assessment by genetic counsellors except in the minority of cases where 
germline mutations are identified; and 

•	� Design for the future – new service models must adapt as genomics 
develops, the number and range of tests and therapies increase and 
new service delivery options emerge (e.g. near-patient testing (Point of 
Care Testing) in primary care and outpatient settings). Future-proofing 
will also mean taking advantage of digital technologies (e.g. electronic 
patient records, telehealth, mobile devices and applications) where 
possible.

Consideration will be required to address the particular needs of patients 
and consumers in rural and remote areas and specific ethnic, social and 
cultural groups. The genetics services established in the Hunter New England 
Local Health District provide an example of how the needs of rural and 
remote communities can be met. 

The vision for the use of 
genomics in the NSW 
health system promotes 
cost-effective and clear 
processes for requesting 
and conducting tests, 
increasing access to 
specialist genomic 
services through 
established networks, 
and increasing access 
to appropriate genetic 
counselling support.  

23	� For example, rural/regional outreach genetic counsellors have a unique perspective on working in such areas; this should be incorporated into new 
service designs.
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NSW Adult Genetic 
Metabolic Disorders Service

Based at Westmead Hospital



AGMDS

• Care of >1100 adults with rare genetic disorders affecting metabolism

• Spectrum of different conditions, many of which are extremely rare 
with individualised management plans

• Inpatient and outpatient care

• The only centre in NSW

• Falls under the specialty of Clinical Genetics (Subspecialty metabolic 
genetics)



Activity data

- Outpatient service – number of occasions of service (OOS) and service events
Westmead 
Hospital 
Outpatients 1 
Metabolic 
Genetic Service

Sum of 
Total OOS

Sum of 
Total 
Service 
Events

Sum of Total 
NWAU

Sum of NWAU $ (STATE Price 2021-2022)

2021/22

Feb 82 82 14.134344 $69,696.45

Mar 67 67 11.563995 $57,022.06

Apr 40 40 6.874868 $33,899.97

May 43 43 7.410572 $36,541.53

Jun 57 57 9.7869 $48,259.20

Jul 73 73 12.561572 $61,941.11

Aug 44 44 7.58914 $37,422.05

Sep 59 59 10.210999 $50,350.44

Oct 52 52 8.942136 $44,093.67

Nov 65 65 11.201708 $55,235.62

Dec 53 53 9.127572 $45,008.06

2021/22 Total 635 635 109.403806 $539,470.17

Westmead Hospital C3B Genetics Service
Sum of Total OOS Sum of Total 

Service Events
Sum of 
Total 
NWAU

Sum of NWAU $ (STATE 
Price 2021-2022)

2021/22

Jan 4 4 0.6868 $3,386.61

Feb 23 23 3.9491 $19,473.01

Mar 27 27 4.6359 $22,859.62

Apr 28 28 4.8076 $23,706.28

May 25 25 4.299368 $21,200.18

Jun 23 23 3.995459 $19,701.61

Jul 26 26 4.4642 $22,012.97

Aug 34 34 5.865272 $28,921.66

Sep 30 30 5.197359 $25,628.18

Oct 24 24 4.1208 $20,319.66

Nov 28 28 4.835072 $23,841.74

Dec 19 19 3.2623 $16,086.40

2021/22 Total 291 291 50.11923 $247,137.92Totals
Sum of Total 
OOS

Sum of Total 
Service 
Events

Sum of Total 
NWAU

Sum of NWAU $ 
(STATE Price 2021-
2022)

635 635 109.40381 $539,470.17

291 291 50.11923 $247,137.92

926 926 159.523 $786,608.09



Inpatient admission data



Activity data

• Number of new patients vs. ongoing patients

Year New Patients Total numbers

<2013 582

2014 18 600

2015 70 670

2016 41 711

2017 60 771

2018 48 819

2019 55 874

2020 70 944

2021 62 1006

2022 64 1072

2023 57 1129

*pt numbers here do not include some known patients who are discharged from clinic for various reasons.
Total number of known patients with genetic metabolic disorders is 1252
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supra LHD components of the AGMD Service 

• Referral pathways

• Majority of referrals are supra LHD

• Known patients transitioning from paediatric care
• ~25 per year, varying diagnoses
• Taken from across the state

• Adults referred with a known (often new) diagnosis by external specialists
• ~15 per year

• Adults referred for investigation of a suspected genetic metabolic disorder
• ~25 per year, around half will have a diagnosis confirmed



supra LHD components of the AGMD Service 

• Eligibility criteria

• >= 16 years old

• Known or suspected genetic metabolic disorder

• Family history of genetic metabolic disorder

• Outpatient consultation

• Inpatient management (at WSLHD)

• Inpatient management (phone advice given to external LHDs)
• Patients often transferred to Westmead for care



Treatments – both inpatient and outpatient

• Inpatient

• Enzyme replacement therapy (at Westmead)
• Day admissions for intravenous treatment (weekly or fortnightly)
• Medications funded by the Federal LSDP
• No funding for staff or pharmacy time given by Federal LSDP

• Acute admissions for metabolic decompensation
• Intravenous fluids and specialised dietetic management
• ICU often involved



Treatments - Outpatient

• Specialised medications
• Betaine

• Sodium benzoate and 
phenylbutyrate

• Nitisinone

• L-arginine and citrulline

• Dichoroacetate

• Amino acid formulations

• Dietetic management
• Many disorders require complex 

dietetic input on a regular basis

• E.g. Maple Syrup Urine Disease 
requires a low-protein diet 
incompatible with health without 
medically prescribed supplements 
and detailed dietetic mangement

Ongoing medical review for disease complications, individualised to each disease 





Discharge processes

• Patients are only discharged if
• Deceased (rare, around 3-5 persons per year)

• Repeated fail to attend clinic (rare)

• Patient request



Costings

• Current Staff
• Staff Specialist 0.8 FTE (Head of 

Department clinical component)
• Staff Specialist 1.0 FTE
• 1.0 FTE nurse CNS
• 1.0 Metabolic Dietitian
• 0.5 FTE Registrar (advanced trainee)
• 0.5 FTE administration staff

• Required workforce per 500 
patients:
• 1 staff specialist in Metabolic 

Medicine
• 1 medical registrar (advanced trainee 

in metabolic medicine or clinical 
genetics)

• 2 metabolic dietitians
• 1 registered nurse
• 0.5 administration officer

• Immediate additional needs are 
• 3 dietitians, 1 nurse, 1 administration 

officer and 1 medical registrar. 

Service enhancement should 
be planned and budgeted for 
every 5 to 10 years.



Costings 2023 estimates
Entity

Financial 
Year

Project
Cost Centre 
Description

Cost Centre Award Code Position Grade
Position 

Grade Year
TOTAL TOTAL

NUMBER NUMBER LIST LIST FTE = 

FE8217 FY23
WSTM Adult 
Genetic 
Services

CC365286 03REG04 Registrar..Medical Officers.Medical Officers Year 4 1 142,884

FE8217 FY23

WSTM Adult 
Genetic 
Metabolic 
Service

CC365287 37STSP101
Staff Specialist Level 1..Staff Specialists.Staff 
Specialists

Year 1 1 275,330

FE8217 FY23
WSTM 
ASU/Genera
l Surgery

CC365288 53DIET302
Dietitian.Lvl 3.Health Professionals.Professional 
and Associated

Year 2 1.89 219,678

FE8217 FY23

WSTM 
SPECIAL 
COST 
TRACKING 
Pompe ERT

CC365289 02RN03
Registered Nurse..Nurses and Midwives.Nurses
and Midwives

Year 3 1 75,523

FE8217 FY23

WSTM 
Patient 
Discharge 
Lounge

CC365290 06ADMN201 Admin Off.Lvl 2.Administrative.Health Employees Year 1 0.53 32,799

5.42 $746,214.00 




