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Most of the 
people with
rare disease

(>98%) 
have one of 

the 390 most
prevalent
diseases

Most (89.1%) 
of rare 

diseases are 
very rare

30 M+ European people matter

3.5 - 5.9% of the population (263 - 446 Million people) worldwide
*Based on 68% of prevalent RD based on EU definition
(<50/100,000), data from literature.

Eur J Hum Genet 28, 165–173 (2020). https://doi.org/10.1038/s41431-019-0508-0

Where are 
they?

https://doi.org/10.1038/s41431-019-0508-0
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The (RD) data journey

EHDS

ERN reg
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Patient data

RD specific standards
(inclORPHAcodes)

ORPHADATA

EHR

National HealthDataSpaces
European Health

Data Space

National registries

Pillar 2 VP 

ERNs registries

National codification systems

Patient data

Patient data

Patient data

DARWIN

National Genomics DataSpaces

Towards a seamlessly RD data ecosystem?

Patient data
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• To answer a range of public health
and research questions and make
evidence based decisions

WHY ORPHAcoding

Better care
• Improving knowledge on RD
• Better evaluation of patients
• Better referrals
• Good practices
• Emergency situations
• Anaesthesia
• Anticipate compensation for disabilities

Evidence generation
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WHY ORPHAcoding

6,000+ RDs Aligned with other terminologies to aid data interoperability

ONLY ORPHACodes COVER PRECISELY ALL KNOWN RDs

SNOMED

82%
(5120)

ORPHAcodes other terminology
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Ex. in Western Australia: the tip of the iceberg

Walker, C., Mahede, T., Davis, G. et al. The collective impact of rare diseases in Western Australia: an estimate using a population-based
cohort. Genet Med 19, 546–552 (2017). https://doi.org/10.1038/gim.2016.143

https://doi.org/10.1038/gim.2016.143
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Indicators for the French National Plan

a. Percentage of patients adressed to the expert 
centres by GPs over the years

b. Percentage of diagnosis performed for new 
patients by year

c. Impact of COVID Health Crisis on RD activities

EXAMPLE OF FRENCH NATIONAL RD REGISTRY > INDICATORS FOR NATIONAL PLAN

1.9

http://www.bndmr.fr/publications/presentations-communications/

In France

o ORPHAcodes are used in RD expert centres (EHR's specific RD section including
the RD MDS)

o Deidentified data is nationally collected in the BNDMR the National RD registry

o https://www.bndmr.fr/wp-content/uploads/2020/02/MDS_v1.11-2EN.pdf

Why ORPHAcoding

http://www.bndmr.fr/publications/presentations-communications/
https://www.bndmr.fr/wp-content/uploads/2020/02/MDS_v1.11-2EN.pdf)
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What can be done? 
The Orphanet Data for RD proposed contribution

OD4RD
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Ready to work with you!
• Orphanet is a well-established network on information and data: teams 

will be empowered as National Nomenclature Hubs
• ORPHAcodes are multi-lingual, interoperable, computable, and free
• Guidelines, files, tools, helpdesk developed in RD-CODE project
• Train-the-trainers programme developed in EJP RD to be scaled up
• Methodologies in place for collaboration with ERNs
• Lessons-learned from RD-CODE and EJP RD: 
– working hand-in-hand is the more accurate and straightforward way to go

• But it needs willingness and means!
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THANK YOU!

ana.rath@inserm.fr

mailto:ana.rath@inserm.fr

