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L'action d’Orphanet, base de
données internationale des
maladies rares
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La pyramide des maladies rares

Expertise
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The portal on rare diseases and orphan
drugs

« Rare diseases are rare, but rare O rp h anet we bSite | n
disease patients are numerous » num b ers

Access our Services * 47,5 million pages viewed

* More than 12 million PDFs
downloaded
» | o | w | 8

* Over 9 million visitors from 232
Inventory, classification Inventory of orphan Directory of patient Directory of

| and encyclopaedia of drugs organisations professionals and cou ntries
| rare diseases, with institutions
genes involved

g 1 p & M

Directory of expert Directory of medical Directory of ongoing Collection of thematic Student 18%
centres laboratories providing research projects, reports: Orphanet Education/ |

diagnostic tests clinical trials, registries Reports Series

and biobanks

communication2%

Health professional

48%
Health care manager

/ policy maker 1%

Portail web international et multilangues indusry 2
Pour un pUbliC Varlé Research 3%

Patient/ family/
patient organisation
22%

orphanet fir Inserm waw orpha.net




Donner un nom a chaque maladie: nomenclature ORPHA

Rare matshabc dssass
Metzholic dis=aza imvoiving complex molecules
Permeisomal disesse
Xdinked
Adrenoleukedystrophy, X-linked, cersbral form
Adrenomyeinnesropathy ‘

Adrenoleukadystrophy, ¥-linked, cersbel form
Admenomysioneeropathy

remeecrroe | i — " T'" Rare neumlogic dssase
R e

Adrenomysloneeropathy ‘

insufficency
Benedic chronic primeary adrensl insufficiency
X-linked
Adrenoleukodystrophy, ¥-firked, cersbral fom _.‘

www.orphadata.org
"]
orco-” ¥
®

Orphanet Rare Disease Ontology
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Catalogue de services

E orphanet @ Help  ® Contactus EN Y

The portal for rare diseases and orphan
drugs

| "Rare diseases are rare, but rare

2,537 patient organisations disease patients are numerous |
, 21,791 professionals referenced in the database
ss our Services l
»- <0 = ]
- Inventory, classificaton Inventory of orphan Drectory of patent Directory of
and encyclopaedia of drugs and
rare dseases, with nsttutons
genes mvolved
B S| & L]
Directory of expert Drectory of medical Drectory of ongoing Collection of thematic
centres iaboratones prowdng research projects. f?ons hanet
dagnosic tests cincal tnals, regss! leports Senes
and bmanxsw\

Q Search a dise

7,230 expert centres

1,856 Research laboratories
2,475 Sites conducting ongoing research projects

. > S : : on 1,637 diseases
1,676 M I t ted t ’

676 c?dlca a.bora or!es Sy .dlagn05|s 2,455 Sites conducting ongoing clinical trials for 666
42,982 diagnostic tests linked to 4,464 diseases disaacae

and 2,954 genes 744 Patient registries
621 Mutation databases
142 Biobanks

Figure 12 Directory of expert services*
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Le portail des maladies rares et des médicaments orphelins

Menu. ™ Support the Orphamizer.  Help. The Orphamizer

Features. Diseases. Ontology. Patient's Features.
4 (=5 ORGAM ABNORMALITY

E Abnormal cellular phenotype i |

4 =7 Abnormality of blood and blood-formi News *®

4 =] Abnormal bleeding

[+ [ Abnormal onset of bleeding This is Orphamizer
=| Abnormal umbilical stump bleg

HPQ. Feature. « Modifier. Num diseases.

- Orphamizer and used data updated on April 18th, 2017
- This tool is maintained and developed by Sebastian Kéhler, Peter Robinson, and the
E Bleeding with mincr or ne trau Orphanet team
= - This tool is funded by the HIPBI-RD project
=| Cephalchemat e
& Gephalohematoma - The algorithm used is BOOQA.
> [ Epistaxis

|=] Excessive bleeding after a ven
E Excessive bleeding from superficial cuts

=| Bleeding requiring red cell tran

=| Gingival bleeding
[ [ Internal hemorrhage
=] Menarrhagia
[=] Oral cavity bleeding
=| Persistent bleeding after trauma
[ (7] Prolonged bleeding following procedure
=] Prolonged bleeding time
[ 7] Subcutaneous hemorrhage
[+ 7] Abnormal thrombosis
[+ 7] Mbnormality of bone marrow cell morphology
[+ [_] Mbnormality of coagulation
[ [_] Abnormality of leukocytes
[ (] Mbnormality of thrombocytes
|=] Extramedullary hematopoiesis
[ [C7] Hematological neoplasm
[+ [ Abnormality of connective tissue
[+ [_] Abnormality of head or neck
[ [_] Abnormality of limbs
[ (7] Abnormality of metabelism/homeostasis
[ [ Abnormality of prenatal development or birth
[+ 7] Abnormality of the breast
[+ 7] Abnormality of the cardiovascular system
[+ 7] Abnormality of the digestive system
[+ [_] Abnormality of the ear
I [~]Abnormality of the endocrine system
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Décrire chaque maladie avec ses phénotypes

00
eoe
eoe
Oy

orphanet

environ 6,000 maladies rares HPO phénotypes

Fréquences Criteres diagnostiques

Obligateoire (100%) Pathognomonique

57,635
annotations

Tres fréquent(99-80%) Critére diagnostique
Fréquent (79-30%)

Occasionnel (29-5%)

Tres rare (1-4%)

Absent 0%

Annotations

Relayées par
faites par
Orphanet

Orphanet et
HPO
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Base de connaissances

 Mettre ensemble les pieces du puzzle
— Autour de la classification Orphanet des MR

* Fournir des données intégrées et
- phenotype

réutilisables |
— Orphanet Rare Disease Ontology (ORDO) ”

disease

* Promouvoir l'interopérabilité y ,
Orao
¢

— Passerelle entre le soin et la recherche
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e’ Aider a résoudre le puzzle

Research

Health Information Registries/Cohorts

System (EHRs)

Orphanet central
nomenclature Terminologies

ICD10/11

Phenotypes UMLS

-3 MedDRA
Q@eoe O
o 1022l SNOMED
-\@ <o
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INITIATIVE

Guides et outils
Codification
& exploitation
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. DATA AND POLICIES

. FOR RARE DISEASES
®

www.rd-action.eu

orphanet

Workpackage

orphcmet

Workpackage
5

Codification

Workpackage
6

Policy

I:-‘Eﬂ European
s;.osd Reference
og0' Networks
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g@w World Health
&% Organization
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Politiques EU
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Guides
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Coté recherche

SolveE&

o). European o333 European
. "":t Refefence WP1 WP2 WP3 A -":':i Refetl’::snce
SER il UNIQUE RD NOVEL MOLECULAR || CHANGING PATIENT S~ Betyeocka
o PATIENTS AND CAUSES LIVES: TRANSLATION 3”;C°"I":D
ove
S PHENOTYPES TO THE CLINIC causes
4 core ERNs v Added value
of Multi-
Stag_ ‘_a 2 STEP 3 omics
e ag:ﬁ':"al STEP 1 Reanalyse exomes and s strategies
o - - genomes ¥ Novel match-
e Q UDP of It_aly and Collect Clinical utility making tools
2 A ‘\ Spain phenotypes v Lorge
‘ e .. : .. STEP 4 standardised
.. Tan ) RD cohorts
& o) ‘ INPUT Novel molecular
@ 3 8 v C""icr":! . strategies INFRA-
SPEnIEE Bl STEP 2 STRUCTURES
isti STEP 7
Z?: h.:i:fiwd New phenotype v Bespoke tools
g STEP 5 Towards therapy for HPO
concepts patterns based
v Advanced Functional analysis phenotyping
research
cohorts of v Solve-RD
unsolved RD Models and
cases Mechanism
v Phenotypes Network
and WP4 BIOINFORMATICS AND KNOWLEDGE MIANAGEMENT ¥ Value of new
Genotypes diagnostic
v Biomaterial WP5 ENGAGEMENT AND IMPACT care pathway
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L'action d’Orphanet, base de données internationale des maladies rares
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