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ORPHANET’S MISSIONS

Improve the visibility of RD by providing a common 
language across healthcare and research systems 
(ORPHAcodes)

Provide high-quality information and 
expertise on RD

Contribute to generating knowledge

→ piecing together the parts of the puzzle for better 
understanding of RD



ORPHANET IS A NETWORK OF INSTITUTIONS ENDORSED BY MOH

A global network improving visibility, awareness, 
information and knowledge in the field of rare diseases



5

GIVING A NAME FOR ALL RARE DISEASES

A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1 in 2000 cases) 

Comprehensive, standardized, evidence-based, interoperable, versioned, computable and free (CC-BY 4.0)

Clinical definition:

Disorders are clinically homogeneous

entities described in at least two

independent individuals, confirming

that the clinical signs are not 

associated by fortuity.

RU TURCHN

9,339 clinical entities

2,097 groups

6,227 disorders

1,014 subtypes



… INCLUDING UNDIAGNOSED RD



7

TOWARDS GENERAL SEMANTIC INTEROPERABILITY FOR RD

GSD due to GLUT2 
deficiency

Other terminologies

http://id.who.int/icd/entity/426701963 < 5C51.3

http://id.who.int/icd/entity/426701963


INFORMING ABOUT EACH RARE DISEASE

www.orpha.net 9 languages

http://www.orpha.net/




INFORMING ON WHERE EXPERTISE IS
FOR EACH RARE DISEASE



PROVIDING AN ADDED-VALUE KNOWLEDGE BASE 
FOR HEALTH AND RESEARCH

Orpha.net

Orphadata.com

Ontologies

APIs
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DATA FOR HELPING SOLVING THE UNSOLVED

Orphanet Data
with HPO 

annotations

SolveRD Cases 
(Phenopackets)

Similarity
computations
(8 algorithms) Rare Diseases Cases 

Ontology
(RDCO)

Cases-ORPHA Networks

Cases-Cases Networks

Cystoscape 
Clustering



WHAT IS FORTHCOMING

Orphanet is preparing a dedicated webpage to gather
published evidence

On NBS for RD 

For which a NBS programme exists in European countries

Based on a continuous literature survey

The need to document and identify good practice in existing
national NBS programmes so that these lessons may be
promoted and adopted more widely. 



A EUROPEAN TOOL FOR ALL STAKEHOLDERS
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THANK YOU!


