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About Rare Voices Australia

Rare VoicesAustralia(RVAJs the national peak body for Australians living with a rare disease. RVA
provides a strong, unified voice to advocate for policy as well as health, disability and other systems
that work for people living with a rare diseasaur@personcentred focus sees us working with all key
stakeholders including governments, key peak bodies, researchers, clinicians and ivdustryQ a

work is nondisease specific and is based on the commonalities of rare digeasadvocacy

focuses on ree disease policy, processes and systdR\&A advocates for the best outcomes for
Australians living with a rare disease.

In 2018, the Australian Government commissioned RVA to lead the collaborative development of the
National Strategic Action Plan for Rare DisegthesAction Plan}.The Action Plan is the first
nationallycoordinated effort to address rare diseases in Australia and was informed by an extensive
multistakeholderconsultation process led by RVA. The Minister for Health launched the Action Plan
in February 2020with bipartisan support. RVA continues to work w8tate and Federal

Governments, as well as othstakeholders, in leading the collaborative implementation of the

Action Plan.

Rare Voices Australia website

About Monash Univergy Q Registry Science and Research Program

The School of Public Health and Preventive Medi(@RHPMhas extensive experience in the
establishment and maintenance of clinical registries. These registries collect an identical minimum
data set from patiats treated in multiple hospitals or clinics throughout the country. Consistency is
ensured through the use of identical definitions and data collection procedures.

MonashUniversitycurrently operates over 40 majatate or nationalclinical registries. Monash

UniversityOf Ay AOFf NBIAAGNASE O2YLX & SsAGK GKS ! dza G NI f .
Technical Standards for Clinical Quality Registries (2008) and Framework for Clinical Quality

Registries (2014), ensuring a high lifyeof data integrity, privacy and legislative compliance.

SPHPN @linical Outcomes Data Reporting and Research Program comprises and accesses expertise
in management and governance, stakeholder engagement, data collection and management, data
linkage, legal and ethical requirements, data quality assurance, biostaistat reporting,

communications, design and publications.

MonashUniversityworks closely with a wide range of stakeholders throughout the registry
development and implementation processcluding clinician leads and registry participants,

hospital execute staff and ethics committees, data centres and repositories, governments, private
health insurers, industry and consumers to ensure thair registries meet all stakeholder needs

and governance and reporting requirements.

School of Public Health and Preventive Medicine (SPHPM) website
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EXECUTIVE SUMMARY

A nationally coordinated and systemic approach to the collection and use adissasgRD)data,

including registriegs akey priority ofi KS | dzZA GNJ t Ay D2@SNYYSydQa bl (A
Rare Diseases (the Action Plaihe strategic recommendations and implementation priorities

detailed in this report are a crititatep towards achieving this goal. This report explores the

landscape of Australian rare disease registries (RDR) and databases. The report's strategic
recommendations and implementation priorities wereRsS @St 2 LISR 6AGK wk N8B 22A0
(RVA) Scidific and Medical Advisory Committee (clinicians and researchersndodtry

representatives througiv+ ! Q& w2dzyR ¢ RBREES 2F / 2YLI yASa o

This work also responds the UnitedNationsResolutioronW! RRNBaaAy 3 (GKS [/ KIffSy
Livingwithaw I NB 5A &SI &S |SpeRificdll folntNahcOura¥s\VieribSrStades,
including Australiato:

Wollect, analyse and disseminate disaggregated data on persons living with a rare disease,
including by income, sex, age, race, ethnicity, migresiatus, disability, geographical location
and other characteristics relevant in national contexts, where applicable, to identify
discrimination and to assess progress towards the improvement of the status of persons living
with a rare diseas®

Rare disases are notroutinely counted or recorded in Australia. Extrapolated from international
datasets,an estimated? million Australians lwith a RD? Toensureevidencedbased planning
and an accurate contextual understanding of the economic burddpit is necessary to
systematicallycourt RD This can be achievday adoptingnationalroutine coding oRDpatients at
the point ofcare andextracting data from existing registriesdhealth records to capturexisting
patients

Registries aréundamentalinstruments for pooling healtihelated data andare essential folRD

where prevalence is low and knowledge is limitddcording to EURORDBR&re Diseases Eumm

world leaderin RDRregistriessr NS WAYRAALISY al 6t S AYyFNI &G NHzOG dzZNB &
FyR Of AyA Ol f SE LIS NFiThevaluebifapistriesiac Sdddgnid8diby Audliats2 2 f 4 Q @
living with aRD A 2016 Australian study found almost 90 per cent of respondents living Wb a

were interested in joining patient registy in recognition of the key role registries play in linking

people living with &Dto clinicaltrials, which are often thenly avalable treatment option’

In response tAction 3.1.40f the Action Plan@&velg a national approach to persecentred rare
disease registries to support national standards, Ipeatticeand minimum datasetQRVAengaged
registry experts at Monasbniversityto undertake an audit of existingDRand databases collecting
AustralianRDdata. The audit showedRDdatain Australiais housedacross multiple registriesnd
databasesvith eachcontaining unique dataets,under \aried governancesontrolled bydifferent
custodiansand builtfor different purposesThisheterogeneity highlights the need for tasdardised
approachto RDdatain Australia

In responseo this gappased on the RDR audit and international best pcacRVA Monash
University, RVR EMACand RVA) RTQo-developeds strategicrecommendations for a national
approach to RD data, summarised bel®iDdata that can be easily shared, and uniformly measured
and reported across jurisdictions and health servjegesvital to informingan evidencebased
nationally consistent approach to high qualRypcare and supporfThese datare alsovital to
respondng toinevitablenew challengesn the horizon includingfor cell andgene therapieswhich
mustbe managed with evidencencludingnaturalhistoryand clinicatata

Recommendations for a National Approach to Rare Diseases Data
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IMPLEMENTINGHENATIONAL STRATEGIC ACTION PLAN
FOR RARE DISEASES

Pillar 3: Research and Data

Priority 3.1 and Action 3.1df the Action Plamust be addressed tensureall eligible and
consenting Australians living withRDare countedand supported

Priority 3.1

Enable coordinated and collaborative data collection to fatdlithe monitoring and cumulative
knowledge of rare diseases, informing care management, research and health system planning

Action 3.1.4

Develop a national approach to persoantredrare disease registries to support national standards,
best practice and minimum datets.

Aspirational Visiorfor Australian Rare Diseadgata

A single nationgbersoncentredapproach to RD datthat is
1 Flexibleand responsiveto enable changes aralditions tothe dataset;
1 Modular, to enableinteroperability and linkage witindividualRDRand other relevant data
collections and
1 Mandated to ensure all Australians living withRDare counted so noone is left behind.

Obijectivesfor Australian Rare Diseadeata

Develop and implement a framewoftrr RD datdhat:

1. Promotes sustainability of individual RDR, and enables aggregated national RD data sets

2. Developg/leveragesfit-for-purposeinfrastructurefor a nationaRDRhat enablesconsented
national data sharing and linkagend safeguards privacy.

3. Developsanational minimum dataet forRDthat can driveevidencebasedpolicy for
improving and resourcingDcare

4. Mandatesthe collection ofRDdata andthe use ofspecificRDcodes across government
systemsincluding health and disability

Critical Enabler$or Nationally Consistent Rare DiseaPata

1 Commonwealth state and territory involvement and engagement

1 Interoperableinfrastructure, codingand digital tools across health servicemd other
sectors

Mandatory high quality RDdata collection and reporting

Streamlined consent processes

Multistakeholder partnerships

Patient-led governanceand cedesign

Data management workforce

—m —a _a _a _a
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RelatedAustralian Government Activity

In addition to progressingnplementationof the Action Plan,ite strategic recommendatiorend
associated implementation prioritiggresentedin this reportare an opportunity for the Australian
Government tdeverage fromalign withand progresseveral existingnvestments commitments,
initiatives, frameworks andtrategies including

f TheAustralianCommission orQualityand Safety in Health Ca® & / Qualify/Reylstry
Framework(revised in 2028°

1 TheNational Clinical Quality Registry Strategy and Virtual Registry Strategy 2028°
f ¢KS ! dza i NI f A B4 milichigvBsMiént iBngtibral@linicalquality registries
over 4 years frm 2023
T ¢KS aSRAOIf wSaSI NOK Cdzidz2NB CdzyRQ& bpl A2yl
§ ! dza ( NNatfordal Digial Health Strategy
! 2021 National Research Infrastructure Roadrhap
1 National Health Reform Agreemeqidddendum 202§2025°
f ¢KS ! dza G NJ f AData Sharindg on Bighd2gfé€xts nifiedive secure data sharing
and linkaggSeethe Case Studin Part 2of thisreport);
f The National One Stop Shop and the National Clinical Trials Frontamair
f The United Nations Resolution 8! RRNBaaAy3a G(GKS / KIfftSy3asa 27F t

5Aa4SIasS | yR, adopt&bNAushraliasa Mander Staté
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Strategic Recommendations

Strategic Recommendation Through multistakeholder partnerships, promote persmntred

patient-led RDR with formal clinical oversight. RDR should be focused on a group of, or all, RD rather
than a therapeutic intervention, in alignment with Key Principle 3 in the EURDRIRBCORD

Joint Declaratior?

Strategic Recommendation 2Mandate recording and surveillance mechanisms for RD, through a
high-quality highvalue national registrythat is clinical trial ready aniehplementsRD coding across
health and other settingslhis shold alsoenable the use of deidentified aggregated RD data
service planning and policy development

Strategic Recommendation &everaging existing tools, develop validated persentred metrics
for high value RD care and support that crosscut allTR3.should include development of RD or
domainspecific patient reported outcome measures and patient reported experience measures
tools.

Strategic Recommendation 4n response to the global health data standard World Health
Organization mandatéand Adion 3.1 in the Action Plan:
1 Implement ORPHAcodes in reporting RD across all relevant goverdatantollections
1 Contribute to the mapping and interoperability of existing health data sets to unlock RD
knowledge from existing and new data; and
1 Ensure RD are better represented in future implementations of classifications, such as the
International Classification of Diseases 11th Revisfurstralian Modification (IGDD1-AM).

Strategic Recommendation T.ngage with experts to define the path torsla a National Minimum
Data Set (NMDS) for RD. This will include consultation with relevant organisations and data
specialists, such as the Australian Digital Health Agency, the Australian Institute of Health and
Welfare, and theNational Health Data anaformation Standards Committee (NHDISC).

Strategic Recommendation @hrough dedicated Commonwealth funding, develop a NMDS for RD
to be adopted by all Australimased RDR. This needs to be supported by policy and legislation, as
required. The NMDS shoulalign with international recommendations for RD data to enable
interoperability with international datsets.

Strategic Recommendation. Leverage learnings from existing national data sharing and linkage
models and customise these for RD. Any data shaim linkage models for RD should streamline
data custodianship guidelines and enable interoperability of different state and territory linkage
platforms.

Strategic Recommendation &romote sustainability of existing, and enable development of new,
RDR.

Recommendations for a National Approach to Rare Diseases Data
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INTRODUCTION

What are patient registries and why do they matter

Apatientregistryis a collection of standardised information about a group of patients who share a
condition or health experienc¥.Patient registrieserve a variety of purposes, including
epidemiologicakurveillanceandevaluaion of diseaseoutcomesandtreatments. Registries can also
facilitate patient access to clinical trials and novel therapies. This is vital in the conRRtwhere
clinicaltrials may be the only way to access treatmént

Registries caalsobe broad in scope, from simple contact registries to more detailed clinical quality
registries(CQRsgapturing information on symptomsest results diagnosistreatments and
patient-reported outcomes.

Registrieprovide animportant evidencebase for systems change through policy refoAmvell-run
registryoperating under national arrangementsllecing data overtime can be a mechanisior
monitoring and evaluamg health systemsireatmentinterventions outcomesandeconomic burden
of disease This information can inforrhealth service planninghangesn interventions,models of
care,health care processeand access to appropriate andnsistent cargimproving outcomessuch
as quality of lifequality of careand survivat**®

In 202Q the AustralianGovernment and the Australigddommission on Safety and Quality in Health
Care(ACSQHQ@ublishedthe National Clinical Quality Registry avinitual Registry Sategy2020g
2030(National Strategy)which aimso drive continuousimprovements in the value and quality of
patient-centred healthcare to achieve better outcomes foll dustralians.

The value of health data collectiaand the current challengesere originallyacknowledged 12014
inthe! / { v IFfar@edvork for Australiaflinical Quality Registries(the Frameworkfor CQRS, as
follows:

WLy | dza Nt Al §KSNSreand mdnifonie defrige twhich-héekthicdre G2 Y St
benefits the patient and how closely that care aligns with eviddmased practice. Currently,
only a small number of data collections capture and report process and outcomes data for
specific clinical condiins or interventions. This results in significant gaps in current Australian
health information regarding the appropriateness and effectiveness of specific healthcare
interventions. The development of national clinical quality registries is aaffesttive way of
I RRNBaaAyF GKSasS 3l LA PQ
Theinherentrarity of RDexacerbates the gagsghlightedin the Frameworkfor CQRsThis makes
the need to routinely colledRDdata to inform systems and processes for equitable access te high
guality care and reimbursed health technologies even more Vithe national peak body for
Australians living with a RBRVAcontributeda written submission to the consultation for the
Framework 2nddition in 2023, highlighting the need to ensure that the strategic principles enable
the development ofCQR for RD®

Recommendations for a National Approach to Rare Diseases Data
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The Need for Rare Disease Registiaesl Data

Limited data in RD means the burden and public health impacts of RD in Australia and overseas are
underestimatedLow prevalencehighburden of disease and high levels of unmet ngadt with

limited treatment options make data collectiom criticalfirst stepfor informingbetter outcomesor

people living with a RIRDRare an internationapriority and have been the focus of reseaiioh

severalcountries includingurope, JapanJ&eniag the United Statesf Americaand Canadan

2012, unbrellaRDorganisationsEURORDI®ie National Organization for Rare DisordéxORD

andthe Canadian Organization for Rare Disord€@®RPpublished the 10 Kekinciples for Rare

Disease PatierRegistrieg? the first of which states\fatient regisries should be recognised as a

Jt260Ff LINA2NAGE Ay (GKS FTASER 2F NINB RA&ASIFaASaQo

In 2022, in recognition of the challengesfragmentedRDpatient data,24 members of the
European Reference Network (ERN) came together to establish the FAIRIficatiordSeawato
better define thechallenges andevisesolutions to harmonise the collection BDdata across
Europel’ The fndable Accessiblelnteroperable Reusable (FAIRInd Collective Benefit, Authority
and Control, Responsibility and Eth{€AREPrinciple$’'8should becoméhe cornerstone fora
national approach to collectingDdatain Australia

EURORDNORDBCORD Joint Declaration of 10 Key Principles for Rare Dideatient Registries®

FEeNorD, @IEURORDIS  (@QD o

Aare Diseases Europe

EURORDIS-NORD-CORD Joint Declaration of
10 Key Principles for

Rare Disease Patient Registries

1. Patient Registries should be recognised as a global priority in the field of Rare Diseases.
2. Rare Disease Patient Registries should encompass the widest geographic scope possible.

3. Rare Disease Patient Registries should be centred on a disease or group of diseases
rather than a therapeutic intervention.

4. Interoperability and harmonization between Rare Disease Patient Registries should be
consistently pursued.

5. Aminimum set of Common Data Elements should be consistently used in all Rare Disease
Patient Registries.

6. Rare Disease Patient Registries data should be linked with corresponding biobank data.

7. Rare Disease Patient Registries should include data directly reported by patients along
with data reported by healthcare professionals

8. Public-Private Partnerships should be encouraged fo ensure sustainability of Rare Disease
Patient Registries.

9. Patients should be equally involved with other stakeholders in the governance of Rare
Disease Patient Registries.

10. Rare Disease Patient Registries should serve as key instruments for building and
empowering patient communities.

Recommendations for a National Approach to Rare Diseases Data
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TheNeedfor a National Approacho Rare Disease Data in Australia

By global estimatespproximately3.5 to 6.9per centof the worldQ @opulationis living with aRDat
any given time?® Forgoingextrapolationfrom these globastatistics there is no true measure of the
number ofAustralians living with RD Without a national dataet and an accurate baseline, it is
impossible toempiricallymeasure and definareas of unmeheedandaddresswvell-known
inequitiesin access to car®r Australiandiving with aRD2

Multiple research papers and stakeholder consultation processes in Australia have identified the
need for a national, coordinated, and systematic approach to the collection ssmdflRDdata,
including registrie$.Such an approach will enable monitoring and the accumulation of knowledge
aboutRDto inform clinical practice, research and health service planhifay. key decisiomakers

at all levels, greater knowledge BDcanfacilitate more responsive and appropriate services for
people living with &Dand their families and carers.

In a 2020 white paper ariationin carewashighlighted as a key concern for Australians living with a
rare metabolic diseas& Alarmingly the management, care and outcomés this particular
umbrella group oRDpatientsdepend orwhere they live Variatiorsin care can lead to serious
consequences for people living withR&) and high costs to the healthcare systdRDR particularly
clinical qualityRDR are vital instrumensto quality improvements for consisteaind equitable
care.Addressing variatiom care isalsoone of the priorities for registry development in Australia
according to theACS | /Z®g@dtitised list of éhical domains for clinical quality registry
RSOSt 2BIYSy i Qo

The Action Plarcalls for theldevelopment of a national approach to persoentred rare disease
registries to support national standards and minimum data®etso ! 3A#R Bhe first step to
achieving thiss outlined by implementatiorstep3.1.4.1 Pevelop a summary report of all existing
Australian and relevant international rare diseasgistries, collecting information on:

91 Governancestandards;

1 Managemenipractices;

91 Datasets, including patient numbers, estimated incidence, prevalence and coverage; and

9 Qassification systems used (for interoperability with other registries and health information
systemsX

This information will support national coordinatiafiRDRand the establishmemf minimum data
sets, provide a better understanding of who is currently being counted anid #i@ identification
of best practiceA critical enabler of the ActidPlanhighlights the need foWiigh-quality
comprehensive allection and effective use of rare disease déta.

The research presented art 1 ofthis reportis the fulfilment of this implementation stepnd only
one of many steps needed to definacadeliver anational approach t&RDdata in Australia.

Recommendations for a National Approach to Rare Diseases Data
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ABOUT THE RESEARCH

RVA engaged research@NB Y a 2 y I & KSchoyl af @b IitEdalihausd Preventive Medicine
(SPHPMvith expertise irclinical registries to conduct an audit AfistralianRDdatacaptured by
existing registries and databas&DRcapturing Australian data were identified through literature
search® and direct contact witlRDorganisationsincluding RVA Partnemind industry Registry
managers were asked fmarticipatein a surveyand40wereinvited to semistructured oneon-one
interviews 8took part. Throughthese3 phases, data @re collected aromd registrygovernance;
management practices; data sets, including patient numpeEssmated incidencgprevalence and
geographicatoveragethe use ofclassification systemas well as thémpactof registrieson
outcomesand theenablersand barriersto meeting registry objectives.

These datatogether with international best practice, relevant Australian pesdncluding the
Action Plal, andmultistakeholderinput (includingfrom registry experts, industry, consumers and
representatives from all relevant government departmériave shaped the development of
strategicrecommendations for the future dRDdata in AustraliaThestrategicrecommendations
will supportongoing advocacy efforts amxt steps to achigmgthis goal.

Limitations of the research

It is important to keep in mind thatis research did not identify every Australian RDR or setaAll
RDdatain electronic medical records diatabase within hospitals andealth clinicswere not
captured inthis researchNonethelessthe findingshighlight significanheterogeneityin RD data
setsandissues withthe findabilityof RD data in Australia.

ABOUT THE REPORT

Part 1 of his reportsummaisesthe research findings the currentRDdata landscapén Australia.lt
alsolists commorchallenges and enablets maintaining aRDRcited byregistry managers/ho
contributed to this researcHPart 2includesstrategicrecommendationsandimplementation
prioritiesthat will become a roadmap forrmational approach té&RDdata in Australia

Recommendations for a National Approach to Rare Diseases Data
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PART 1. RESEARCH FINDINGS

This sectiosummaises the landscape of Australian Bfla (asat February 2022pased on ammudit
of 74 RDR and databases. It highlightssed opportunitiesn the current approach to RD data and
the challenges and enabled$ setting up and sustaining R¥RAustralia

*Some of this work has been published in a peer reviewed jodtnal.

Austrdian Rare Disease Dat&#dow and What Data Are Collecte®l

KeyFinding 1. RDRCapturingAustralianData Varyin JurisdictionalScope

Seventyfour registries (and databases) collecting Austrafdddata were identified through this
research. These registries vamnysize, type angeographicascope Nineare biobanks. Most
registries capturindqkDdata have fewer than 1000 participants, and as few as 18, reflective of the
low prevalence oRD Figue 1 showsver one third ofregistries(36%)identified through this
researchcapture national data across multiple centres.

Figure 1. Geographical Scope of Rare Disease Registries Collecting Australian Data

State/Territory Based
23%

Australia and New
Zealand
14%

Missed Opportunitiesrom RestrictedGeographicalScope

The varidle andrestrictedgeographical scope ofianyRDRcollecting Australian datplaces

limitations on datautility and interoperabilitgp ! dzA G NI} € A Q& avYlff 3IS23INI LKA
further compoundgdataconstraints from thenherentlylow prevalence oRD So, while many of the

registries identifiedn this research are purpose built, and capturing some data is better than no

data at all, we must consider ways to expand the coverage of existing registriegtional

reporting. Registry marmgers need to be sygorted to recruit every possible consenting patient

across Australito ensuee full coverage of the eligible clinical populatidrhisalignswith the

NationalStrategy and-rameworkfor CQRsandPrinciple 2 of the EURORINORBECORD Joint

Declaration of 10 Key Principlfes Rare Disease Patient RegistfesRare Disease Patient
wSIAAUNRSAE aK2dA R SyO2YLJ aa. 4KS gARSaid 3IS23INI LKA
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Nationaly consistentlatasets such asuccessfully implemente@QRscansignificanty improve
safety and quality ilmealth care Theycan also lead tgsignificant returis on investment tlough
improvementsin survival quality of life angrevention of unnecessatyeatments or hepital stays.
CQRsnay not be the only answer twwidening the reactof RDRbut relevantrecommendations in
the National Strategy anithe Framework folCQRshould be leveragenh a national approach t&D
data.Implementation priority8.3 in Part 2 of this report mentions RDR should asfuirthe
standards ofCQR$y meeting the Operating Principles I6QR&ndorsed by the Health Minister in
2010 and listed inhe Framework®

Key finding 2.RDRCapturingAustralianDataAre Not Sustainably Funded

Funding for AustraliaRDdata collectiorvaries, and @me registrés are funded through a
combination of sourcesAccording tahe auditfindings, AustraliaiRDdata collection is primarily
funded by charitable organisations and through direct fundraising. Ofmgction (22%) of the costs
of these registries falls orogernments and even less (19%) is covered by ind{Sigyre 2).

Figure 2. Rare Disease Registry Funding Sources

Government
grants
22%

Missed Opportunitiesrom Lack of Sustainable Funding

Over reliance on charitable organisatioisguellingthe lack of sustainable fundirfgr RDRand this

is likelyto blame for incomplete or poorly curaté@Ddatasets.Entering data into registries
laborious and time consuming fbusy clinicians, patientsarers, and registry managers, and much
of the work is unpaidwithout reliableand sufficientfunding, efforts to collectRDdatawill remain
limited intheir scope, quality andbility to report accurately and meaningfulljne National

Strategy folCQRsecognises thémportance of sufficient and sustainable fungiior national data
sets calling forprioritisation of sustainable funding modeis partnership with multiple beneficiaries
for nationalclinicalquality datasets(see Priority 16 Action$).

Governments shoulilentify ways to better resource new and existiRPRo ensure susinable

and carefuluration ofaccurate and reliabldatathat can be usedor the quality improvement of

care This aligns witlstrategic Priority 3 ih dz& (i NNatforlal- Dgjidal HealtlStrategy, Wigh-quality

data with a commonly understood meanirttat can be used with confider@ep hy S gl & (2 Sy
the sustainability oRDRand mitigate the current over reliance on charitable fufglhighlighted in

the 8" Key Principle of the EURDISNORBCORD Joint Declaratiof,t dzprivzake Partnerships
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should be encouraged to ensure sustainabilityaof diseasepatient registrie€3? This principle
forms partof implementationpriority 8.1 in Part 2 of thiseport.

KeyFinding 3.TherelsWide Variation inRDRScope

Most RDRcaptured in tle audit were dedicated to a singiDor a group oRD This aligns with the

3 Key Principle of theEURORDISORBCORD Joint Declaratiogfw F N3 5A &SFasS tlF GASyd
should be centred on a disease or group of diseases rather tiiei & NI LIS dzii A GFClbsg i SNIBS y i
to 20 per cent of registries captured datased on a health episode, a therapeutic intervention or

werelinked to pathology, hospital or genomic datets(Figure 3.

Figure 3. Registry Scope

Pathology/hospital/genome databases/other [
Health episode or event I

Therapeutic intervention -

Group of related ciseases |
Single rare discase |

0% 10% 20% 30% 40% 50% 60%

KeyFinding 4.Therels Wide Variationin the Mechanismsfor and Timingof
RDData Collection

AustralianRDdataare capturedn different ways and at different intervals. Global registries
(capturingAustralian datatend to collect data via online surveys completed by patients and carers.
Data for Australian national registries are generally entered by clinicians or regfiatfyincluding
volunteers in patierded support groups.

Of the 40 registries that responddo the survey arm of this research, 35 had consenting models for
data collectionincluding both optin and optout models, and 34 hakduman research ethics
approval.The details of consent for eadRDRvaried, with only some having considereghsent fa
secondary usof data. Thiguts limits on the tility of data from these existinB@DRwhichlikely
diminishespotential benefits Suchlimitations are not exclusive taRDRThe National Strategy for
CQRdighlightsthat Australiais yet toharness he full potential of secondary uses for registry data

It is important forRDRmanagersto leverage theecommendationfrom the National Strategy for
CQR4o develop streamlinegbrocessegor consent, governance and ethiagproval®

Recommendations for a National Approach to Rare Diseases Data
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KeyFinding5. ThereAre Gaps, Inconsistencies and Broad Variation in the
Types ofRDData Collected

The 74 registries identified in this research captured different combinations of a broad range of data
elements(Figure 4) Mostdata captured are related to thimllowing key categories:

1 Demographicgincluding given namesurnames, age, gender, countfbirth, address,
email, phone number, death date, race, insurance, education, employment status, family
history, clinic and doctor detajls

9 Diagnosticqincluding date of diagnosis, age at diagnosis, clinical and diagnostic data and
pathology, medical imaging and genetic test results, disease secaatbeutcomes)

1 Treatments and procedure@ncluding medications, supplements, surgeries, procedures and
allied hedth interventions)

9 PatientReported Outcome Measures (PROMs)Nd Quality of Lifemeasureqincluding
mobility, selfcare, pain, mental health and behaviour)

Figure 4. Proportion of registries capturing information from each
data category

PROM's & Quality of Life
Treatments and Procedures

Diagnostics

Demographics

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%

MissedOpportunities from VariableRDData Sets

Highly varied dataets and those with missingr poorly defineddataelements,pose problems for
interoperability, data sharing and reportingo enable interoperability of datsets it is important to

have some level aftandardisation andoordination around the types of datcollected The

importance of interoperability of data collections is highlighted @dtnmendation 2 ¥ | dza G NI £ A | ¢
2021 National Research Infrastructure Roadn{tie Roadmap)®rive a more integrated national

research infrastructure ecosysté€Under this recommendation, the Roadmph 3 K fdatabkisi & W

and collectiongre vital for all fields of research. Careful curation of (and improvements to) the

reliability, interoperability, accessibility and management of dats and collections isuial to

ensure use and reuse of ddiey Principle 4 of the EURORN{ZRBECORD Joint Declaration also

encourages interoperability and harmonisationRPresources'?

The use of common data elements is amay to increaseinteroperabilityamong registies, but
implementationcan be a challeng®.The need for a set of common data elements has been
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explored in various countriegcluding Japatt, Europé® and Sloveni&, the United Statesf

Ameilica?* and Canadi. It is also highlighted in thaction Plart To keegpacewith international
impetusand progress implementation of the Action Plahwustralia should invest in the development
and implementation of a nationally relevant and consistent set of common data elementsRD all
data collectons.Development of NMDS fdRD iscoveredin SrategicRecommendation$ and6 in
Part 20of this report In AustraliaNMDS are an important resource for estimating the public health
impact of disease and accurately evaluating outcomes of interventiotighair prospective savings
to health and disability systenfs.

Australiashould alsoconsider anove towards mandatory recording and surveillanc&Bthrough

a high-quality highvaluenationalregistty andthe integration ofRDcodingacrosshealthcareand

other settings. This approackould make headway for the development of national statistics for RD
in Australia and is covered 8trategic Recommendatio2sand 3 in Part 2of this report It would
alsoimprove the qualityand utility of RD data, therebyfacilitatingimprovements in diagnosis,

clinical management and timely access to novel health technologies

The utility ofRDRsfurther contingent upon the quality and accessibility of data entered. If data
quality is low, meaningful usef the data becomes impossible. In a paper investigating the
determinants of maintaining high quality dataRDRregistry leads agreed that registries need
procedures for checking data quality, and they should have clear definitions for each data elemen
collectedthrough formalised dataefinitions ordictionaries.Training registry users was also
mentioned as integral to enabling quality data entfy.

KeyFinding 6 RDRCapturing Australian Dathack Transparency irData
Sharing andReporting

Ofthe 74 registries and databases captured in this resea@@lid not share any information about
their mechanisms for reporting. Ofdkethat did share this informatiof81 published data through
newsletters, annual reports, or both. SoR®Reported atspecific times (annually, monthly) and
others provided reports on request.

Missed Opportunitiesrom Lack ofTransparery inData Sharing andReporting

Oollaborative deelopment ofthe Action Plaridentified severalkeythemes whichhave become
measures of Action Plan progress over tifiseme 4Whe needi 2 Y S| & dzZNBE sides\d RA &S| .

Wimited data is a common feature in rare diseases. This is heightenzmbbyuality,

disjointed collection methods aritie ineffective use of data for rare diseases. Such limitations
are evident across a range of areas, from health systiassification to research. Research,
monitoring and ongoing evaluation are criticakrare diseases because, ultimatafve are

not counting rare diseases, people living with rare diseases do not €bunt.

One of the primary purposes of a disease registrgaiabaseis to colleciongitudinaldatafor

monitoring, evaluaingand reporing on specifimutcomes aroundlisease prevalencejagnosis,
treatments andcare Limiteddata reportirg among existinDRcollecting Australialata suggests

a significant volume dhesedataare inaccessible to the publidhis lack of transparen®f data use
may affect the trust otligibleparticipantscausing them tajuestion the purpose of their

involvement This poses a risk t@cruitmentand retentionof patientsto RDRmore broadly There

is also a risk that the data collectace not being used for any clear purpqgsehich is a waste of

limited resourcesndalready scarc&Dknowledge The critical need for timely access to data to
support shared patientlinician decision making, improved service delivery, policy development and

Recommendations for a National Approach to Rare Diseases Data
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systems planning isitedin Schedule (L. ongTerm Health RefornPPrinciplef  dzyERh&Ndad ¥
Health Dat&of the National Health Reform AgreemenAddendum2020;2025° Suchtimely
access to data for afif the purposes listeds even moreriticalin R whereprogressive decline
necessitates rapidecision makingandanydataor knowledgecouldlead to better outcomes

KeyFinding 7. ThePurposeof RDRVaries andimpactIs Not Routinely
Measured

Registries and databases are usualitablishedvith a specific purpose or goal. OBtRDRcaptured
throughthis project, 42 (66%) mentioresearch and data in their purpose, 15 (23%) have a goal to
improve caremanagemen@nd/or outcomes, 13 (20%) are set up for epidemiolgagtient history,
surveillance, and 30 (47%) have goals to inform better treatments and improve diagnosis Bigure

The majority oRDRand databases reported having made no identifiabipact on patient

outcomes or the community. Survey respondents shared that either impact was not measured, or no
direct impact had been made, mainly duetkee small sample size of the registry or a slow rolldiut.

is worth noting here thaRDRand datatases found in the literature did not adequately report thie
impact on patient outcomes, nor ditiey look intobarriers or enablers to reaching their objectives

or purpose.

Figure 5. Purposes of RDRs

Inform better treatments/improve diagnosis _
Epidemiology/patient history/surveillance -
Improve care/management/outcomes -

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%

Missed Opportunitiesrom Varied RDRPurposeand Lack of inpact Measurement

As mentioned earlier, RDRparticularlyCQRs are vital instruments to quality improvements for
consistent healttcare and, when built well, serve to inform cost reductions in the healthcare
system. The impact @QR®n quality of patient carerad clinical outcomes is waiécognised.
However, fewRDRare enabled to reach this standard. This is a symptom of limited gata, data
quality, lack of standardised and validated da#ets and insufficient funding and resources.

Limited reporting on theimpactof RDRsignifiesexisting sources d®Ddata are not being useid
their full benefit.Inherently small dataetstogether withfew validatedindicators, tools and
standards of RD caimpede the ability of RDR teliablymeasure inpact More work is needed to
build metrics or indicators for best practiceRDbefore true impact can be measuréad determine
the benefit of RDR on the health and wellbeing outcomes of people living with BhiRWork forms
part of StrategicRecommertation 3 in Part 2 ofthis report.
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Challenges and Enablers fBare DiseaseReqgistriesin Australia

To address the variation, inconsistencies and gaps in cuRBdatacollectedin Australigit is
important to highlight the common challenges faced by registry managers and leverage learnings
and enablers. Registry managers surveyed and interviewed as part of this research shared the
following common challengeand enabler®f runningaregisty.

91 Insufficient funding and resources;
Maintaining appropriate governance;
Lack of sustainability;

Transparency of data use;
Lack of government support;

= =4 =4 4 -4

Data completeness, including limitations on the types of data that cacoliected by
organisationghat are not registered health providers;

9 Difficulties with recruitment;
9 Difficulties obtaining ethics approval; and some reported
9 Barriers to collecting biological samples from rural and remote communities.
9 Dedicated registry staff;
QRYiUNROodziAzy 2F OtAYyAOAlIyaQ G4AYS G2 RI
Enthusiasm and commitment from a steering committee;
Well-defined registry scope and objectives;
Ste participation;and

= =4 =4 4 =4

Sustainable funding

All 6 enablersin this list overlapwith enablershighlightedthroughoutthe Frameworkor CQR&sand
the National Stratedy In addition to thesesupporting policy and legislatiohave also been
identified as vital for the success of registries. This is demonsttatedghthe success degislaed
data collectios such as th&south Australian Birth Defects Regisind Western Australian Register
(SABDR)f Developmental AnomalsfWARDA)and numerous cancer screening registries.

To overcome thehallengesighlighted aboveindavoid misseapportunities, it is important for
RDRand databases tteverageall theseenable's andestablish a strong governance systerhe
Frameworkfor CQRS provides useful guidance on the raed implementation of governance for
CQRswhich allRDRshould aspire to.
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Part L Summary

The 7 key findings from this reseattéwve highlighted gaps and strengths in current RDR and
databasesAdditionally, the finding&lentified commonchallenges faced by RDR managers around
collecting and reporting on data and sustaining the high volumes of work that come with running a
registry.The findings havalsoidentified severalopportunitiesto progressand improve the
collectionand useof AustralianRDdata.

Totransformopportunity into action, Part 20f this reportincludesa set of strategic
recommendation@nd implementatiorpriorities for the first national approach t&Ddatacollection
in Australia. heserecommendations and implementation prioritiegere informednot onlyby the
research but alsoby internationalbestpractice, Australian policigicluding the Action Pla@nd
frameworks andextensivemultistakeholderconsultation. The recommendations witlecome a
powerfuladvocacytool androadmapfor building and maintaininfRDRand databases in Australia
The end goako countRDso peopleliving with aRDcount?

Recommendations for a National Approach to Rare Diseases Data
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PART 2. STRATEGIC RECOMMENDATIONS FOR THE FUTURE
OF RARE DISEASE DATA AND REGISTRIES IN AUSTRALIA

This section outlinestrategicrecommendationgind implementatiorpriorities for a nationaly
coordinatedapproach toRDdatathat supports national standards, best practice and minimum data
sets in alignment with Action 3.1.df the Action Plart.These recommendatiorare based on the
research findingpresentedin Part 1, the EURORDISORBDCORD Joint Declaration of Key Principles
for Rare Disease Patient Registlesd other internationalguidance as well as relevatustralian
polides includingthe Action Plah, the Frameworkfor CQR%andthe National ®ategy.®

The collective goal for these recommendations is to en#idesystematicollection sharing and
useof RDdata, to reduce uncertainty, infornbetter outcomesand empowerpeople living with a
RD The recommendations also highlight the need to leverage any exRiugta sets anastablish
RDcoding in healttand othersystemdor a more accurate national estimate of the number of
Australians living with RD They lend themselves to improvements the quality, utility,
interoperability, accessibility and uniformity of Austrdi®data that caninform all systems
supporting Australians living withRD Theserecommendations shoulkbverage ande considered
in line with the National Digital Hethl Strategyand all relevant government activities, including
those listed orpage3 of this report.

RDdatashouldalsosupportfundamental and epidemiological researgatient access to clinical
trials, health technology assessmentocesses for the reibursement of new and repurposed drugs
and health technologiepostmarket surveillancef drugs and treatmentsand informservice
planning and improvements acrolealth, social disability, education,and other government
systems

Recommendations for a National Approach to Rare Diseases Data Pagel7
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Strategic Recommendation Through multistakeholder partnerships, promote persmmtred
patient-led RDR with formal clinical oversigRDR should be focused on a group of, or all, RD rather
than atherapeutic interventionin alignment with Key Principle 3 in the EURORIIRBCORD

Joint Declaratior?

Implementation Priorityl.1 Develop formal mechanisms for community engagement in
registries, including publgrivate partnerships to improve patierecruitment.

Implementation Priority 1.2 Embed registry enrolment into standard clinical care so clinicians
are resourced to enrol patients and enter data.

This aligns with Strategic Principle 5 in the Framework for Austi@@® W5 SRA OF (i SR
investment in Australian clinical quality registries supports infrastructure, data cleansing,
reporting and analysis of quality of care, based on succinctsitacapared routinely by

Ot AYAOALYya & GKS LRAYyG 2F OFNBQO®

Strategic Recommendatio@. Mandat recording and surveillance mechanismsRi) through a
high-quality highvalue national registrihat enables the use of deidentified aggregated RD data
clinicaltrial ready andmplementsRDcoding across health and other settings.

Strategic RecommendatioB. Leveraging existing tools, develeglidated persorcentred metrics

for high value RD care and support that crosscut all RD. This should include development of RD or
domainspecific patient reported outcome measwand patient reported experience meassre

tools.

Strategic Recommendatiod. In response to the global health data standard World Health
Organization mandaféand Action 3.1 in the Action Plan:
1 ImplementORPH£odesin reportingRDacross all relevant government datallections
I Contribute to the mapping and interoperability existing health data sets to unlo&D
knowledgefrom existing and new datand
1 EnsureRDare better represented in future implementations of classifications, suches
International Classification of Diseases 1R#vision- Australian Modification CD11-AM)

Strategic RecommendatioB. Engage with experts to define the path towards a National Minimum
Data Se(NMDSYor RD This will include consultation with relevant organisatiams! data
specialists, such as the Australian Digital He@glancy the Australian Institutef Health and

Welfare, and theNational HealttData andnformation Standard€ommittee (NHDISG.
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Strategic Recommendatiof.. Through dedicated Commonwealthriding, develop a NMDS f&D
to be adopted by all AustralianasedRDR This needs to bsupported bypolicy andegislation as
required. The NMDS should align with international recommendationgiddata to enable
interoperability with international dataets.

Implementation Priority6.1 Establish a working group to define a NMDSHDy includinga
process foreview It must address thdata needs of all government departments supporting
Australiars living with aRD*

*This should include:

1 Department of Health and Aged Care
Department of Social Services
National Disability Insurance Agency

1
1
1 Department of Educatiorand

9 Health Technology Assessment committees (Medical Services Advisory Committee,
Pharmaceutical Benefits Advisory Committde Life Saving Drugs Program)

The working group needs to include people living wiRaRDadvocatesgovernments,
epidemiologists, health professionals, statisticians, informaticisufi@rmation technologysystems
designers and data manageos)tologists,registry managers, registry experts, industry and
researchers.

The dateelements in theNMDS folRDshould
1 Berelevant measurable, practical and reportable
1 Be centred around the Australian conteattd support international studies and
interoperability;
1 Capturea combination otlinical and patientlerived data includingreal world data
andpatient reported outcomes and experience meastfres
1 Be o-designedwith patients, families, consumer organisationbnicians and all other
relevant experts
Be informed by international best practice
Show clear potential to improvine health and wellbeing outcomes Afistralians
living with a RD
Be clinical trial ready
Consider the needs of researchers
Address gaps in data needs and reporting standards of decision makers across all
government support systems looking after Australians living wiRiQancluding
health, healthtechnologyassessment processggisability, housing, social, and mental
health. This aligns witthe Priority 9 Actions in the ACSQNational Strategy
1 Consider the needs of priority populatioimsthe Actio Plan, includingAboriginaland
TorresStraitislanderpeople people from culturally and linguistically diverse
backgroundand people living witla disability and
1 Include unique identifierfor priority populations in the Action Pldor Aboriginal and
Torres Strait Islander people and people from culturally and linguistically diverse
background.

= =

ERE
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Strategic Recommendatior. Leverage learnings from existingtionaldatasharing andinkage
modelsand customise theséor RD Any datasharing andinkagemodek for RDshouldstreamline
data custodianshiguidelinesand enable interoperability odlifferent state and territorylinkage
platforms

CASE STUDNational Data Linkag&odel

The Australian Digital Coun¢ADCknown as the National Digital Advisory Council, at the time of
writing), was created to facilitate and drive better cragsvernment collaboration on data and

digital transformation, and tamproveservices and policy outcomes for all Australians. The ADC
commissionedhe WesternAustralia (WADepartment ofHealth to partne with Commonwealth
agencies to deliver data sharing across Australian jurisdictions. The Data Sharing on Birth Defects
Initiative (the Initiative) aimed to understand the barriers to sharing sensitive personal data between
the WAand Commonwealth governmés and to identify a mutually agreeable method the

integration of crosgurisdictional datasets. Birth defectgalso calledievelopmentalhnomalies or
disorders of embryogenesiaje a large class of mairfRD The Initiative was operationally led kiye
Western Australian Register of Developmental Anomalies (WARDA).

Following development and analysis of a suite of options to sharbitiiedefectsdata, the Privacy

Preserving Record Linkage (PPRL) approach was the preferred opiimplEmenting the Initiative

The PPRL approach involves linkage by a-fiarty agency using only encoded personal identifiers.

All data is encoded prior to leaviniget data custodians, eliminating the need to share identifiable

information between parties. The WA Department of Healfisessed théeasibility of the PPRL

approachfor linkingY 2 1t KSNA A YWARDA YRl fiKEQ@a ARGABSaQ b20ATFAO!L
sets2 GKS /2YY2y46SItiKQa aSRAOFINB 9y NRfroviggshde CAf So
suitability and utility of the PPRL approach for sharing health data while preserving privacy.

The successful and high degree of data linkattgined through thenitiative is enabling Western
Australian health researchers to investigate the effects of prescribed medications during pregnancy
(ascertained through the national Pharmaceutical Benefits Schemesdgtan the likelihood of

birth defects withinWA (ascetained through the WARDA daset thatincludesORPHAcodes).
Researchers are also investigating the types of medications prescribed in pregnancy and the
prevalence of birth defects following exposurettmsemedications in the first trimester of
pregnancy This is unlocking ne®Dknowledge from existing health and other government data

sets. The success of thatiative also provides opportunities to engage with private health sector
bodies more broadly, whourrently (at the time of writing)have limied participation in data
linkageframeworks.
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Strategic Recommendatiol. Promotesustainabilityof existing and enable development of new
RDR

Implementation Priority8.1 Devel@ a framework andnfrastructure tosustain andsupport
improvementsn existingRDRand enabledevelopment of new registridhis can be facilitated
thoughincentivising publigrivate partnerships in alignment with Key Principle 8 in the
EURORDISORDBCORD Joint Declaration.

Implementation Priority8.2 RDRshould be supported to:

91 Develop and emplothe appropriate workforce to support their operationg\sa guide,
the Frameworlor CQRsnentions the following workforce fa€QR ¢ clinical experts,
operational managersjata managersstatistical and epidemiological support, registry
coordinators, and administrative and/or technical suppott.)

1 Expand their reach to recruit every possible consenting patient across Australia and
ensure full coverage of the eligible clinical population

91 Developsoundethics,governanceand data custodianshiprinciplesthat considerthe
FAIR’ and CARE Principlesand align with the Data Governance Institute data
governance priaiplesin their operations

Engage with hospitals and relevanstitutions andclinics across Austrajiand

Collaborate with relevant international registries or, where international tegisdo not
exist,enable the participatiorof overseas patients this is particularly important for
ultra-RD

Implementation Priority8.3 New and existindRDRshould aspire to the standards GQRs
outlinedin the Frameworkor CQRS.

Recommendations for a National Approach to Rare Diseases Data Page2l
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Theramifications of limited data in RD are far reachirap oftenresultngin highlevels of
uncertaintythat impad every part ofLJS 2 LliveS Redple living witta RD, health professionals and
decision makeracrossall levelsand sectors bgovernment face impossible choices based on
incomplete knowledge and unclear pathways.

Data drives continuous improvements in the value and quality of ddre Action Plan
acknowledges that greater knowledgeRDcan facilitate more responsive and appriate services
for people living with &Dand their families and carerb line with key priorities in the Action Plan,

a strategy to count RD is the only way to accurately understand the impact RDbhaS anLJt SQa t A @S
healthand othersystems and th economy.

This report detailsstrategic recommendationt® facilitate a coordinatedand systemic approach to
the collection and use d®D dataThese recommendatiorege a critical stegowardsbetter

informed choicedor key decision makerand moreresponsiveand appropriateservices for people
living witha RD their families and carer$ealth and other care professionaBased on evidence
andco-designed by experishe recommendationseverageand includestepsfor better outcomes
for allRDstakeholdersconcurrentlyseekngto align with and progress implementation edéveral
government frameworks, policiemnd investmentsTherecommendationsare intended to guide and
support the sustainabldevelopment of registries for individual RBhile alsdeveraging
commonalities in ROprovidinga roadmap foisystemiccollection of data across all RD.

Wighquality, comprehensive collection and effective usé€ I NB R A diSdcéti€l Rl I Q
enabler of the Action PlanCollaborativeand timelyimplementation of the
recommendationswill addressseveral priorities in the Action Plan

All stakeholders and all governments have a role to play in the collection and R&e ddta.
Implementation of these recommendationsqeires systemic reforgmwhich includegederal
funding legislation mandatesjnfrastructure resources and dedicate workforce

Following thigeport RVA will

1 Communicatehe findings andecommendationsvith all stakeholdersind encourage all
relevantstakeholders t@rogresgimely implementationof the recommendations

1 Seek meetingwith Commonwealth, State and TerritoGovernmens across all
departments includingthe Department of Health and Aged Caned the Department of
Social Service$o discuss timely implementation of the recommendatipasd

91 Asthe nationalpeak body for Australians living with a Rirk closely with experts
including researchers and registry manag&grogressimely implementationof the
recommendationswhere possible andatessary.

Recommendations for a National Approach to Rare Diseases Data




MONASH rare voices
University AU s TR AL A

REFERENCES

1. Commonwealth of Australidepatment of Health. National Strategic Action Plan Rare
Diseases. Canberra; 2020. 63 p. Availaoie:
https://www.health.gov.au/resources/phlications/nationalstrategicaction-planfor-rare-
diseases

2. Australian Bureau of Statistics. National, state and territory population. September 2022.
Available fromhttps://www.abs.gov.au/statistics/people/population/nationatate-and-
territory-population/sep2022

3. EURORDIS Rare Diseases EUEIBRORDIS Policy Factshéetntres of Expertise. 2013.
EURORDIS Rare Diseases EurgpeAailable fromhttps://www.eurordis.org/wp-
content/uploads/2012/12/factsheet _Centres Expertise.pdf

4. Molster CM, Urwin DDi Pietro L, Fookes M, Petrie D, van der LagtraESurvey of
healthcare experiences of Australian adults living with rare diseases. Orph&stDis
[Internet]. 201611:1. Availablefrom: https://doi.org/10.1186/s13023016-0409z

5. Australian Commission for Safety and Quality in Health Care. Framework for Australian
Clinical Quality Registries SecondiBdi Sydney; 2022. 59 p. Available from:
https://www.safetyandquality.gov.afpublicationsand-resources/resource
library/frameworkaustralianclinicatquality-registriessecondedition-consultatiorrversion

6. Commonwealth of Australia. Department of Headttd Aged Care. National Strategy Clinical
Quiality Registry and Virtual Registry Strategy 20@B0. Canberra; 2020. 35 p. Available
from:
https://www1.health.gov.au/internet/main/publishing.nsf/Content/national_clinical _quality

registry _and_virtual reqistry strategy 262030

7.1 2YY2y St GK 2F 1 dzZAGNI €t A @ | dzd G NI fdigitaly 5 A 3A G
Heath Strategy. Canberra; 2020. 63 p. Available from:
https://www.digitalhealth.gov.au/abowus/strategiesand-plans/nationaldigitathealth
strategyandframeworkfor-action

8. Commonwealth of Australia. Department of Education. 2021 National Research
Infrastructure Roadmap. Canberra; 2021. 108 p. Available from:
https://www.education.gov.au/nationatesearchinfrastructure/resources/202-hationat
researchinfrastructureroadmap

9. Commonwealth of Australia. Department of Health and Aged Care. Addendum tq 2020
2025 National Health Reform Agreement. Canberra; 2020. 97 p. Available from:
https://www.health.gov.au/ourwork/2020-25-nationathealth-reform-agreementnhra

10. Australian Commission on Safety and Qualitd@alth Care. The National One S&ipopg a
nationalcross government platform for human related researbcessed 26 July 2023.
Available fromhttps://www.safetyandquality.gov.au/ouwork/health-and-human
research/nationalone-stop-shopnationatplatform-health-related-humanresearch

11. United Nations General AssembResolution adopted by the General Assembly on 16
December 2021.67132. Addressing the challenges of perstvisigwith a rare disease and
their families 5 January 20224 p.Available from:
https://www.rarediseasesinternational.org/wpontent/uploads/2022/01/FinalUN-Text
UNResolutioron-Persond_ivingwith-a-RareDiseaseand-their-Families.pdf

12. EURORDIS Rare Diseases Europe. EURRBREEORD Joint Declaration of 10 Key
Principles for Rare Disease 2012. 8 p. Available fintims://www.eurordis.org/eurordis

Recommendations for a National Approach to Rare Diseases Data













