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0 U R Ao contribute to the generation of standardised,

0 BJ ECTIVES Interoperable data on RD diagnosis for primary and
secondary use, by themaintenance and the support
to the implementation of theOrphanet

nomenclature of ROn collaboration with the
European Reference Networks (ERNS).

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

Ao contribute tosupporting evidencéased
decisionmakingin the framework of the European
strategy around ERNSs, by supporting the use of the
reference corpus of data and information on RD
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The future we want: RD In the data ecosystem
N

I

National
and
regional
catalogues

EHDS

, ° o European
DARWIN N)_ Z ) °® Genomic Data
%

EU 2e¥" Infrastructure

E-DERA

X-eHealth

Primary use ‘
v JARDN Uy

= Better knowledge, best practices
L. Develop the )
= Continuity of care

role of Member|| < Secondary use
* Research

= Better disability evaluation and compensation States for ERNY .
+ Evidence-base decision-making

» Adequate cross-border and primary care




and ERNntegration in MS (000
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EHDS

http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf
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OD4RD:Natic_'naIOrphanetNomencIature Hubs

] National Hub since 2022

[] National Hub since 2022
(OD4RD observer)

[l Ccordinator
[ National Hub since 2023

[] National Hub & WP4
Coordinator




National Hubs contacts

Austria:ursula.unterberger@meduniwien.ac.at

Belgium:Orphacodes.Belgium@sciensano.be

Bulgariainfo@raredis.org

Czech Republimfo@orphanet.cz

Finland:harvinaiset@thl.fi

Germanyorphanet@bfarm.de

Ireland:orphanet.ireland@mater.ie

EstoniaVallo.Tillmann@ut.ee Sille.vahtra@ut.ee

Italy: orphanetitalia@opbg.net

Latvia:retasslimibas@bkus.lv

Lithuania:retosligos@santa.lt

Netherlandsorphanet@radboudumc.nl

Norway:Seldne-diagnoser@ousf.no

Portugal:info.orphanet@dgs.musaude.pt

Polandk.chrzanowska@ipczd.pl  a.madejpilarczyk@ipczd.pl

Romaniaprphanet.romania@agmail.com

Slovenialuca.lovrecic@kclj.si

Spainhelpdesk.orphanet@ciberer.es

Swedenorphanetsweden.karolinska@regionstockholm.se

Switzerlandcontact@orphanet.ch
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i N g |eStOp Sh()p https://www.orphacodes.org

orphanet

ORPHA C u E =

ORPHAcodes orphanet ol

r 2
. The Orphanet nomenclature pack compiles various files which The ORPHAcodes API facilitates the informatic access to the
. pha net Nomenclatu re Of Ra re Dlseases provide the computable information necessary to achieve nomenclature pack data and allows flexible implementation into
implementation of ORPHAcodes in health information systems, the various IT systems in use in the different countries and/or
and ensure accurate coding. Differentials are provided to ensure settings.

traceability”.
The Orphanet nomenclature is a multilingual, standardised, controlled medical terminology specificto rared

includes all clinical entities registered in the . Each clinical entity (disorder, group
subtype of a disorder) is associated with a unique numerical identifier named ORPHAcode, as well as a prefe
synonyms, and a definition. The Orphanet nomenclature is organised in a classification system, structured ar
major medical specialties, according to diagnostic and therapeutic relevance. This clinical coding system is m NOMENCLATURE PACK

main generic clinical and genetic terminologies, thus providing a common language across healthcare and res| WITH GENERIC TERMINOLOGIES MAPPING FILES
for effective monitoring and reporting on all rare diseases diagnosis, ultimately improving their visibility.

\ J

ORPHACODES API

The Orphanet Nomenclature of rare diseases is produced according to and updated ba

. . . . * as per recommendation of the RD-ACTION working group for routine maintenance of codification.
literature and collaborations with expert groups, so as to reflect the evolution of knowledge.

ORPHAcodes files are available via the and are released annually® in July. ORPHAcodes - Guidance for ORPHAcoding implementation and exploitation

Helpdesk

Tools for coders

Standard procedures

The ORPHAcodes in the data policy ecosystem

orphanet

(o< Bol-

0{0 ORPHACODES CLASSIFICATIONS BROWSER
e

b

atool dedicated to browse the Orphanet classifications; it allows searching for clinical entities by ORPHAcode.

ORPHACODES MAPPINGS BROWSER

atool that facilitates transcoding by allowing users to search for rare clinical entities and displaying the corresponding mappings in aligned generic

medical and g

ic terminologies.

2 ORPHACODE DATAVIZ TOOL

atool that allows visualisation of scientific data

classification information associated to rare diseases in a user-friendly format.

Standard procedures

The ORPHAcodes in the data policy ecosystem

This nomenclature and classi 20091215; ORPHANET
EUROPE JOINT ACTION 20 G N INETWORK DIRECT GRANT
/#35-¢25 ; RD-CODE 82660 3 4 0 0 09 on an action in the field of RD, of the



https://www.orphacodes.org/

Helpdesk https:/github.com/ODARD/MairHelpDesk

H OD4RD [ Main-Help-Desk  Public

<> Code () Issues 84 11 Pullrequests B3 Discussions (0 Actions [ Projects [ Wiki (U Security |~ Insights

¥ main ~ ¥ 2Branches © 0 Tags Q Gotofile

Riddhi-Orphanet Update README.md ¢> Code (9 Issues B4 11 Pullrequests () Discussions (2) Actions [ Projects [ Wiki () Security |~ Insights
D README.md Update README.md
is:issue state:open Q  © Labels (=]
[0 README Open B84 Closed 201 Author ~ Labels ~ Projects ~ Milestones ~ Assignees = Ty

(© Request for advice to code "Low-grade fibromyxoid sarcoma" ' Belgium
#386 - Orphabe opened 2 days ago

¢ ORPHAcoding Main-Help-Desk by O

(© Synonym for Solitary bone cyst (ORPHA:83468) (SWitzerland) = Synonym
#385 - OrphanetSwitzerland opened 3 days ago

This helpdesk, https://github.com/OD4RD/Main-Help-Desk, is dedicated
Orphanet nomenclature content and/or the implementation of ORPHAcod © New sub-type for Rothmund-Thomson syndrome (ORPHA: 290 ) () (|

systems. This is the official Helpdesk for ORPHAcoding, developed and n #384 - OrphanetSwitzerland openad 4 days ago @ OD4RD / Main-Help-Desk pubiic 0 Notifications % Fork 0 T

! —Luria- Cre spai
Our helpdesk was developed as part of the OD4RD project, which aims tg © O'Donnell-Luris-Rodan syndrome (Y @i

(RD) by supporting the implementation of ORPHAcodes in National Healt #383 - Orphanet-ES opened 4 days ago <> Code () Issues 84 17 Pullrequests (3 Discussions () Actions [ Projects [0 Wiki @ Security |~ Insights
about the project, please visit www.od4rd.eu). (© Requests to add / update conditions information on Orphanet
o ) ) ) ] #382 - JAston1 opened § days ago Home
Please note that it is possible to post issues in your language if an Orphar -
() Master file containing all Orphanet codes (including groups) sylmaiOR edited this page on Apr 25 - 15 revisions

in your country, as per the list and instructions below. Issues addressed t
in English*.

R R . . . () Request to add: Empty nose syndrome ~ Pages o
Before posting your issue: Please check our wiki, which contains the alred #380 . galyea23 opened last week ORPHA Cc © D |3
https://github.com/OD4RD/Main-Help-Desk/wiki. Your answer may alread Find a page,

(2 Creation - Aquagenic cutaneous disorder Spain

#381- JAston1 opened & days ago

. . . . . ., .
You can alse check other issues to see if you're not the only one with this #379 . Orphanet-ES apened last week To provide a systalr}al?le a‘nd homogeneous, standardised suppor.t toAthe Rare Diseases community, ? Quesm?ns and Home
Answers' section within GitHub has been developed by the coordinating team based on users' questions and issues. It
(© Congenital midnasal stenosis  Switzerland aimed to provide standardised and generalised answers among 8 main topics: ¥ *** Welcome to the Main Orphanet ...

#378 - OrphanetSwitzerland opened last waek

+ ORPHAcodes and Nomenclature, 1. ORPHAcodes & Nomenclature
() ORPHA codes affected by the change of OMIM 182920 move to 609200 « Orphanet classification,

#377 - Orphanet-ES opened last week * Good practice guidelines on Orphanet Nomenclature

2. Orphanet classification

« Epidemiology in RD, 3. Good practice guidelines on Orp...

« Alig 1ts with other termir ies,

4. Epidemiology in Rare Diseases
« Orphanet Tools,

« Education and Communication, 5. Alignements with other terminol...

+ Orphanet - ERN collaborations

6. Orphanet Tools for Coders
+ ORPHAcodes Technical Implementation

« Guidance documents for ORPHAcoding imp! tation and exploitation 7. Education & Communication

8. Orphanet-ERN collaborations

9. ORPHAcodes Technical Impleme...



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

Trainingmodules
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DIFFICULT FOLLOW UP The target ‘this c li ki ledge is required.
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Horizon 2020, the EL 825575.
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https://sjelden.no/nettkurs/orphacodes-for-rare-diseases/
https://www.youtube.com/channel/UCKMLSL9hlrxz6zKFod5IlnA
http://www.rd-code.eu/introduction/

OD4RD2_Whitepaper

Milestone 15

OD4RD2 Whitepaper:
Semantic interoperability of data on rare
diseases - ORPHAcodes as part of the codi
system landscape

31.03.2025

oo
OD4RD

ng

This document represents milestone 15 of the OD4RD2 project, which has received
funding from the European Union. The document has been produced by the members
of the OD4RD2 - Work Package 4. The OD4RD2 project has been launched in April

2023 for a 33-month period.

More information on the activities of the OD4RD can be found at www.OD4RD.

Disclaimer:

eu

The findings and conclusions in this report are those of the contributors, who are
responsible for the contents; the findings and conclusions do not necessarily represent
the views of the European Commission or national health authorities in Europe.
Therefore, no statement in this report should be construed as an official position of the

European Commission or a national health authority.

OD4RD2 Whitpaper

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.

In case of a joint use of two or more coding systems, itis
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.

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/lOD4RD2%20MS%2015%20White%20Paper-\fBabdf



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

EvidenceAAOAA OADI 00O
o e e e e e

ORPHAcode

- o o

I %2 . O «&.°@

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

£2 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, ‘0‘*.2
BoMS and the EC ERN strategy & decision making S

\/

\/
S -
\ Mapping ERN@the@\qd

Exploitation of the
rphanet classification
and database

subthematic areas to
ORPHAcodes(groups of

disorders)/

A \ \\IF
Assuming all RD in a Severalvalidation rounds
covered group are by 23 ERN*coordinators

covered and WGs
/ /

* ExcludinglransplantChild




Declaredcoverageof thematic/subthematic areas

% OF TH/SUBTH COVERAGE (DISORDERS)

100== 100 == 100== 100== 100 == 100== 100 == 100 == 100 == 100==100== 100
96 === Q5 m=—m 05




o0
GAPS anaverlaps ‘}%“

% After exclusion ofnfectiousandtoxic-relateddisorders
# Total gapdefinedas RD nobeingcoveredby an ERNS:
# 7.45% (467/6,24disorders April 2025 version), natonsideringhe declareddemandsfor extension

# 7% (442/6,24@lisorderg consideringhe declareddemandsfor extension

# someERNsskedfor extensions for groupalreadycoveredby anotherERN (exXvVasculitifsor ReCONNEalreadycoveredby RITA)

# 180 RD out of 442 RD notvered(41%) haverevalencedata (EU oworldwide)

# 6 other RD have poinprevalencedata by country and 8 RD habith prevalencedata Qivinga total extrapolation of,760,000
personsin EU nottoveredby an ERN)

# 32 RD havether epidemiologicatlata @nnualincidencejifetime prevalencé

# For 114 out of 442 RD nobvered(26%) theprevalencds still unknownin the literature, and 102 arget to be documented



RDcoveredby >1 ERN

3068

# 43% of rare disorders (2,684) are covered by >1 ERN (2-8 ERNs)

1752

651

172

ml
u2
m3
4

m6
m7/



MAIN GAP AREAS

Distribution of uncovered RD by medical domain

= Rare skin disease

= Rare neurologic disease

= Rare neoplastic disease

= Rare developmental defect during embryogenes

= 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

m Rare abdominal surgical disease




OD4RD?2 outputs and impacts .}ﬁ:".';

# Increasethe visibility of RDin HealthInformation Systems
0 Byachievingealimplementationin hospitals

# Increasethe quality of datageneratedabout RD patients
0 Bydisseminatinggoodcodingpractices

# EmpowerERNshospitalsand the9 / @hderstandingon RDrelated activities
0 Byprovidingmeansto generateaccuratedata for exploitation andnalysis

# Contributeto ERNntegration at the nationallevel
O Bycollaboratingwith NationalHospitalsand JARDIN

# Contributeto the EUhealth data strategy

0 Byconnectingthe dotswith structuringinitiativesaroundEHR formats andealth dataspaces
(EHDS)

A Forprimaryuse:better diagnosisand care of RD patientassessmenbf current practices andesults
againstgold standards of care

A Forsecondaryuse:informingpolicydecisionmakingandresearch



0c O
Conzitions reasonsof success °9*

# A nomenclaturehat fits codingneeds

# A nomenclaturaghat allowsfor transcodingn HIS

# Welltrained National hubs, itapacityto support locaimplementation
:

% Very good connections at
# Decisionalevel MoH ¢ Hospital managers
# ERN coordinatiofacilitatinglocallevel contacts and interactions

# Awarenessand supporfrom ERNgoverningbodies
# ERN Coordination
# Boardof Member States
# EuropeanCommission
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ATTENTION!
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Orphanet Data For Rare Diseases

Co-funded by
the European Union
Co-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 HADEA. Neither the European Union nor the granting authority can be held responsible for them



Objective WP4

U Provide coordinategupport for ORPHAcodes implementation in Health

Information Systems of Hospitals hosting ERNs in the participating countries
and to harmonise ORPHAcoding practices across countries.

Drafting of a White
Paper adapted to
the national
context

Making
ORPHAcodes
visible in the

EHR

Surveys in
Production ER';:.HC;S
of AlphalD- regarf I(ggRPI?IA
Producing SE file : HSE 0
g : Translatiorof codes
education Orphacodesmade
module for available
health to ERNunitsand
professionals national Reference
Participation Centres Adaption and
in TV show streamlininggxisting
and radio ORPHAcode

material

Activities

U Trainings

U Networking

U Communicatio

n

U Help desk



OD4RD ORPHANET National Hubs

[] Austria
[] Belgium
LL data collection - Bulgaria

participants [ Czech Republic

LL data collection topics
] Estonia

B Finland

State of Play Impact
B Germany
B Ireland
B italy
B Latvia
B Lithuania
) B Netherlands
—B;c-larut;}:,h B Norway
nee i 9 B Poland
B Portugal

B Romania

B slovenia

Activitesg Effort and Impact
Trainings
Communication

Networking *

Action plans

Ukraine

S B spzin
B sweden




State of PlaySuccesdactors

The country is ORPHAcodes are
also represened used by ERN:s with

in other EU- members in the
projects country
ORPHAcodes use in ERN- ORPHAcodes use in your Estimated impact 19 19
registries in which your national RD-registry/Other
country participates national registry impact . Contributed to success v "

1 17

. Had no effect
. Impact can not be estimated

16 16

A majority of the NH
experienced

Use of ORPHAcodes with in ) ) engagement in other
national/ERN RD registries | | EUprojectsandERN

g 1 use ofORPHAcodes
i R ashaving a positive
E . effect on the
5 —— s implementation
g oo | _ process.

Use of ORPHAcodesERNTregistries
and/or national registries contributed

1 ‘ I " to success in implementing

Yes Unknown " Yes No Unknown ORPHAcodes for 50% of the NH. '< ‘

Yes Yes




State of PlaySuccesdactors

ORPHAcode use
incentiviced by affecting
reimbursment calculation
for healthcare services

1

12

I. ‘
10

Yes No Unknown Yes No

Using ORPHAcodes is
mandatory when coding a
patient with a rare disease

Estimated impact
. Contributed to success

. Had no effect

. Had a negative effect

. Impact can not be estimated

Incentivizing ORPHAcoding
by linking it to
reimbursement for health

Nr of countries

an effect on implementation
of ORPHAcodes by 25.3% ¢
the NH

services is estimated to have

Mandatory ORPHAcoding has an effect

42.1%

Estimated effect of mandating
ORPHAcode use for patients with RD

Mandatory ORPHAcoding would not have an effect
5.3%

Could not be estimated
52.6%

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




State of play-summary

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

ORPHAcode implementation.

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

not be determined.

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

RDpatients has a positive impact on ORPHAcode implementation.



Activities- effort and impact

High effort Intermediate effort Low effort Activity
Performing trainings which have
been previously prepared

High impact

o

Adapting training materials to new
format

Translating training materials

Participating in networking
activities

Producing communication materials
(such as flyers, porters, articles, etc)

Intermediate * ' Adapting

impact y ‘ training

L

Providing tailored materials on
request (such as lists, mappings, etc)

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

Low impact .




TRAININGnethod evaluation e

. in-person

Taroetine the trainlii o ' The resources Considering the
Groupsize affects Eetng ning The training gives required in impact and effort
. towards a specific dded benefit b = - :
the impact of . . added benetit by organizing a training  required, the type of To the best of your ability,
;o audience increases allowing networkin ; . i -
training b g g islessthan for the training is cost how long is the optimal
P other type effective duration of a training session?
ca 30 min ..
Completely agree
ca 45 min “
ca 60 min
Somewhat disagree ‘ “ ‘. . ‘ ca 90 min .
ca 120 min .‘
Completely disagree ‘ ‘ .‘ '
>120 min @
No trainings performed No trainings
performed ”




Training methods

Most successful training method

. Classical in-person training

. On-line webinars

. E-courses

Most successful training method

Which additional training
Dol s ppor e materials would help
‘ circumvent the obstacle of

- required time?

Training material

Recording training materials and make them available
on demand.

Developing on-line self-train materials
available on demand.

. Recording training materials and make

them available on demand.
The time required to attend

. . . Classical based) traini terial

trainings is identified as an obstacle . ass.lca' (pa‘per ased) training materials
: L for distribution.

to professionals participating in

trainings by 17 of the NH. . The compiled collection of good practices



Activities & Tralnings- Summary
x ¢KS yIFIaGA2Yy It KdzoaQ FaasSaayvySyid 27F S FwelRbblEincel yR A YLIJI O
relationship between input and outcome.
X Targeting trainings towards the intended recipients is a key success factor for all types of trainings.

X Ontline trainings are considered cestfective by a majority of the National Hubs and require less effort
than inperson events.

X Groupe size affects the effectiveness oflome trainings, but to a lesser extent than forperson events.
X Ontline trainings provide an opportunity to network, but less so thapenson events.

X The optimal duration of an tperson training is 60 or more, while being 60 minutes or less fdinen
trainings.

X 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 dmerself training and/or recordings



Type of networking

Netwo rkin g mostsuccesssfuf [ In-person meetings

. E-mail correspondance

. Attending events arranged
by a different organization

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

Health care Health care Patient Policy makers
proffessionals decision makers organizations

Attending events

arranged by a different
organization '

Attending

events ‘

;A -

Attending events

arranged by a
different organization ‘

E-mail
correspondance

A\

E-mail correspondance

Target with most success Target with least success



Country

Communication materials

Austria

Belgium
Bulgaria
Health care , ; Health care Czech Republic
; Patients Policy makers e
proffessionals decision makers _
Estonia
most 1 Web based
successful information campains Finland

. Germany
Tailored documents

. & &

clarifying the need Ireland
for ORPHAcodes @
Italy
@
00 @
Flyers .} ﬁ Latvia
Lithuania

S F &
’

News letters
Netherlands

Newspaper
articles

Norway
‘e " o ®

@ e %

Poland

Scientific articles Portugal

R A GH PSS
o®

Romania

&2

o,
®
®

Scientific posters Slovenia

Least Spain

successful

HEEE " ENENEEE"EEET"ETSDE

Posters e @ ®

<«

Sweden



Additional successful communications

The most important method of communication HCPsre direct inperson
interactions, trainings, RD and ORPHA coding presentations included to specialization
courses, dedicated scientific meetings / to patientirect in-person interactions, R
presentation during PAG meetings / to policy makers and heath care decision makers Participation in TV show
dedicated and radio
presentations on RD and ORPHA coding / for all audieR€eInformation
Platform on governmental website

Drafting of a White Paper adapted to the Belgian context and sent to all decrsa&ars
Public hearings, social (Ministry, Terminology Centre, FPS Public He&tA)VMINAM). In response, we have been
media posts invited to several meetings to address this topic. But unfortunately, it ISNMOOMELLT that is
promoted by the Belgian authorities as the terminology for primary coding in all electronic files

Rare Disease education module for health professionals published in

Mar 2025- included subsection on Orphanet atdphacodes meetings with groups of clinicians in HCP
Presentation on importance afrphacodeso MoH during belonging to ERNSs; involve patients in
development of new rare disease strategy (published Aug 2025) communication campaigns

National conference for rare diseases,
National RD expert centers
annual meetings



Action plans

Compiling a national action plan was a
fruitful method for planning, tracking
and structuring our national activities.

. Agree

we had/have to follow the

. timing of the Orphacode
implementation in AT

1 country

In your Actionplans produced during the project,
did you include any successful actions which has
not been covered by the previous sections of this
form (networking, training, information materials?

. Yes
. No




Additional successful activities

_ The
Bulgaria therlands
Portugal Belgium
uch
ERNHCPsurveys

on use of ORPHAcodes
Germany Norway
e
S

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
ORPHACcoding, provide trainings
and lobby for development of
Common strategy for
RD patients

healthcare)



Networking, communication & action plan- Summary

x All modes of networking ¢eail, 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)

x Non scientific communications materials were successfully employed by all national hubs wibasexb
information campaigns being the most reported successful measure.

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

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

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



How would you improve?

Key areas for success moving forward
x Closer collaboration with ERN:s
x Even stronger targeting of the HCP decision makers/policy makers
x Sustained emphasis on training
U Ecourses, videos[fT Stronger

x Continued focus on implementation in HIS/EHR participation of
hospital and

electronic
patient record
experts in the

Poland

Communication The project at all
prioritizing the campaigns regarding herl Austria levels
involvement of the importance of the Nether
decisionmakers Orpha Codes

implementation in
initiatives to HCPs

strenghten the

relationships with ERN

representatives
/members

Norway Bulgaria

Poland
Training for
trainers at an
earlier stage.

Spai



Thank you!
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JARDIN

Joint Action on Integration of ERNs into National
Healthcare Systems

JAR

Introduction to Work Package 8 and
Future CrossProject Collaborative
Strategies

a /-fanded by the European Union. Views and opinions expressed
Co-funded by only and do not necessarily reflect those of the European Union or
the European Union Il 3SyO0ed bSAGKSNI GKS 9dzNRLISHY |




The Role of Data in RD Care vy JAR

maladies rares

A Data has both primary and secondary uses in patient care
A Secondary uses include policymaking and research

A RD data and expertise is complex, heterogenous, and scarce $
A Therefore insufficient to achieve these objectives

b

A Strategies such as data cumulation, collaboration, and sharing across HCPs,
registries, and countries are thus indispensable

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

interoperability
A Will necessitate improvements in technical, legal, organisational, and
political frameworks



RD in the Data Ecosystem: What Is at Stake?

AN

| N\

S

W
National
nd
regional
catalogues

y

Plan national /1
pvd

maladies rares

EHDS

“ -
DARWIN o _o"% European
Q “EU /\l) Lo °® Genomic Data
.‘ .e% Infrastructure

//i — E-DERA

Primary use (}Jﬁ
= Better knowledge, best practices JARDN E}fgé} o
= Continuity of care Develop the
= Better disability evaluation and compensation | role of Member | Secondary use
» Adequate cross-border and primary care States for ERNS < " |* Research
|+ Evidence-base decision-making
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Plan natlonal

A short introduction to JARDIN and the ERM =’ JAR

maladies rares

A The EU has long recognised that the scattered distribution of RD patients
renders the acquisition of knowledge and expertise difficult

A The 24 European Reference Networks were established in 2017
A Designed to:
A Improve patient access to high quality care
A Promote research .
A Advance clinical training and therapies : o ‘: European
A Inform healthcare policy 0% .'. Reference

o0’ Network




JARDIN Joint Action s A

maladies rares

A Joint Action of the Integration of ERNSs into National Healthcare Systems

A Running in parallel to other synergistic initiatives

A European Rare Disease Research Alliance (ERDERA): RD research

A European Rare Disease Research Coordination and Support Action
(ERICA): ERNSs research

A OrphanetData for Rare Disease Projects (OD4RD/OD4RD2): RD
codification and data

A European Health Data Space (EHDS) and related projects (TB#DAS,
EHR)

A ERNs and RD data are at present fragmented and unintegrated into n
health systems



JARDIN Joint Action s A

maladies rares

P ¢irBprovethe accessibilityand support the longterm sustainability of the
ERN system bgontributing to the effectiveintegration of ERNsn the
national health systemgwhile alwaysrespectingthe autonomyof MS in
this regard),thereby, on theother hand, alsostrengtheningthe resilienceof

the national health systems

A JARDIN WPS8 looks to bridge this gap through technical and semantic

operability via consistent legal, operational and governance framewor




JARDIN Survey e

A Conducted to better understand the barriers that exist in the journey of RD
health data as well as what solutions exist to overcome said barriers

A Addressed to three groups of targeted respondents
A HCP Unit Leads: 457 responses from 27 countries Mty
A IT Support: 100 responses from 24 countries f -
A National Authority IT Experts: 28 responses from 23 countries

A Covered topics such as the first capture of data, data sharing, and data
FAIRNness



Focus orORPHAcoding Current State of Play

A ORPHAcodesnplementation in hospital EHRS
U MS coverage remains incomplete

A ORPHAcodesnplementation in RD registries
0 Complete in most of the MS

A Hugeheterogeneityin ORPHAcodeisnplementation
Subsebf ORPHAcodeamnly

Inpatientsor outpatientsonly

Lackof portability of ORPHAcodes
SecondarfORPHAcodinfgom hospitalto registry

u
u
u
u



Semantic, Technical, & Infrastructural JAR

Solutions

A Common or interoperable standardised
EHR formats at the national level that
allow for the consistent use of
ORPHAcodeand other coding
standards (e.gEEHRXHL7 FHIR)

Barriers

A Lack of digital infrastructure

A Nonstandardised datasets

A Limited interoperability between local,
national, and European systems

A Implementation of FAIR Principles and
use of semantic terminologies and tools
(e.g., theORPHAcodédo harmonise
coding

A A lack of automation, leading to
labourintensive processes

A Limited integration oORPHAcodes
A Use of standardised minimum datasets
to simplify data collection



Legal & Governance

Solutions
A National legislation mandating

ORPHAcodas (at least) designated
centres or hospitals

Barriers

A Absence of binding national policies
enforcingORPHAcodesage

A Clear and centralised governance
frameworks for RD data protection and
sharing

A Fragmented legal frameworks for data
sharing and reuse

A Complexity of obtaining consent and :
A Central ethics approval for reuse of

approvals for secondary use
H y pseudonymised data

A Adoption of optout models

A Harmonised Consent Frameworks



Organisational& ResourceBased IARE

Barriers Solutions

A Establishment of central coordinating
support units

A Limited human or technical resources
for reqgistry participation

A Engagement in national or regional
initiatives to support structured RD
data capture and international
iInteroperability

A Administrative delays in data sharing
agreements

A Capacitybuilding Initiatives

A Enhanced Data Governance and Policy
Support



Minimum Datasets

A Inconsistent and nosstandardised RD coding and data capture make it
difficult to identify RD patients in hospital systems
A Negatively impacts RD patients and healthcare systems

A Conversely, harmonised standards confer many benefits
A Improvement of patient care
A Clinical research

A Epidemiological insights

A Resource allocation

A Public health policy



Minimum Datasets

A A minimum dataset (MDS) defines a consistent list of data elements to be
collected for all RD patients
A Ensures homogeneity across HCPs, countries, registries and databanks

A MDS render collected data interoperable and reusdBlelRjor both
primary and secondary data use

A By using known and accepted standards, data can be shared, reuse

understood across EHRS, software and registries

Edable Accessible Interoperable Reusable
L b o &



JARDIN Chronology

Flow Chart of JARDIN WR8thodology

Past

Present

Definition of the
JARDIN Consolidated
Minimum Dataset

d Analysis of pre
4 existing datasets

{ 0 European —~ —~
: Commission CDE o0 Ensure long term
1 0 EJPRD Cai®M K‘) sustainability and K‘)
0 X-eHealth Continual alignment with Continual
1 0 BNDMR Dataset ;*g."'ewa”d A EHDS/ Reviewand

justment EEHRXE Adjustment

A Inclusion of
ORPHAcodes




JARDIN Subtask 8.4.3

Use ofimplemented RDdatasetsfor monitoring HCP and ER&¢tivities

Capacity Building:
Data Exploitation Workshoy

Capacity Building
Coders ORPHAcoding Training

Technical
implementation
of the
ORPHAcodes
into EHR

/

o

\

AarhusUniversity Hospital

Inserm

)

* I.e. increase in the number of RD identified (OC vs ICD10) ; comparing LOS in RD inpatieRB yatents

Data Management
Workshop T8.2

v . ¥

Activecoding

Helpdesk
provided by
Inserm

of RD diagnoses

-

.

AUH (DK)
Inserm (FR)
TUH (EE)
SciensandBE)
Venetoregion(IT)

\

)

Demonstrate
Production of the added
RD releated Value and
KP,LSCaHteE,Z,': and usecases of
the
ORPHAcodé&s
4 AUH (DK)
Inserm (FR)
TUH (EE)
SciensandBE)
\_ Venetoregion(IT)




Data Management Workshop

Countries Represented in JARDIN Data Management Breakdown of Participants' Backgrounds
Workshop

[l Absent [l Present

30

2
20 il
10 i
‘ & T
eHealth Health Healthcare JARDIN JARDIN Other
Figure 1 Countries Represented in the JARIDN Data Management Workshop: The map indicates the Network Digitalisation  Policymaker/  Collaborator  National Policy
countries who were present at (green), or absent from (magenta), the JARDIN Data Management Representative Program Policy Advisor Contact Point

Workshop. Countries not implicated in the workshop are in silver. Representative




Plan national /]

Data Management WorkshopKey Messages 7sxs"' | pisix

maladies rares —

A Promotepoliciescommanding the capture, sharing anduse of RD data at national
level

A Incentivisethrough benefits (for HCPs, for health professionals, for patients) and
education

A Financethe data capture, harmonization and technical/legal support

A Enforce and empower HCPs IT departments to impler@®PHAcodeand MDS and
uselT implementable solutions and guidelines (automation)

A Providecapacity buildingailored for IT, health professionals, coders, managers

A Facilitatehelpdesks/helplinego support them


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

ORPHAcodé&mplementation Policy Guidance JAR

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

A There are numerous useases for coding with th®@RPHAcodes

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

A This may require further research or a survey of the member sta
gain a better understanding of the®RPHAcodingractices.

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



Opportunities to Collaborate: JARDIN / OD4RD2 .

o JARDIN to provide the framework and guideline<d&PHAcode
Implementation from golitical standpoint

A Can further advocate for this through our final workshop and documentation

o0 OD4RD2 can provide the groundwork through capacity building, practi
assistance, and the empowerment of coders and IT personnel

o




THANK YOU!

JAR
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Contract information

Directgrant
I O
'::‘ A No competition
A Orphanetde factomonopoly

% Mono-beneficiary(INSERM) + 2iffiliated entities(+4: GR; IS; DKL)
[

@ 33 months

A March 2026c Dec2028

% EstimatedOl £t f 0dzZRISU o ®Pp ac



Expected

Submissiod
November
2025

Timeline

Signature of

DoHGA
March 2026
Evaluation &
Revisiorearly
2026 Hadea
has up to 5

mo)

Start of the
Grant April
2026

Prepayments
(up to 50%) by
June 20267
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