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● Portal about rare diseases and orphan drugs.

● Originaly a French project, currently European with 
other countries joining (Canada, Japan...)



http://rd-code.eu

What is “rare”?
● rare disease, rare disorder, orphan disease

● Definition of European comission: lifethreatening or 
invalidizing disease with low prevalence, which needs 
special care

● Evropean Union: „less than 5 out of 10 000“ = 1 : 2 0001

● USA: „less than 200 000 inhabitants of USA“2 ≈ 1 : 1 590

● Japan: „<50 000 inhabitants of Japan“ ≈ 1 : 2 500

● Even when they are rare, there are many of them (about 
7-8 thousand). In developed countries 6-8% of 
inhabitants suffers f některou ze vzácných nemocí1.

● 1) Regulation (EC) No 141/2000

● 2) Rare Diseases Act of 2002 (PUBLIC LAW 107–280—NOV. 6, 2002)
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What else Orphanet offers?
● ≈ 6000 rare diseases

– ≈ more than half with encyclopedia article

● classifications

● orphjan drugs – in all stages of development

● directories:

– expert centers

– diagnostic and genetic labs

– patient support groups
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Orphanet Rare Diseases Ontology (ORDO)

● in cooperation with European Bioinformatics Institute

● structured list of rare diseases, with references and links to 
genes

● references to other classifications/nomenclatures:
– MeSH, UMLS, MedDRA, MKN-10

● references to other databaeses:
– OMIM, UniProt, HGNC, Ensembl, Reactome, IUPHAR, 

GeneAtlas

http://www.orphadata.org/cgi-bin/index.php#ontologies
http://bioportal.bioontology.org/ontologies/ORDO
https://www.ebi.ac.uk/ols/ontologies/ordo
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Orphacode

● Orphacode, Orpha number

● unique identifier for specific disease

● peer review

● updated monthly

● also for diseases not included in ICD-10 or 
SNOMED CT

● freely available, without any licence
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ICD-10 vs. Orphacode
● Marfan syndrome:

ORPHA:558 (ORPHA:284963, ORPHA:284973 and more)

Q87.4

● Ehlers-Danlos syndrome:
ORPHA:98249 (and another 15 subtypes)

Q79.6

● Loyes-Dietz syndrome:
ORPHA:60030
Q87.4?
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● seznam vzácných onemocnění
● epidemiologická data
● klasifikace
● nemoci a příznaky
● tezaurus příznaků (slovník synonym)
● nemoci a geny

● seznam vzácných onemocnění
● epidemiologická data
● klasifikace
● nemoci a příznaky
● tezaurus příznaků (slovník synonym)
● nemoci a geny
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Orphadata

● Data in XML and JSON format

● Classification is available in:
English, French, German, Spanish, Dutch, 
Italian, Portuguese, Polish and Czech
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Czech translation

● 2016-2017, Department of Biology and 
Medical Genetics, 2nd Medical Faculty of 
Charles University and University Hospital 
Motol

● 3-4 times a year – newly added diseases, 
corrections

● This year – revision of previous tranlsation by 
experts in specific fields



https://slg.cz/vzacna-onemocneni/
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Links & contacts

MUDr. Marek Turnovec

marek.turnovec@fnmotol.cz

Orphanet

www.orpha.net www.orphanet.cz

Society for Medical Genetics of Czech Medical 
Association of Jan Evangelista Purkyně

www.slg.cz slg.cz/vzacna-onemocneni
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Exercise

● SLO (Smith-Lemli-Opitz syndrome)

● Kartagener syndrom

● tetrasomy of X chromosome

● morbus von Recklinghausen

● neuroblastoma

● Scimitar syndrom 

● alfa-thalasemia

● Fanconi anemia

● Kabuki make-up syndrome

● Freeman-Sheldon syndrome
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