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Objectives

• Have an overall knowledge on what Orphanet is

• Know how to search by disease, by gene

• Know how to find a centre of expertise, a patient organisation, 
information on research and drugs

• Know how to find a collection of texts for a given disease

• How to find expert services and research

• How to access Orphanet tutorials
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The RD pyramid

Awareness

Knowledge

Awareness

Knowledge

Diagnostic suspicion?

Knowledge

Diagnostic suspicion

Diagnosis

Expertise

Diagnostic suspicion

Means to diagnose: NGS…

Research

Information

Diagnostic tests

Find an expert

Best practice

Integrated data for research
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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
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Orphanet, added-value knowledge base for health and research

Reference rare disease nomenclature
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A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1 in 2000 cases) 

WHAT IS THE ORPHANET NOMENCLATURE?

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.
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Almost all of 

the people 

with rare 

disease

(>98%) 

have one of 

the 390 most

prevalent

diseases 

(more 

common than

1 per 

100,000) 

Most (89.1%) 

of rare 

diseases are 

very rare 

(prevalence

less than

1 per 100,000)

How many patients suffering from RD?

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.
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A common language across fields

Orphanet central 
nomenclature

Research 
Registries/Cohorts/Bi

obanks

Care
Health Information 

System (EHRs)

Genes:
• HGNC
• OMIM
• ensembl
• Genatlas
Proteins:
• UniProt
Pathways:
• Reactome
Targets & compounds:
• IUPHAR

OMIM

ICD10/11

UMLS

MedDRA

Genes

DisabilitiesPhenotypes

SNOMED

Terminologies

OD
ODrugs

GARD

E
NTBT
BTNT

…

Frequency
Severity

Temporality

Frequency
Dx criterion

Pathognomonic

Causality
Susceptibility

Modifier

…



www.orpha.net

Orpha.net

Orphadata.org

Ontologies

API

Orphanet
knowledge
database

www.orphadata.org

Different media for different users

http://www.orphadata.org/
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http://www.orpha.net/
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A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1 in 2000 cases) 

SYNONYMS

ORPHAcode

PREFERRED TERM

DEFINITION

1.1 WHAT IS THE ORPHANET NOMENCLATURE?
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Signs and symptoms



Genetic information
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Orphanet Disability

Functional consequences
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1- For professionals
- Disease summary
- Emergency guidelines (2007)…
- Anesthesia guidelines
- Clinical Practice Guidelines  (AGREEII)
- Guidance for genetic testing
- GeneReviews …

2- For patients, families and general public

3- For medical-social sector
Disability Factsheets : (2013)…

Other selected texts

Multiple languages

Quality assessment
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Emergency guidelines
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Catalogue of expert services
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FSMR
ERNs
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Vivre avec une maladie rare en France

https://www.orpha.net/orphacom/cahiers/docs/FR/Vivre_avec

_une_maladie_rare_en_France.pdf

https://www.orpha.net/orphacom/cahiers/docs/FR/Vivre_avec_une_maladie_rare_en_France.pdf
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Scientific and political RD news
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Tutorials
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THANK YOU!

ana.rath@inserm.fr


