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 \/zacné nemoci (rare diseases, RD) jsou definovany
prevalenci méné nez 5 pripadu na 10.000 osob (v
Evropé).

* Definice Evropské komise: zivot ohrozujici Ci
invalidizujici onemocnéni s velmi nizkou prevalenci,
které vyzaduje zvlastni péci

* Pro zjisténi epidemiologickych charakteristik
diagnostiku i |écbu je nutné jasné pojmenovani a
presné vymezeni (definice) kazdého onemocneéni.
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* Mezinarodni klasifikace nemoci (MKN-10) jako
Siroce pouzivana klasifikace pouzivana pro sbéry
dat ve zdravotnictvi neni pfi pojmenovani

(vymezeni) jednotlivych vzacnych nemoci
dostatecné podrobna.

* Jeden kod MKN-10 zahrnuje casto vice RD. Priklad:

E70.8 - Jiné poruchy metabolismu aromatickych aminokyselin

= 11 rUznych onemocnéni:

Blue diaper syndrome, Carnosinemia,

Encephalopathy due to hydroxykynureninuria,
Formiminoglutamic aciduria, Histidinemia, ...

www.rd-action.eu



orphanet
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* Pvodné francouzsky narodni projekt, nyni
mezinarodni konsorcium, podporené evropskym
projektem RD-action.

* Provozuje rozsahly informacni portal o vzacnych
nemocech a orphan drugs

e Obsahuje cca 7000 jednotek (nazvl) vzacnych
onemocneéni. Ke kazdému onemocnéni navic
seznam synonym nebo zkratek. U vetsSiny jednotek
je k dispozici encyklopedicky popis, odkazy na
literaturu.
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orphanet
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e Recommendation on Ways to Improve Codification for
Rare Diseases in Health Information Systems (2014):

... Clenské staty EU MSs by mély zvazit zafazeni
Orpha codes (terminy Orphanetu a jejich jednoznacné
kodovani) do svych narodnich zdravotnich informacnich
systému (sbért dat ve zdravotnictvi) a prozkoumat
udrzitelnost a potrebné zdroje pro tento krok. Kodovani
vzacnych nemoci by meélo byt zarazeno do Narodnich
planu pro vzacna onemocnéni.
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Orphanet jako komplexni informacni zdroj, mimo
seznam vzacnych onemocnéni obsahuje:

* Orphan drugs
e Laboratore, testy

 Specializovana
centra

e VVyzkumné projekty a
klinické studie

Pacientské
organizace

* Experti a instituce
* Registry

www.rd-action.eu

orphanet

The portal for rare diseases and orphan drugs
i Inserm  ** g
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Access our Services

Inventory, classification and
encyclopaedia of rare diseases, with
genes involved

Assistance-to-diagnosis tool
Emergency guidelines
Inventory of orphan drugs

Directory of medical laboratories
providing diagnostic tests

Directory of expert centres

Rare diseases are rare, but
rare disease patients are nu

-17
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Search a disease Ll

Directory of ongoing research projects,
clinical trials, registries and biobanks

Directory of patient organisations

Directory of professionals and
institutions

Newsletter

Collection of thematic reports:
Orphanet Reports Series
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* Pomucka pro diferencialni diagnostiku —
vyhledavani nemoci dle priznaku

e Doporucené postupy pro neodkladnou péci u
vybranych vzacnych onemocnéni

* OrphaNews — pravidelny prehled novinek o
vzacnych onemocnénich, 2x mesicne, anglicky,
francouzsky a italsky

* Orphanet Journal of Rare Diseases - recenzovany
Casopis (IF 3.36)
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Definované cile EUCERD: Podporit spravné
klasifikovani a kédovani vzacnych nemoci

* Pomoci s pripravou 11. revize Mezinarodni
klasifikace nemoci (MKN-11) tak, aby bylo zajisténé
podrobné kédovani vzacnych nemoci a jejich
vhodna klasifikace v ramci revizniho procesu
definovaného WHO.

* Podporovat pouzivani nomenklatury Orphanet ve
zdravotnickych informacnich systémech a
predevsim v narodnich ulozistich dat o vzacnych
nemocech.

* \Vzajemné odkazovani s jinymi terminologickymi
systémy, napriklad s UMLS and HPO
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Cross referencing terminologii RD
zalozeny na terminech Orphanetu

* Kazdy termin (nazev vzacného onemocnéni) je proaktivné

navazan na terminy jinych systémua MKN-10, Snomed CT,
HPO, OMIM, MedDRA, MeSH

* Odkazy vytvoreny a pravidelné aktualizovany v INSERMu

tymem Orphanet

. . Marfan syndrome

ORPHAS58

Synonym(s): MFS

Prevalence: 1-5/10 000
Inheritance: Autosomal dominant
Age of onset: All ages

ICD-10:
OMIM:
UMLS:
Me SH:
MedDRA:

Q&7 4
194700 [~] 610168 [7]

C0024796
D008382
10026829

www.rd-action.eu




Free access data from Orphanet

orphanet

Home
About Orphadata
Catalogue of products (Academia)
Catalogue of products (Industry)
How are the data produced?
About Orphanet
Access Orphanet][—]
Contact

FAQ

Freely accessible datasets

Disorders, cross referenced with other nomenclatures new!

Orphanet classifications

Phenotypes associated with rare disorders
Disorders with their associated genes
Linearisation of disorders

Orphanet Rare Disease Ontology

Spargl ENDPOINT

Documentation

orphadart

Welcome to Orphadata

The mission of Orphadata is to provide the scientific community with a comprehensive, high-guality and

freely-accessible dataset related to rare diseases and orphan drugs, in a reusable format.

e, ® POIEA Ogohadata poskytuje
d

Users from Academia can

veskery datovy obsah
Orphanetu ve forme
stazitelnych souboru

the catalogue  (hitpJA
information.

Users from Industry can
please see the catalogue

infarmation.
Far mare information on Xl

See "How the data are pro

dalsi

Freely-acct

e Terminologii s krizovymi
odkazy, klasifikace a mnohé

Orphane
Classifications

referenced
with other
nomenclatures

ENDPOINT
(beta)

disorders

Inearisation

of disorders




ORDO

Orphanet Rare Disease Ontology

Summary Classes Properties Notes Mappings Widgets

Details

ACRONYM
VISIBILITY

BIOPORTAL PURL

DESCRIPTION

STATUS

FORMAT

CONTACT

HOME PAGE
PUBLICATIONS PAGE
DOCUMENTATION PAGE
CATEGORIES

GROUPS

www.rd-action.eu R @

ORDO
Public

http: / / purl. bicontology. org f ontology/ ORDO

The Orphanet Rare Disease ontology (ORDO) is jointly developed by Orphanet and the EBI to provide a structured vocabulary for rare diseases capturing
relationships between diseases, genes and other relevant features which will form a useful resource for the computational analysis of rare diseases. It
derived from the Orphanet database (www.orpha.net <http:/ /wwow.orpha.nets) , a multilingual database dedicated to rare diseases populated from
literature and validated by international experts. It integrates a nosology (classification of rare diseases), relationships (gene-disease relations,
epiemological data) and connections with other terminologies (MeSH, SNOMED CT, UMLS, MedDRA),databases (OMIM, UniProtkB, HGMC, ensembl,
Reactome, IUPHAR, Geantlas) or classifications (ICD10). The ontology will be maintained by Orphanet and further populated with new data. Orphanet
classifications can be browsed in the OLS view. The Orphanet Rare Disease Ontology is updated monthly and follows the DBOD guidelines on deprecation of
terms. It constitutes the official ontology of rare diseases produced and maintained by Orphanet (INSERM, US14).

Production

* Terminologie Orphanetu je
et dostupnad také ve formé

strukturovaného slovniku —
Biomedical Resources, Health, Humar O nto I Og|e’ ” O R D O “

http: / fwwow. orpha. net

T
» *
* *

* *
*oyn




Orphanet Rare Diseases Ontology
(ORDO)

e strukturovany vycet vzacnych onemocnéni, se
vzajemnymi vztahy, vztahy ke genum

e ve spolupraci s European Bioinformatics Institute

* vazby na jiné terminologie: — MeSH, UMLS,
MedDRA, MKN-10

* vazby na jiné databaze: — OMIM, UniProt, HGNC,
Ensembl, Reactome, IUPHAR, GeneAtlas

http://www.orphadata.org/cgi-bin/inc/ordo_orphanet.inc.php
http://bioportal.bioontology.org/ontologies/ORDO
http://www.ebi.ac.uk/ontology-lookup/browse.do?ontName=0rphanet
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LORD * LORD je vyhledavaci a vizualizacni

nastroj pro prochazeni termint

Orphanetu s odkazy na databaze

Online Mendelian Inheritance in Man

(OMIM) a Human Phenotype

Ontology (HPO)
|

=

LORD is a visualization tool of Orphanet data enriched with genotypic (OMIM) and phenotypic (HPO) data.

o) ®
]@’ACH CN




LORD - piiklad vyhledani terminu Marfandv snydrom

Marfan syndrome orrPHA number: 558  +

Classification

e e
wrpnang

Rare eye disease
Rare circulatory system disease
Rare systemic or rheumatelogic disease

Rare developmental defect during
embryogenesis

General information

Orohane

Synenyms: MFS

Type: Disease

Point prevalence: 1-5 /10 000 (Euvrope, \alidated)
Inhertance: Autosomal dominant

Age of onset: All ages

Further information

AR AEATAM- A Nt s=la T =
omi 2487 UU MARFAN ST NLURUINE

Description

Syndromic myopia
Syndromic keratoconus
Lens position anomaly

Connective tissue

disease with eye

involvement
Malformation syndrome
with connective tissue

imvolvement

Marfan and Marfan-

related disorder

Rare disease with

thoracic aortic

aneurysm and aortic
dissection

Source -

CRPHAMET » CIM-10+ MeSH» MedDRAw | COMIM -+ UMLS »

Groups of involved sig

e e

AL

Ancmalies of cartilages, joint
penarticular tissue

ns

s and

Anomalies of the abdominal wall

Marfan syndrome type 1

Anomalies of eyes and vision

Marfan syndrome
Marfan syndrome type 2
Anomalies of teeth and dentition
[ T USSP SUSEY [PPSR -SSR A | EAP— |
Legend:
Group of diseases
Disease
Subtype
Genes Source »
FEM1 (fibrillin 1)
TGFBR2 (transforming growth factor, beta receptor |l (T0/20kDa))
Signs Source -

Sections -

A heritable disorder of fibrous connective tissue, Marfan syndrome shows striking
pleictropism and clinical vanability. The cardinal features occur in 3 systems--skeletal,
ccular, and cardicvascular (McKusick, 1972; Pyeritz and McKusick, 1975; Pyeritz, 1993).
It shares overlapping features with congenital contractural arachnodactyly (121050, which

Very frequent :
« Pes planus
« Arachnodactyly
» Muscular hypotonia
« Disproportionate tall stature
« Dilatation of the ascending acrta
» Skeletal muscle atrophy
« Striae distensae

Frequent :



Shrnuti

* Pro popis vzacnych nemoci nestaci hlavni terminy
masove pouzivanych
terminologickych/klasifikacnich systémut (MKN-10)

» Specialné pro popis vzacnych onemocnéni existuje
terminologicky systém v ramci projektu Orphanet

e Cca 7000 jednotek vzacnych onemocnéni, sestavovano
na zakladeée sledovani EBM literatury

 Mapovani na jiné vyznamné terminologické a klasifikacni
systémy a databaze — provazani informaci

* Doporuceno expertni radou EK
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Klinické klasifikace a jejich pouziti v ceském zdravotnictvi I.
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Pfeklad termint Orphanet
do ¢eského jazyka

MUDr. Miroslav Zvolsky
Magr. Dalibor Slovak
Oddéleni klinickych klasifikaci DRG
Ustav zdravotnickych informaci a statistiky CR
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Preklad terminl Orphanet

* Na zakladé dohody s konsorciem Orphanet

* Vicefazovy proces:
* VVyhledani odbornych ekvivalentl v Ceském jazyce

* Sjednoceni terminu editorem (preferovana slova a
obraty, jednotné postupy, ,Cisténi“)

e Ovéreni expertem na vzacna onemocneéni (ovéreni
spravnosti terminu)

* Finalni uprava editorem

* \/lystupem seznam terminu (nazvl onemocnéni) a
jejich synonym ve strukturované podobé
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