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Orphadata.com

Ontologies

APIs

Orphanet data are used to provide services

Access to datasets

Applications 
(diagnosis, …)

Studies (health economics, 
epidemiology…)

Data analysis tools
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GSD due to GLUT2 
deficiency

Other terminologies: 

SNOMED-CT

Orphadata Science: building interoperability for RD

epidemiology
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Comprehensive, standardized, evidence-based, interoperable, 

versioned, computable and free (CC-BY 4.0)

RU TURCHN

Systematic, standardized data collection allows

for data exploitation
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Orphanet in the RD research ecosystem

• To give visibility to RD (and ERN) 
research

• Provide computable reference
data

• Tools for researchers, data sources 
and funders, within EU funded
projects

• Structured catalogue of projects, trials, registries, biobanks, 
infrastrcutures, orphan designations and drugs … 

• Orphanet Report Series

• ERN clinical research platform 

• Orphadata: data and tools

• Phenotypic-based variant prioritisation

• PCOMs repository

• Funded research analysis platform

• Semantic mapping services 
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RD research ecosystem: 
From a heterogeneous, non-interoperable, scattered resources landscape …
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…to the RD Virtual Platform: a network of federated resources

https://vp.ejprarediseases.org

Decreasing fragmentation

Increasing interoperability

Increasing RD-readiness

through

Harmonisation

Standardisation

in a flexible way:

Common methodologies

Multipe technical

solutions

https://vp.ejprarediseases.org/
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The future: RD in the data ecosystem

RD

RD
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THANK YOU
FOR YOUR ATTENTION
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Orphadata science facilitates new 
knowledge

OrphaScape: Phenotype-based pipeline for variant prioritisation

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)

3.5 - 5.9% of the population (263 - 446 Million people) worldwide

Global epidemiology

Semantic mapping services

https://github.com/ejp-rd-vp

https://www.nature.com/articles/s41431-

019-0508-0

https://github.com/ejp-rd-vp
https://www.nature.com/articles/s41431-019-0508-0
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https://www.orpha.net/consor/www/cgi-bin/Education_Home.php?lng=EN

Orphanet Report Series

https://www.orpha.net/consor/www/cgi-bin/Education_Home.php?lng=EN


https://rare-research.orphanet.org

Visualisation & analysis of funded research

https://rare-research.orphanet.org/
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ERICA PROMs repository
https://erica-rd.eu/work-packages/patient-centred-research/proms-repository/


