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Integrating rare disease 
research, innovation, care 
and support:
 

 
Answering the
questions families ask

 



• Inadequate clinical management 

& fragmented care

• Financial burden

• Inequity of access to care 

depending on geography

• Lack of peer-support

• Lack of awareness of RD across 

health professionals & the 

broader community

• Long diagnostic journey & 

misdiagnosis / no diagnosis

• Lack of treatment options

• Patient or parent needs to be 

the ‘expert’ in their RD

• Higher mental health impact, 

isolation, stigma & discrimination

Whole of Life Impact
People with rare diseases share the same challenges associated with chronic and complex 
illnesses, along with additional challenges due to the ‘rarity’
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Challenges unique 
to rare diseases 

Challenges common to 
chronic/complex illness 

AND rare diseases



Co-design 

through >200 

stakeholder 

meetings 

Rare Care Centre

Est Feb 2022

https://pch.health.wa.gov.au/Our-services/Rare-Care-Centre


Model of Care:

Cross-Sector Care Coordination





Model of Care Features

Model of care co-designed with all sectors/agencies, clinicians and families

Referral Criteria:

Has a rare or undiagnosed disease

Identified gap/s in care across any sector/agency

Receiving ongoing paediatric care (hospital or paediatrician)

No duplication – add value

Existing sector/agency professionals remain involved in care delivery

High and low complexity conditions

Time-limited, out-patient service (can be re-referred)



Rare care – Cross-sector care coordination - 

ScienceDirect

https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023
https://www.sciencedirect.com/science/article/pii/S1769721225000023


Demographic Snapshot

Overall 

families reported a 

high level of 

satisfaction with 

the service
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PCH Teams Involved

Median time on service

5.1 months

Most common conditions seen: 22q, CHARGE 

Syndrome, Tuberous Sclerosis Complex (TSC)
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Referral Acceptance

78%

134 patients

12 months 

post-discharge



Impact Snapshot 
(134 patients 12 months post-discharge)

≈ $11K  

Saving/pt

(this includes offset 

of Program Delivery 

cost/pt ≈$10K)

44% ￬
Inpatient bed days

61% ￬
Outpatient Visits

69% ￬
DNA Outpatient Visits

Connection to specialist clinicians

Access to general practitioner

Access to transition resources 

Access to welfare benefits

School supports

Overall 

families reported a 

high level of 

satisfaction with 

the service
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Interventions

Benefit Cost Ratio: $4.70 for every $1 spent  

Costing as per CAHS Business Intelligence Unit Dec 2025

Increased disability support funding 

$A956,500

60% of families upskilled in 

understanding NDIS plan

Access to genetic counsellor

85% received a visual summary

29% supported with school 

enrolment

35% provided with mental health 

psychoeducation and support

Across 13 families



Nurse Navigator telehealth service: Feb 2024- 
current Key Findings

• Access and equity

• Effectiveness

• Efficiency

• Appropriateness

Opportunities for improvement

• Integration with existing systems

• A streamlined model of care

• Embedding nurse navigators across the health care 
system

• National training and certification

• A mixed model of ongoing support

• Improved data and monitoring systems

• Stronger partnerships and multidisciplinary collaboration

Abt Global, Dept of Health, Disability and Ageing Nov 

2025

Cam RARE Patient Passport: Any rare condition, any age, anywhere

https://www.camraredisease.org/rare-patient-passport/


• Remote, Indigenous and Rare

• Disproportionate rates of burden of 
disease and health disparities, and lack 
of access to health care services

• Community co-designed model of 
cross-sector care coordination 

• Site based along with 
outreach/telehealth

• Equitable and direct access to care 

• Regional capacity building

Length of New ZealandPerth, WA → Port Hedland, WA

The Pilbara, WA

Regional Hub – Pilbara



Rare Care Pilbara Hub
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• Pilbara Hub commenced in February 

2026.

• The Pilbara Hub provides clinics in 

Newman, Hedland and Karratha. 

• The service has received 17 referrals to 
the end of April 2026.

• The service has seen 5 children to the 

end of April. 

• Common gaps in care identified by 

referrer are family supports, medical 
management planning, NDIS support 

and education supports. 
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Rare Care Comprehensive Centre

Landmark investment transforms rare disease care for WA 
families

https://pch.health.wa.gov.au/About-us/News/Landmark-investment-transforms-rare-disease-care-for-WA-families
https://pch.health.wa.gov.au/About-us/News/Landmark-investment-transforms-rare-disease-care-for-WA-families


RCCC Structure – an integrated model 

Global Partners

Philanthropic Partners

Lived Experience 

Research Partners 

Health Service Partners Cross-Sector Partners

INNOVATE

Research &

 Innovation

CARE

Clinical & 

Cross-sector

Services 

TRANSFORM

Rare Care 

NfP 
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ACCESS TO 
TREATMENTS 

& TRIALS

EARLY 
DIAGNOSIS 

MODEL OF CARE 

ECOSYSTEM 

AWARENESS, 
EDUCATION, 
TRAINING

RESEARCH & 
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DIGITAL, 
DATA,  
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GLOBAL 
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POLICY,  
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What are the 

first steps 
toward a 

diagnosis?

Where do we 

go for support 
and trusted 

information?

How do we 

access 
treatment? 

What if there 

is no 
treatment?

How do we 

manage our 
care and 

navigate 

across all the 
sectors 

involved?

How do we 

ensure other 
families no 

longer face 

the same 
challenges?

Rare Care Comprehensive Centre



Clinical & Cross-Sector
Delivered through CAHS:
• Deliver direct care to children and families across WA through various care 

coordination models, with a strong focus on cross-sector (inter-agency) care 
coordination

• Three Programs: Cross-Sector Care Coordination, Nurse Navigator, RUD Professional 
Support Line

• Three Regional Hubs: Pilbara (established), Kimberley, South-West

Delivered through new dedicated NfP:
• Integration and reporting function 
• Lived experience backbone for whole RCCC
• Advocacy, awareness, education and system improvements 
• Family Support Programs
• Global partnership and leadership initiatives
• Global Nursing Network for Rare Disease
• Primary Care Navigation Program – PRIMARY RARE
• Cross-sector Pathways
• Digital initiatives
• Research flagships (partial)

Not for Profit

Clinical & Cross Sector

Not for Profit

Rare Care Comprehensive Centre NfP



Informing a Rare Disease Research Framework

Voice of RUD 

Lived 
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• United Nations Resolution on RD

• World Health Organisation Resolution on RD

• Global Rare Disease Plan

• The Lancet Commission on Rare Disease

• World Economic Forum

• Asia-Pacific Healthcare Sustainability, 
KPMG and partners

• Rare Disease Affinity Group

• Making Rare Disease Count

Global Priority
  – enormous unmet need, staggering opportunity
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Deficiencies in engagement

• Youth
• Men
• Indigenous







Mental Health Burden is equivalent to extreme cohorts

Levels similar to those observed 
in exceptional contexts:
1. COVID-19 pandemic,
2.  High-burden populations:

1. Ugandans with HIV, 
2. psychiatric hospital settings, 
3. people with severe mental 

disorders.

EURORDIS Rare Barometer reveals mental health crisis in rare disease community -

EURORDIS-Rare Diseases Europe

https://www.eurordis.org/rare-barometer-reveals-mental-health-crisis-in-rare-disease-community/
https://www.eurordis.org/rare-barometer-reveals-mental-health-crisis-in-rare-disease-community/
https://www.eurordis.org/rare-barometer-reveals-mental-health-crisis-in-rare-disease-community/
https://www.eurordis.org/rare-barometer-reveals-mental-health-crisis-in-rare-disease-community/
https://www.eurordis.org/rare-barometer-reveals-mental-health-crisis-in-rare-disease-community/


A starting point for a cross-sector RD Research Framework 

Cross-sector approach 
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RCCC                                      An integrated model 

Global Partners

Philanthropic Partners

Lived Experience 

Research Partners 

Health Service Partners Cross-Sector Partners
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Research &

 Innovation

CARE

Clinical & 

Cross-sector

Services 

TRANSFORM
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WA Rare Disease 
Research and 
Innovation Consortium



Research & Innovation Flagships
Delivered across all partner organisations through RCCC Research Consortium (CAHS, NfP, 
Harry Perkins, UWA, Murdoch University, Curtin University, Perron Institute, the Kids Research Institute)

• Increase public and policy awareness and understanding of rare diseases
• Reduce stigma, increase support and improve access to services through storytelling 

and public campaigns

• Accelerate and improve genetic diagnosis for rare diseases
• Use advanced genomics and functional validation to find answers for families

Discovery-enabled 
Diagnostics

• Develop and deliver personalised therapies for rare diseases
• Build infrastructure for clinical trials and faster access to new treatments

Access to Treatments and 
Trials; Local Manufacturing

• Create integrated care pathways and coordination for families
• Enhance workforce training and support programs for better outcomes

Model of Care & Pathways

• Harness AI to speed up diagnosis, treatment and care delivery
• Connect data and expertise for timely, equitable patient support
• Enabler that underpins the framework

AI to Unlock Rare Disease

Awareness – System & 
Community

Rare Care Comprehensive Centre NfP



coding spine, findable record

Candidates, ASO 
workstream – extensible to 
all advanced therapy types

functional-impact 
documentation, NDIS 
alignment

reduces family burden, 
trusted information

UTOPIA · Gareth, Tudor, Tristan
genomic/phenotype synthesis, 
rare-pattern recognition

Treatment and trial 
matching, TrialR, in-silico 
models

cross-sector care 
plans

Multimodal AI · Tele
speech, imaging, etc… for 
earlier detection

personalised support for children with rare and 
neurodevelopmental conditions

Disabilit-EASE · Tristan, Sharon

explainable prediction 

AI-driven Drug 
Discovery · Tristan

Aurora · Timo

virtual research labs 

Kailume · Timo

Dissemination

shared data environment, workforce training

Synthetic Data Generation · Tristan, Tudor

Cross-Sector Coding 
and  Ontologies · 

Gareth, Tudor, Tristan



National Antisense Oligonucleotide 
Network and Manufacturing



The RCCC Governance Model 



Current Status
• Network of partners: CAHS, UWA , RCCC 

NfP, Harry Perkins, Perron Institute, Curtin 
University, Murdoch University, The Kids 
Research Institute

• Governance structure established: interim-
Steering Committee, Leadership Team, 
CAHS Advisory Committee, Comms & 
Branding Working Group

• Grant agreements in progress

• Risk analysis undertaken and planning, 
reporting and budget documentation 
significantly progressed

• RCCC branding currently in development, 
website development to commence soon

• Staggered commencement dates -aiming 
for a November start date in CAHS, Jan 
2007 Universities

Rare Care Comprehensive Centre NfP



10-Year RCCC Impact Goals

• Increase diagnosis 
from 50% -> 75%

• Decrease time to 
identify a diagnosis 
by 50%

• Increase access to 
clinical trials by 
500%

• Increase number of 
treatments & clinical 
trials developed and 
then implemented in 
WA and national 
partnering

• Improve child health 
outcomes

• Provide direct 
support to over 
12,000 children and 
families over 10 
years

• Improve pathways & 
access to care 
across sectors 
(health, disability, 
social services)

• Improve child health 
outcomes

• Increase child and 
family wellbeing

• Reduce social 
isolation & mental 
health burden

• Increase awareness of 
RUD across the 
community & systems 
(health, education, 
disability etc)

• Improve workforce 
capability in supporting 
children & families with 
RUD

• trusted and committed 
go-to global leader in 
RUD

• children benefit from 
global expertiseAll activities underpinned by digital & AI capabilities for efficiency & scale



“My biggest fear is dying in 
the emergency department ‘”

Rare Care Centre, Youth Reference Group members



Emergency Department Burden of Rare Disease

• Mortality in ED is 13 times that 
of common disease

• Bed block due to longer and 
more complicated inpatient stays

• Increased ED usage in remote 
regions, WA data linkage study

• Lack of awareness of rare 
disease generally and e.g. of 
orphanet emergency 
management guidelines

Orphanet : Diseases - Emergency guidelines

https://www.orpha.net/en/disease/emergency-guidelines
https://www.orpha.net/en/disease/emergency-guidelines
https://www.orpha.net/en/disease/emergency-guidelines




Individually Rare, Collectively Common

A disease is defined as rare when it affects less than 1 in 2,000 people

8,000
rare diseases 

and increasing

300 million
people worldwide have 

a rare or undiagnosed 
disease, 2 Million 
people in Australia

80%
of rare diseases are 

of genetic origin

70%
of rare diseases are 

realised in childhood

1.5 x
everything else 

combined

The biggest cost in 

health care 5-7 years
the average time to 

diagnosis

6 out of 10
deaths in children are 

due to rare disease

of rare diseases 

have a prognosis 
altering treatment

Only 5%
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Transform: the role of the NfP
Dedicated to social transformation to improve the lives of children and 
families affected by rare and undiagnosed diseases

Rare Care Comprehensive Centre NfP



NfP High level Functions

• Integration of the RCCC
• Global Networks and Partnerships
• Agility
• Safe Havens/ Chatham House Rules, Precompetitive Working, 

Public-Private Partnerships
• Cross-sector and System of Systems capacity and capability 

building
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