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Agenda

9h30-10h15: WelcomeCoffee-Networking 
session

10h15-12h30: Session 1

ω Welcomemessages 

DG Santé and HADEA representatives, 
OD4RD2  coordinator

ω h5пw5н achievements

ω w5 /ƻŘƛŦƛŎŀǘƛƻƴ Υ lessonslearned

ω {ȅƴŜǊƎƛŜǎ with JARDIN 

ω bŜȄǘ 5ƛǊŜŎǘ DǊŀƴǘ Proposal: OD4RD3

12h30-13h30Lunch break

13h30-16h30: Session 2

13h30-14h30: Parallelworking sessions (1)to identify gaps and 
needs

1. Scientific collaborations with ERNs: nomenclature and 
scientificinformation 

2. ERN registries: how to transformtheir data in reusable
knowledge

14h30-15h15: Parallelworking sessions (2)to identify gaps and 
needs

3. How Orphanetcan help to disseminateERN coding
guidelines & other knowledge

4. Implementation& adoption of ORPHAcodesin MS 

15h15-15h45: Coffee break

15h45-16h15Plenary: Restitution of breakoutsessions

16h15: Participant surveyand Closingremarks

16h30: End of the meeting
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ÅTo contribute to the generation of standardised, 
interoperable data on RD diagnosis for primary and 
secondary use, by the maintenance and the support 
to the implementation of the Orphanet
nomenclature of RD, in collaboration with the 
European Reference Networks (ERNs).

ÅTo contribute to the harmonisation of data 
collection amongst settings (health records, 
registries) and amongst countries, through the 
dissemination of ORPHAcodinggood practices at 
the data source level.

ÅTo contribute to supporting evidence-based 
decision-making in the framework of the European 
strategy around ERNs, by supporting the use of the 
reference corpus of data and information on RD





ÅORPHAcodesproduction & maintenance , 

in collaboration with ERNs and experts

ÅGenetic annotations, definitions & 

transcoding information 

ÅDelivered in different formats

ÅNetwork of Orphanet National 

Nomenclature Hubs: coordinated support 

for ORPHAcodeimplementation in HIS of 

19 MS Hospitals that host ERNs

ÅWiki and central Helpdesk accessible to 

the wider community

To fit the real-life 

codersõ needs

To facilitate and reduce 

the burden of coding 

To allow further 

analyses

Adaptable to different 

settings & systems

Provide both 

standardised &  tailored 

support



Generation of standardised exploitable RD data at the national level contributing also for EU-

level insights

Reinforce the national level to add value at the European level

ÅNational hubs
Information & data

ORPHAcode 
implementation 
support

EHDS

National nodes
Care and research

activities

CPGs

ORPHAcode
implementation

National nodes
HCPsΩ Řŀǘŀ

EHRs

ORPHAcode
implementation



RD

RD

JARDIN
Develop the 

role of Member 
States for ERNs

National 
and 
regional 
catalogues

The future we want: RD in the data ecosystem



Connectingthe dots for a seamlesslyRD data ecosystemȣ 
and ERN integration in MS

EHDS

EEHRxF

MyHealth@EU

HealthData@EU

Recommendation#7

http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf

http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf


Classification revisions 

15 revisions with 10 ERNs

Accurate representation of current knowledge & meeting usersõ needs 

thanks to daily literature survey & to the experts in ERNsõ feedback. 

6500+ Disorders 
1628 Genes-disorders

associations

Disorders definitions & 

mappings to generic 

terminologies

Available in xml 

& API at a single-stop 

shop



NONH
C o o r d i n a t e d  a p p r o a c h  t o  e n s u r e  m u t u a l i s a t i o n

&  b u i l d  c a p a c i t y  o f  t h e  n e t w o r k  w h i l e  p r o v i d i n g  s t a n d a r d i s e d a n d  

t a i l o r e d  s u p p o r t

State of Play & survey of 

the ORPHAcodesusage in 

HCPs hosting ERNs

95 Trainings, 

1800+ participants & 220 

ad hoc events in national 

language in 19 countries

200+ demands received 

via the national helpdesk 

feeding the shared FAQ & 

Bets practices

2 TfT& a hands-on 

session + bi-monthly 

meetings and open 

sessions



OD4RD2National OrphanetNomenclature Hubs



National Hubs contacts

Lithuania: retosligos@santa.lt

Netherlands: orphanet@radboudumc.nl

Norway: Sjeldne-diagnoser@ous-hf.no

Portugal: info.orphanet@dgs.min-saude.pt

Poland: k.chrzanowska@ipczd.pl a.madej-pilarczyk@ipczd.pl

Romania: orphanet.romania@gmail.com

Slovenia: luca.lovrecic@kclj.si

Spain: helpdesk.orphanet@ciberer.es

Sweden: orphanetsweden.karolinska@regionstockholm.se

Switzerland: contact@orphanet.ch

Austria: ursula.unterberger@meduniwien.ac.at

Belgium: Orphacodes.Belgium@sciensano.be

Bulgaria: info@raredis.org

Czech Republic: info@orphanet.cz

Finland: harvinaiset@thl.fi

Germany: orphanet@bfarm.de

Ireland: orphanet.ireland@mater.ie

Estonia: Vallo.Tillmann@ut.ee Sille.vahtra@ut.ee

Italy: orphanetitalia@opbg.net

Latvia: retasslimibas@bkus.lv
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Single-stop shop https://www.orphacodes.org

https://www.orphacodes.org/


Helpdesk https://github.com/OD4RD/Main-Help-Desk

https://github.com/OD4RD/Main-Help-Desk


Training modules

ORPHAcodes for rare diseases - SjeldenOrphanet - YouTubeORPHA Coding ςRD-CODE

https://sjelden.no/nettkurs/orphacodes-for-rare-diseases/
https://www.youtube.com/channel/UCKMLSL9hlrxz6zKFod5IlnA
http://www.rd-code.eu/introduction/


1. It is recommended to capture the respective ORPHAcode for 
patients with RD at the point of care and to enable the 
inclusion of the ORPHAcode in the consecutive data flow.

2. In case of a joint use of two or more coding systems, it is
recommended to link the Orphanet nomenclature of RD to the 
other coding system(s) as much as possible and using
standardized, curated mappings so that at the point of 
coding, codes from both coding systems can be
captured.

3. To avoid future misalignment of the different coding systems, 
it is recommended to the developers and guardians of the 
different coding systems used in the disease space to 
continue and enhance collaboration on aligning the coding
systems and enabling the joint use.

https://od4rd.eu/communication-
material/OD4RD2%20MS%2015%20White%20Paper_final-V02.pdf

OD4RD2 White paper

https://od4rd.eu/communication-material/OD4RD2%20MS%2015%20White%20Paper_final-V02.pdf


Evidence-ÂÁÓÅÄ ÒÅÐÏÒÔÓ ÏÎ %2.Óȭ 2$ ÃÏÖÅÒÁÇÅ

Analysis reports on RD 
coverage, identifying 
overlaps and gaps amongst 
ERNs

to support evidence -
based decisions in the 
context of ERN 
coordination, Board of 
Member States ( BoMS) and 
European Commission 
activities



The project also provides evidence to support ERN coordination, 

BoMS and the EC ERN strategy & decision making 

Exploitation of the 

Orphanet classification 

and database

Mapping ERNsõ thematic and 

subthematic areas to 

ORPHAcodes(groups of 

disorders)

Assuming all RD in a 

covered group are 

covered

Severalvalidation rounds 

by 23 ERN* coordinators

and WGs

* ExcludingTransplantChild



Declaredcoverageof thematic/subthematic areas

100 100 100 100 100 100 100 100 100 100 100 100
96 95 95

89 87
81

70

63

50

42 40

% OF TH/SUBTH COVERAGE (DISORDERS)



GAPS and overlaps

After exclusion of infectiousand toxic-relateddisorders:

Total gap, definedas RD not beingcoveredby an ERN, is:

7.45% (467/6,246 disorders, April 2025 version), not consideringthe declareddemandsfor extension

7% (442/6,246 disorders) consideringthe declareddemandsfor extension

someERNsaskedfor extensions for groups alreadycoveredby anotherERN (ex. Vasculitisfor ReCONNET, alreadycoveredby RITA)

180 RD out of 442 RD not covered(41%) have prevalencedata (EU or worldwide) 

= 1.5 M personsin EU

6 other RD have point prevalencedata by country and 8 RD have birth prevalencedata (givinga total extrapolation  of 1,760,000 

personsin EU not coveredby an ERN)

32 RD have other epidemiologicaldata (annualincidence; lifetime prevalence)

For 114 out of 442 RD not covered(26%) the prevalenceisstill unknownin the literature, and 102 are yet to be documented
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36%

26%

9%

6%

5%

3%

3%

2%

2%
2%

1%
1% 1%1%1%0%0%0%0%

Distribution of uncovered RD by medical domain

Rare skin disease

Rare neurologic disease

Rare neoplastic disease

Rare developmental defect during embryogenesis

Rare gastroenterologic disease

Rare hepatic disease

Rare ophthalmic disorder

Rare cardiac disease

Rare circulatory system disease

Rare renal disease

Rare hematologic disease

Rare inborn errors of metabolism

Rare bone disease

Rare respiratory disease

Rare systemic or rheumatologic disease

Rare gynecologic or obstetric disease

Rare immune disease

Rare urogenital disease

Rare abdominal surgical disease

MAIN GAP AREAS



OD4RD2 outputs and impacts

Increasethe visibility of RDin HealthInformation Systems

o By achievingreal implementationin hospitals

Increasethe quality of datageneratedabout RD patients

o By disseminatinggood codingpractices

EmpowerERNs, hospitalsand the 9/Ωǎunderstandingon RD-related activities

o By providingmeansto generateaccuratedata for exploitation and analysis

Contributeto ERN integration at the national level

o By collaboratingwith National Hospitalsand JARDIN

Contributeto the EU health data strategy

o By connectingthe dots with structuringinitiatives aroundEHR formats and healthdata spaces
(EHDS)

ÅFor primaryuse: better diagnosisand care of RD patients, assessmentof currentpractices and results
againstgold standards of care

ÅFor secondaryuse: informingpolicydecision-makingand research



Conditions reasonsof success

A nomenclature that fits codingneeds

A nomenclature that allowsfor transcodingin HIS

Well-trainedNational hubs, in capacityto support local implementation

Very good connections at
Decisionallevel: MoHςHospital managers

ERN coordination facilitatinglocal levelcontacts and interactions

Awarenessand support from ERNsgoverningbodies
ERN Coordination

Boardof MemberStates

EuropeanCommission



THANK YOU FOR YOUR 

ATTENTION!



OD4RD2 
WP4 LessonsLearned

Terse Bodérus, Information scientist
RulaZain, National CoordinatorOrphanetSweden



Objective WP4

üProvide coordinated support for ORPHAcodes implementation in Health 
Information Systems of Hospitals hosting ERNs in the participating countries 
and to harmonise ORPHAcoding practices across countries.

Surveys in 
ERN HCPs 

regarding the 
use of ORPHA 

codes

Production 
of Alpha-ID-

SE file

Participation 
in TV show 
and radio

Translationof 

Orphacodesmade 

available

to ERNunitsand 

national Reference 

Centres
Making 

ORPHAcodes 

visible in the 

EHR

Producing 
education 
module for 

health 
professionals

Drafting of a White 

Paper adapted to 

the national

context 

Adaption and 

streamliningexisting 

ORPHAcode

material

Activities

ü Trainings

ü Networking

ü Communicatio

n

ü Help desk



OD4RD ORPHANET National Hubs

LL data collection topics

State of Play ςImpact

ActivitesςEffort and Impact

Trainings

Communication

Networking

Action plans

LL data collection 
participants



State of Play Successfactors

Use of ORPHAcodes in ERNregistries
and/or national registries contributed 
to success in implementing 
ORPHAcodes for 50% of the NH.

A majority of the NH 
experienced 
engagement in other 
EU-projectsand ERN 
use of ORPHAcodes
ashaving a positive 
effect on the 
implementation 
process.



State of Play Successfactors

Mandating ORPHAcoding is  
estimated by 42% of the NHto 
have an effect on ORPHAcode 
implementation

Incentivizing ORPHAcoding 
by linking it to 
reimbursement for health 
services is estimated to have 
an effect on implementation 
of ORPHAcodes by 25.3% of 
the NH



State of play - summary

× Engagement in European projects, use of ORPHAcodes by ERN:s and in registries have a positive impact on 

ORPHAcode implementation.

× If incentivizing ORPHAcode use by reimbursement has a positive effect on ORPHAcode implementation can 

not be determined.

× The experiences of the National hubs do not allow for firmly establishing that mandating ORPHAcode use for 

RD-patients has a positive impact on ORPHAcode implementation.



Activities- effort and impact

Results indicate a maintained balance 
between effort required and impact 
achieved for performed OD4RD2 activities



TRAINING method evaluation



Training methods

The time required to attend 
trainings is identified as an obstacle 
to professionals participating in 
trainings by 17 of the NH.

Which additional training 
materials would help 
circumvent the obstacle of 
required time?



Activities & Trainings - Summary

×¢ƘŜ ƴŀǘƛƻƴŀƭ ƘǳōǎΩ ŀǎǎŜǎǎƳŜƴǘ ƻŦ ŜŦŦƻǊǘ ŀƴŘ ƛƳǇŀŎǘ ŦƻǊ h5пw5н ŀŎǘƛǾƛǘƛŜǎ ƛƴŘƛŎŀǘŜǎ ŀ well-balanced 
relationship between input and outcome.

× Targeting trainings towards the intended recipients is a key success factor for all types of trainings.

× On-line trainings are considered cost-effective by a majority of the National Hubs and require less effort 
than in-person events.

× Groupe size affects the effectiveness of on-line trainings, but to a lesser extent than for in-person events. 

× On-line trainings provide an opportunity to network, but less so than in-person events. 

× The optimal duration of an in-person training is 60 or more, while being 60 minutes or less for on-line 
trainings.

× The time required for attending trainings is an obstacle to participation, this can in part be mitigated by 
developing training materials available on demand such as on-line self training and/or recordings



Networking

All networking methods have been successfully 
employed to connect with the target population by 
more than 50% of the countries.

most successsfull

Least successfull

Target with most success Target with least success 



Communication materials

most 
successful 

Least 
successful



Additional successful communications

Drafting of a White Paper adapted to the Belgian context and sent to all decision-makers 
(Ministry, Terminology Centre, FPS Public Health, RIZIV-INAMI). In response, we have been 

invited to several meetings to address this topic. But unfortunately, it is still SNOMEDCT that is 
promoted by the Belgian authorities as the terminology for primary coding in all electronic files

The most important method of communication to HCPsare direct in-person 
interactions, trainings, RD and ORPHA coding presentations included to specialization 

courses, dedicated scientific meetings / to patients - direct in-person interactions, 
presentation during PAG meetings / to policy makers and heath care decision makers -

dedicated 
presentations on RD and ORPHA coding / for all audience - RD Information 

Platform on governmental website

Participation in TV show 
and radio

Public hearings, social 
media posts

Rare Disease education module for health professionals published in 
Mar 2025 - included subsection on Orphanet and Orphacodes. 

Presentation on importance of orphacodesto MoH during 
development of new rare disease strategy (published Aug 2025)

meetings with groups of clinicians in HCP 
belonging to ERNs; involve patients in 

communication campaigns

National conference for rare diseases, 
National RD expert centers 

annual meetings



Action plans

18 countries 11 countries

8 countries

1 country



Additional successful activities 

Production of 
Alpha-ID-SE file 
, use mandatory 
for RD cases in 
inpatient sector

Accreditation of 
the OD4RD2 

training sessions: 
the training given 
to Belgian doctors 

as part of the 
OD4RD2 project is 
accredited since 

2025

Germany

Bulgaria
The 
Netherlands

To provide an up to 

date translation of 

Orphacodesavailable 

to the ERN units and 

national Reference 

Centres

Applied best practices 

from other countries, 

questionaire 

developmentfor RD 

expert centers, online 

trainings, scientific 

publications

Collaboration 
with national 

registries
(malformation 

registry, abortion 
registry, Kanta registry, 
national care registry 

for 
healthcare)

ERN HCPssurveys
on use of ORPHAcodes 

gave opportunity to identify
these centres, which are currently 
only ones in Poland to have been 

nominated by the Ministry of Health 
for ECRD). Establishing cooperation 

helped promote idea of 
ORPHAcoding, provide trainings 
and lobby for development of 

Common strategy for 
RD patients

Poland

Belgium

NorwayFinland

Portugal

Getting ORPHAcodes 

made mandatory in the 

to apply for designation as an 

expert centre for rare diseases. 

Local EHR service teams have 

added specific fields for 

ORPHAcodes to the HER (as such 

field isn't provided by the EHR 

provider)

Development of 

ORPHAcoding module 

in EHR system, and its 

implementation in two 

of four health regions. 

E-learning course



Networking, communication & action plan - Summary

× All modes of networking (e-mail, meetings, attending events, direct calls) have been successfully employed by at 
least 50% of national hubs for each intended target (professionals, decision makers, policy makers, patient 
organizations)

× Non scientific communications materials were successfully employed by all national hubs with web-based 
information campaigns being the most reported successful measure.

× Targeted communications clarifying the need for ORPHAcodes were the most successful communication used for 
reaching policy makers and healthcare decision makers. 

× A wide array of different communication activities have been successfully employed during the project!

× Using an Action plan to organize national activities was a great success!



How would you improve?

There can never 
be enough 

training and 
communication

Austria

Bulgaria
adapting / 

developing 

educational videos 

and tools for medical 

students 

Training for 
trainers at an 
earlier stage. 

Poland

Stronger 
participation of 

hospital and 
electronic 

patient record 
experts in the 
project at all 

levels 

Finland

initiatives to 
strenghten the 

relationships with ERN 
representatives 

/members

Italy

Strengthening 

training activities

Poland

The 
Netherlands

We would expand 

the national team 

and dedicate more 

time to creating e-

leaningsNorway
higher priority for 
activities targeting 

health authorities in 
order to make 
orphacoding
mandatory.

prioritizing the 
involvement of 
decision-makers

Romania

a higher interaction with 

ERNs representatives at 

national level would be 

desirable but, to be 

more effective, it should 

be encouraged by the 

ERN coordinators 

following a top-down 

approach.

Spain

Perhaps the only 

change I would make 

it would be to 

prioritize the 

activities targeting 

decision makers.
Spain

Promoting 

Orphanet-ERN 

collaboration

Poland

Norway

Reimbursements 
for orphacoding.

Communication 
campaigns regarding 
the importance of the 

Orpha Codes 
implementation in 

HCPs

Italy

Key areas for success moving forward
× Closer collaboration with ERN:s 
× Even stronger targeting of the HCP decision makers/policy makers
× Sustained emphasis on training
ü E-courses, videos, TfT

× Continued focus on implementation in HIS/EHR



Thank you!

Questions?



Collaboration with JARDIN 

WP8 



м ꜠ aŜŜǘƛƴƎ ƻŦ ǘƘŜ h! ŎƻƻǊŘƛƴŀǘƻǊǎΣ м ꜠ WǳƴŜ нлнн

Introduction to Work Package 8 and 
Future Cross-Project Collaborative 

Strategies

ά/ƻ-funded by the European Union. Views and opinions expressed are however those of the author(s) 
only and do not necessarily reflect those of the European Union or European Health and Digital Executive 
!ƎŜƴŎȅΦ bŜƛǘƘŜǊ ǘƘŜ 9ǳǊƻǇŜŀƴ ¦ƴƛƻƴ ƴƻǊ ǘƘŜ ƎǊŀƴǘƛƴƎ ŀǳǘƘƻǊƛǘȅ Ŏŀƴ ōŜ ƘŜƭŘ ǊŜǎǇƻƴǎƛōƭŜ ŦƻǊ ǘƘŜƳΦέ

JARDIN
Joint Action on Integration of ERNs into National 

Healthcare Systems
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ÅData has both primary and secondary uses in patient care

ÅSecondary uses include policymaking and research

ÅRD data and expertise is complex, heterogenous, and scarce

ÅTherefore insufficient to achieve these objectives

ÅStrategies such as data cumulation, collaboration, and sharing across HCPs, 

registries, and countries are thus indispensable 

ÅTo achieve this, data must be FAIR to improve semantic accuracy and 

interoperability

ÅWill necessitate improvements in technical, legal, organisational, and 

political frameworks

The Role of Data in RD Care 



RD

RD

JARDIN
Develop the 

role of Member 
States for ERNs

National 
and 
regional 
catalogues

ERN 
registries

RD in the Data Ecosystem: What is at Stake?



Improve engagement 
of MS&Norway

WP8

WP4 : Ensure 
sustainabilityin 
everyaspect of 

JA actions

WP5 : Improve
care pathways

governanceand 
quality

WP6 : Improve
national care 

pathways
integrationwith

ERN

WP7: Improve
NRN and UDP 

integrationwith
ERN

WP9 : 

Provideguidance 
for a better ERN 
ςHCP support at 

all levels

ORPHAcode

616874
UDP 

Registry
CDE UDP

National Data 
Hub

Infrastructure

Data collection
Record-linkage
Quality cheks

National 
care 

pathways& 
emergency
UKRAINE 

National
Plans

/ 
Strategies

National 
support to 
HCP in ERN, 
for hospital 
support and 

CPMS services

JARDIN
Develop the 

role of Member 
States for ERNs

Launch 
national plan

JARDIN
Develop the 

role of Member 
States for ERNs
Infrastruture

JARDIN
Develop the 

role of Member 
States for ERNs

PNDS / 
National Hub : 
23 filières de 

santé maladies 
rares

JARDIN
Develop the 

role of Member 
States for ERNs

JARDIN
Develop the 

role of Member 
States for ERNs
Finance CPMS 

& activity
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ÅThe EU has long recognised that the scattered distribution of RD patients 

renders the acquisition of knowledge and expertise difficult

ÅThe 24 European Reference Networks were established in 2017

ÅDesigned to:

ÅImprove patient access to high quality care

ÅPromote research

ÅAdvance clinical training and therapies

ÅInform healthcare policy

A short introduction to JARDIN and the ERNs
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ÅJoint Action of the Integration of ERNs into National Healthcare Systems

ÅRunning in parallel to other synergistic initiatives

ÅEuropean Rare Disease Research Alliance (ERDERA): RD research

ÅEuropean Rare Disease Research Coordination and Support Action 

(ERICA): ERNs research

ÅOrphanetData for Rare Disease Projects (OD4RD/OD4RD2): RD 

codification and data

ÅEuropean Health Data Space (EHDS) and related projects (TEHDAS, Xt-

EHR)

ÅERNs and RD data are at present fragmented and unintegrated into national 

health systems

JARDIN Joint Action
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Ψ¢ƻ improvethe accessibilityand support the long-term sustainabilityof the 

ERN system by contributing to the effective integration of ERNsin the 

national health systems(while alwaysrespectingthe autonomyof MS in 

this regard), thereby, on the other hand, alsostrengtheningthe resilienceof 

the national health systems'

ÅJARDIN WP8 looks to bridge this gap through technical and semantic 

operability via consistent legal, operational and governance frameworks

JARDIN Joint Action
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ÅConducted to better understand the barriers that exist in the journey of RD 

health data as well as what solutions exist to overcome said barriers

ÅAddressed to three groups of targeted respondents

ÅHCP Unit Leads: 457 responses from 27 countries

ÅIT Support: 100 responses from 24 countries

ÅNational Authority IT Experts: 28 responses from 23 countries

ÅCovered topics such as the first capture of data, data sharing, and data 

FAIRness

JARDIN Survey
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Focus on ORPHAcodingςCurrent State of Play

Å ORPHAcodesimplementation in hospital EHRs
ü MS coverage remains incomplete 

Å ORPHAcodesimplementation in RD registries
ü Complete in most of the MS

Å Hugeheterogeneityin ORPHAcodesimplementation
ü Subsetof ORPHAcodesonly
ü Inpatientsor outpatientsonly
ü Lackof portability of ORPHAcodes
ü SecondaryORPHAcodingfrom hospitalto registry
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Semantic, Technical, & Infrastructural

Barriers

Å Lack of digital infrastructure 

Å Non-standardised datasets 

Å Limited interoperability between local, 
national, and European systems 

Å A lack of automation, leading to 
labour-intensive processes 

Å Limited integration of ORPHAcodes

Solutions

ÅCommon or interoperable standardised 
EHR formats at the national level that 
allow for the consistent use of 
ORPHAcodesand other coding 
standards (e.g. EEHRxF, HL7 FHIR) 

ÅImplementation of FAIR Principles and 
use of semantic terminologies and tools 
(e.g., the ORPHAcodes) to harmonise 
coding 

ÅUse of standardised minimum datasets 
to simplify data collection 
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Legal & Governance

Barriers

Å Absence of binding national policies 

enforcing ORPHAcodeusage 

Å Fragmented legal frameworks for data 

sharing and reuse 

Å Complexity of obtaining consent and 

approvals for secondary use 

Solutions
ÅNational legislation mandating 

ORPHAcodesin (at least) designated 

centres or hospitals 

ÅClear and centralised governance 

frameworks for RD data protection and 

sharing

ÅCentral ethics approval for reuse of 

pseudonymised data 

ÅAdoption of opt-out models 

ÅHarmonised Consent Frameworks 
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Organisational& Resource-Based

Barriers

Å Limited human or technical resources 

for registry participation 

Å Administrative delays in data sharing 

agreements 

Solutions

ÅEstablishment of central coordinating 

support units

ÅEngagement in national or regional 

initiatives to support structured RD 

data capture and international 

interoperability 

ÅCapacity-building Initiatives 

ÅEnhanced Data Governance and Policy 

Support 
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ÅInconsistent and non-standardised RD coding and data capture make it 

difficult to identify RD patients in hospital systems

ÅNegatively impacts RD patients and healthcare systems

ÅConversely, harmonised standards confer many benefits

ÅImprovement of patient care

ÅClinical research

ÅEpidemiological insights

ÅResource allocation

ÅPublic health policy

Minimum Datasets
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ÅA minimum dataset (MDS) defines a consistent list of data elements to be 

collected for all RD patients

ÅEnsures homogeneity across HCPs, countries, registries and databanks

ÅMDS render collected data interoperable and reusable (FAIR)for both 

primary and secondary data use

ÅBy using known and accepted standards, data can be shared, reused and 

understood across EHRs, software and registries

Minimum Datasets



Continual
Reviewand 
Adjustment

Continual
Reviewand 
Adjustment

Present

Definition of the 
JARDIN Consolidated 
Minimum Dataset

o Ensure long term 
sustainability and 
alignment with
Å EHDS / 

EEHRxF
Å Inclusion of 

ORPHAcodes

Past

Analysis of pre-
existing datasets

o European 
Commission CDE

o EJPRD Care-SM
o X-eHealth
o BNDMR Dataset

Future

Testingand eventual
implmementationof 
the MDS into EHRs

o Advocacyfor the 
ORPHAcodesfrom
a technicaland 
political standpoint

Flow Chart of JARDIN WP8 Methodology

JARDIN Chronology



Technical
implementation

of the 
ORPHAcodes

into EHR

Y1
Active coding

of RD diagnoses

Helpdesk 
provided by 

Inserm

Y2
Production of 
RD releated 

KPIs at ERN and 
HCP levels

Y3

Aarhus UniversityHospital 
Inserm

AUH (DK)
Inserm (FR)

TUH (EE)
Sciensano(BE)

Venetoregion(IT)

Capacity Building
Coders ORPHAcoding Training 

Capacity Building:
Data Exploitation Workshop

Data Management 
Workshop T8.2

JARDIN Subtask 8.4.3
Use of implementedRD datasetsfor monitoring HCP and ERN activities

Demonstrate
the added
value and 

use-cases of 
the 

ORPHAcodes*

AUH (DK)
Inserm (FR)

TUH (EE)
Sciensano(BE)

Venetoregion(IT)

* i.e. increase in the number of RD identified (OC vs ICD10) ; comparing LOS in RD inpatients vs non-RD patients
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Data Management Workshop



Å Promote policiescommanding the capture, sharing and re-use of RD data at national 
level

Å Incentivise through benefits (for HCPs, for health professionals, for patients) and 
education

Å Financethe data capture, harmonization and technical/legal support

Å Enforce and empower HCPs IT departments to implement ORPHAcodesand MDS, and 
use IT implementable solutions and guidelines (automation)

Å Provide capacity building tailored for IT, health professionals, coders, managers

Å Facilitate helpdesks/helplinesto support them

Data Management Workshop- Key Messages

https://3.basecamp.com/5765907/buckets/36845493/uploads/8868574901


o Will require consideration of how the ORPHAcodesare utilised at the policy 
level in addition to the HCP level.

Å There are numerous use-cases for coding with the ORPHAcodes

o Therefore, a better understanding coding practices is important as these 
practices will have policy implications.

Å This may require further research or a survey of the member states to 
gain a better understanding of their ORPHAcodingpractices.

Å General recommendations that can be adopted at the national level 
would be the ultimate goal.

ORPHAcodeImplementation Policy Guidance



o JARDIN to provide the framework and guidelines for ORPHAcode
implementation from a political standpoint
Å Can further advocate for this through our final workshop and documentation

o OD4RD2 can provide the groundwork through capacity building, practical 
assistance, and the empowerment of coders and IT personnel

Opportunities to Collaborate: JARDIN / OD4RD2
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OrphanetData for 
Rare Diseases3
Proposal



Contract information

Direct grant
ÅNo competition
ÅOrphanetde facto monopoly

Mono-beneficiary(INSERM) + 23 affiliatedentities(+4: GR; IS; DK; LU)

33 months
ÅMarch 2026 ςDec2028

EstimatedŎŀƭƭ ōǳŘƎŜǘ оΦр aϵ



Expected Timeline 

Submission4 
November

2025

Evaluation & 
Revisionearly
2026 (Hadea
has up to 5 

mo)

Signature of 
DoH/GA 

March 2026

Start of the 
Grant April 

2026

Prepayments 
(up to 50%) by 

June 2026?



Main principle


