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AGENDA

Introduction to OD4RD 2 project – Ana Rath (3 min.)

Interactive Mentimeter session 1 (3 min.)

ORPHAcodes: why and how? – Ana Rath (12 min.)

The Orphanet nomenclature national hubs netwrok – Terese Bodérus (10 min)

Interactive Mentimeter session 2 (3 min.)

Discussion (10 min.)



OD4RD2 GENERAL OBJECTIVES

To 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

To contribute to the harmonization of data collection amongst 
settings (health records, registries) and amongst countries, by the 
dissemination of coding good practices at the data source level

To contribute at supporting evidence-based decision-making in the 
frame of the European strategy around ERNs, by supporting the 
exploitation of reference corpus of data and information on RD
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ORPHANET/ERN COLLABORATION

Expertise on databasing and classification
→ Standardized structure of clinical information

Data for analysis of RD

Scientific expertise

Data validation

OD4RD STRATEGY



REINFORCE THE NATIONAL LEVEL TO ADD
EUROPEAN VALUE
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THANK YOU VERY MUCH!



WHY ORPHACODES
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THE FUTURE: RD IN THE DATA ECOSYSTEM

RD

RD



FIRST STEP: SOLVING RD INVISIBILITY



ORPHACODES ALLOW FOR SEMANTIC
INTEROPERABILITY FOR RD

GSD due to GLUT2 
deficiency

EC Best practice 2017



Comprehensive, standardized, evidence-based, interoperable, versioned, computable and free 

(CC-BY 4.0)

TURCHN

A RD-SPECIFIC CLASSIFICATION SYSTEM ADAPTED TO THE NEEDS OF 
DIFFERENT USERS

Public health

Diagnosis, epidemiology

Research

Examples of use

Clinical definition:

Disorders are clinically homogeneous

entities described in at least two

independent individuals, confirming that

the clinical signs are not associated by 

fortuity.



NEW ORPHACODE ORPHA:616874

16

A code for specific and unambiguous designation of undiagnosed 

patients

Available in the Orphanet nomenclature, together with the guidelines

Publication: 

https://link.springer.com/article/10.1186/s13023-024-

03030-2 http://www.rd-code.eu/guidelines-for-coding-undiagnosed-patients-video/

Guidelines video ->

https://link.springer.com/article/10.1186/s13023-024-03030-2
http://www.rd-code.eu/guidelines-for-coding-undiagnosed-patients-video/


IMPLEMENTING ORPHACODES
ALLOWS FOR 1ARY AND 2DARY USE OF DATA

RD data use cases:

 Primary use

 Planned care

 Unplanned care

 CPMS

 Secondary use

 HCP indicators

 MoH indicators

 ERN monitoring

 (ERN) registries

 EHDS

 Undiagnosed programmes
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WE ARE READY

Codification and datasets 
- 2009: Codification as priority in the Council Recommendation for RD

- 2013: CEGRD recommendations on Minimum Data Sets for RD

- 2014: CEGRD recommendations on Orphacodes

- 2015-2018: RD-ACTION guidelines on codification for harmonized statistics on RD in Europe

- JRC’s CDE for RD registration: ORPHAcodes

- 2017: ORPHAcodes as Best practice by the EC

- 2017: creation of ERNs: need for data generation to monitor ERN activity and added-value

- 2018-2021: RD-CODE: pilot ORPHAcode implementation in 4 countries; renewed recommendations; 
code for undiagnosed patients

- 2019: ERN registries

- 2019: European Joint co-fund programme for RD (EJP-RD): ORPHAcodes in standardized data models 
for data exploitation

- 2020-2023: X-eHealth: approved specification for ePatient summary V3 including RD for cross-border 
unplanned care (ORPHAcodes)

- 2022-2025: OD4RD & OD4RD2: Network of national Orphanet nomenclature hubs in 20 countries: 
local support for ORPHAcodes implementation and codification

- 2023- 2024: EHDS Pilot2 project: Orphanet participation to data models and interoperability 
workpackages (after having participated in TEHDaS)

- 2024 - ongoing: JARDIN JA (Orphanet leads task 8.2 on semantic harmonization for RD data in 
European health information systems)

Implementation

ORPHAcodes National Hubs
 Trainings

 Workshops

 Helpdesks



WHERE TO START?
https://www.orphadata.com/orphanet-nomenclature-for-coding/

https://www.orphacodes.org

https://www.orphadata.com/orphanet-nomenclature-for-coding/


TOOLS
FILES API

DATA VIZ



GUIDELINES FOR IMPLEMENTATION

https://www.rd-code.eu/wp-content/uploads/2022/01/826607_D5-4_Standard-
procedure-and-guide-for-coding-with-Orphacodes_final.pdf

https://www.rd-code.eu/wp-content/uploads/2022/01/826607_D5-4_Standard-procedure-and-guide-for-coding-with-Orphacodes_final.pdf


STANDARD PROCEDURES

Maximize exhaustivity:

Use the ORPHAcode alongside other
terminologies in use.

Prefer primary ORPHAcoding to secondary
transcoding.

Use the reference mappings provided when
transcoding

Disorder level is the statistical aggregation level
to count RD patients.

Disorder level codes are compiled in a « master 
file » (list of active rare disorders codes)



STANDARD PROCEDURES

Providing space for metadata on diagnosis assertion 
status (and ideally diagnostic history) is useful in the 
complex process of diagnosing a RD.

ORPHAcodes are released in July every year.

Differential tracking files are provided.

Be aware that ORPHAcodes are created every month
that are made available in the next nomenclature 
version.



DIRECT ORPHACODING
• Possibility to provide electronic support 

in the health care pathway 

of the patient thanks to Orphanet

Knowledge linked to OC

• Visibility of all RD diagnosis

• Including undiagnosed

• Precise/Accurate

 Complete epidemiological data

 Better patient care, 

research and management 



TRANSCODING ORPHACODING (A)
• Extra burden of transcoding step

• Not all RD diagnosis are traced

• In particular undiagnosed

are not traced

• Imprecise

 Incomplete epidemiological data

 Impaired capacity of Healthcare

Systems to address the SPECIFIC/vital 

NEEDS

 Inadequate Health planning for 

the non traced diseases



TRANSCODING ORPHACODING (B)

• Extra burden of transcoding step

• Not all RD diagnosis are traced

• In particular undiagnosed

are not traced

• Imprecise

 Incomplete epidemiological data

 Impaired capacity of Healthcare

Systems to address the SPECIFIC/vital 

NEEDS

 Inadequate Health planning for 

the non traced diseases



NO ORPHACODING Extra burden of transcoding step for 

 ERN monitoring/registry

=> Difficult & time consuming 

to produce RD indicators

• Not all RD diagnosis are traced

• In particular undiagnosed

are not traced

• Imprecise

 Incomplete epidemiological data

 Impaired capacity of Healthcare

Systems to address the SPECIFIC/vital 

NEEDS

 Inadequate Health planning for 

the non traced diseases

 Limited healthcare monitoring 

in regard to a given RD or a group of RD, 

or RD as a whole.



https://youtu.be/2intXbSgKAI



OD4RD2
ORPHANET NOMENCLATURE
NATIONAL HUB ACTIVITIES

Brussels, March 19th, 2025



OBJECTIVE
NETWORK OF ORPHANET 
NOMENCLATURE NATIONAL HUBS

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

REINFORCE THE NATIONAL LEVEL TO ADD EUROPEAN VALUE



STATE OF PLAY SURVEY 2023
➢ A survey was launched to the project’s National Hubs to assess the state of play 
regarding ORPHAcodes implementation in HCPs in their country 
https://od4rd.eu/03-deliverables/D4.1_OD4RD2_state-of-play-survey_final.pdf
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https://od4rd.eu/03-deliverables/D4.1_OD4RD2_state-of-play-survey_final.pdf


STATE OF PLAY SURVEY 2025
➢ ONGOING WORK : In order to assess an exhaustive State of Play of ORPHAcodes
implementation in European countries, complementary approaches have been used to 
assess the implementation status but also to describe the existing national legal 
frameworks & real-life implementation cases.

▪ Feedback from the Orphanet National Nomenclature Hubs 

▪ Feedback from users : 

- OD4RD2 ERN survey & JARDIN survey

- Scientific Publications

▪ This document will be submitted for revision and approval to the MS 
representatives working group of the JARDIN project  during the 19 June 
Workshop



OD4RD ORPHANET NOMENCLATURE 
NATIONAL HUBS

▪ France

▪ Austria

▪ Belgium

▪ Czech Republic

▪ Germany

▪ Spain

▪ Finland

▪ Italy

▪ Poland

▪ Portugal

▪ Sweden

▪ Slovenia

▪ Norway

▪ The Netherlands

▪ Bulgaria

▪ Estonia

▪ Ireland

▪ Latvia

▪ Lithuania

▪ Romania



NATIONAL HUBS



WHAT THEY CAN OFFER:



ONLINE TRAINING TOOLS

ORPHAcodes for rare diseases - SjeldenOrphanet - YouTubeORPHA Coding – RD-CODE

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


TRAININGS / WORKSHOPS

OD4RD1: >60 Trainings/Workshops

 >1.900 participants

OD4RD2 1st year: 60 Trainings/Workshops

 >1.200 participants



TRAININGS / WORKSHOPS

Onsite trainings

Distant trainings

Webinars

Onsite Workshops

Distant workshops

HOWWHAT To WHOM

HOW



MEETINGS



NATIONAL HELPDESKS



Central

Helpdesk

GITHUB
CONTACT WORKFLOW

User

Other

EU countries

National

Helpdesk

Wiki

By Orphanet coordinating

team, in English

By Orphanet national team, in 

national language



TICKETING TOOL: GITHUB

issues



WIKI/FAQ: GITHUB



NATIONAL HUB FLYER

https://od4rd.eu/communication-material

https://od4rd.eu/communication-material


NATIONAL HUB CONTACT

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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OD4RD
Thank you for your attention!


