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Objectives \‘\

* Have an overall knowledge on what Orphanet
IS

* How to access Orphanet tutorials
* Know how to search by disease, by gene

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

e Know how to find a collection of texts for a
given disease
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The RD pyramid

Expertise
Diagnostic suspicion
Means to diagnose: NGS..

Knowledge
Diagnostic suspicion
Diagnosis

Awareness
Knowledge

Awareness
Knowledge

orphanet

Diagnostic suspicion?

Research Integrated ata for research

Phenotype-Genotype

Assistance to diagnosis

Find an expert

www.orpha.net




What is Orphanet? \‘\

* Orphanetis a knowledge base both for healthcare and for
research.

* Orphanet collects, integrates, produces and disseminates
added-value information and data in the field of rare
diseases.

— expert-reviewed,
— manually curated and
— integrated to other resources.

 Orphanetis the reference for the nomenclature and
classification of rare diseases (the only specific resource) and
has a normative role in this domain.
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. DATA AND POLICIES
FOR RARE DISEASES
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Give a name to each disease : ORPHA nomenclature

Rare metshobic dssase
Metzholic dis=aza imvoiving complex molecules
Permeisomal disesase

Adrenoleukadystrophy, ¥-linked, cersbel form
nomyeinneuropathy
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Rar ulogie desase

insufficency
Benedic chronic primeary adrensl insufficiency
X-linked
Adrenoleukodystrophy, ¥-firked, cersbral fom _.‘
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Orphanet Rare Disease Ontology
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Orphanet European knowledge base for R

Encyclopaedia Epidemiological

data

Prevalence

Age of onset

Age of death

Rare disease Orphan designations

nomenclature

Orphan drugs

Directory of resources

ﬁm@hmﬁm -

Classifications

Clinical signs

Inheritance

Disability facts
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orphanet Q| search a disease @ Help B Contactus EN

The portal on rare diseases and orphan
drugs

Providing information

Audience Overview 1 Jan 2016- 31 Dec 2016

« Rare diseases are rare, but rare

All Users
disease patients are numerous » .
Access our Services o S
/
e& % ' P=rre S Er=—n
3' e Visitor 8 Retuming Visise
Sessions Users Page Views
Inventory, classification Inventory of orphan Directory of patient Directory of 13,601,381 9,428,827 47,499,248
and encyclopaedia of drugs organisations professionals and —_— | |
rare diseases, with institutions
genes involved Pages/Session g, Session Durstion Bounce Rate
— 3.49 00:01:28 0.99%

Ve &

L1

% New Sessions.

68.66%

Directory of expert Directory of medical Directory of ongoing Collection of thematic
centres laboratories providing research projects, reports: Orphanet . e .
diagnostic tests clinical (tinglsb re?(lstnes Reports Series I n te n a_t| on a_I , Mu |t| I N g u al we bS | te
and biobanks

Intended to a multi-stakeholders audience

orphadata

Free access data from Orphanet

orphanet

Providing data

Sunday, 19 March, 2017 \\ °
1€
Home \ onles
<
Welcome to Orphadata %
About Orphadata /&es
The mission of O provide the high-quality and
Catalogue of products (Academia)
250000 freely to rare ci \d orphan crugs, in a reusable format.
Catalogue of products (Industry)
How are the data produced? The epidemiclogical dataset is now available by request only.
Users from Academia can obtain access for free via signature of a data transfer agreement, please see
200000 About Orphanet the catalogue i) for more information
Acosss Orghanalis] Users from Industry can obtain access for a yeariy fee via signature of a data transfer agreement, please
see the catalogue (1tip dust for more
150000 Gontact information,
FAQ For more information on X! format files, see the user's quide.
See "How the data are produced”
100000 Freely accessible datasets Freely-accessible dataset
Disorders, cross referenced with other nomenclatures new!
50000 Orphanet classifications omm refersﬂcsd Clas
. g{ P et
Phenotypes associated wih rare lisorders
Disorders with their associated genes
0 > heir
Linearisation of disorders ENg':g']NT 3&;‘:‘;3;9“ s
2012 2013 2014 2015 2016 Orphanet Rare Dissase Ontology

orphanet
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orphane

Orphanet in numbers

i

3573 7135

Genes Expert centres

&5
3367

Laboratories

A freely accessible site available in 7 languages
47 million pages viewed in 2016

12 million PDF documents downloaded in 2016
An IRDIRC Recognized Resource

Rare disease summariesin 11

languages
4,089 English
3,314 Italian 21,791
3,299 French 7,230
3,159 German 2,537
3,074 Spanish 1,676
1,182 Portuguese 42,982
663 Dutch 1,856
167 Finnish 2,475
647 Polish 2,455
424 Greek 744
103 Slovak 621
142

20739

Professionals

hil:
VALY

Diseases

6,084 rare diseases with unique identifiers : ORPHA numbers
3,715 genes for 3,566 rare diseases

2,630 diseases indexed with HPO terms

5,299 diseases annotated with prevalence/incidence data

Directory of expert resources in 40
countries worldwide

professionals

expert centres
patient organisations
medical laboratories
diagnostic tests
research laboratories
research projects
clinical trials

patient registries
mutation databases
biobanks

Data from Oephanet 2016 Actwty Report

41644

Daily visitors

'w.orpha.net
R 000



The Orphanet Network
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Orphanet users

Other 4% t

Student 18%

Education/
communication2
%

Health

ofessional 48%
Health car

manager /
maker 1

Industry 2%

B First visit
Research 3%

= Over twice a year
= Qver twice a month

m Over twice a week
Patient/ family/

patient
organisation 22%

Enquéte 2018; n = 5131

"I Inserm WWW-Orphﬁ\-net

7 mars 2018
T
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Orphanet provides information and data to a global audien

Origine géographique 6 sept. 2013 - 6 sept. 2015

Toutes les sessions
100,00 %
Orphanet
Synthése géographique

Récapitulatif

http:i/www.orphadata.org - hitp:iwww....  Accéder 3 ce rapport

www .orphadata.ong

8 aolt 2014 - 7 sept. 2015

Orphadata
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A common language across fields &8

HUMAN VARIOME
PROJECT

Care
Health Information

Research

System (EHRs) Registries/Cohorts

Orphanet central
nomenclature Terminologies

ICD10/11
HGNC

OMIM . res:
T Phenotypes BIELJINES UMLS
Reactome .
Ensembl (i) = MedDRA
Genatlas
Ll#al ot npo SNOMED
@CON

www.orpha.net
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Different applications for different use

B orphanet Q| smnassene [ [ v 0 < T

The portal on rare diseases and orphan
drugs

« Rare diseases are rare, but rare
disease patients are numerous »

: 3 T_‘r_ 3
) “ [ w | 8
orphadata , m::’ CHY

orphanet
== : - [
- Rare Diseases With Their Associated J ,E / & L1
Genes .’ (' bt Té'."“ (1%:;%’ C?“",s:“‘";“ 3'&"“",“,,‘:," orphanet
and §

oo e e i

m ' Orphanet Orphanet
database Report Series e S :
= =] ; T et

List of rare diseases and synonyms

Listed in atphabetical order

Ontologies

HPO & ORDO
Ontological
Madule

www.orpha.net
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Give timely emergency recommendations

Fiche de régulation pour le SAMU * 9, va
R (nshisM sb smotbny2) nehisM ::

P

DISPONIBLE SUR

P> Google play

iy s e ot

unoh

Disponible sur
D App Store

@
19 fonerdqiO nom | BeONeRIY. | enoiiefiuencd  eeibsisM

2015 414000
2014 390000
2013 340000
2012 200000

2011 jead 67000

2010 kad 37000
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Provide information to health-social sector

Accueil »Maladies rares >Handicap

Maladies rares. . = .
Rechercher une maladie et ses conséquences fonctionnelles
Recherche
Outil d'aide au 3 . o e .
diagrostic [Nom demaiedie [ crercher |
s G r p ane ISADIIITIes
Génes.
| Handiap | S
Encyclopédie pour tout Numéro ORPHA
public
Encyclopédie pour Fréquent
Orphanet Urgences Temporalits En
Sousces/prockaives, ORPHA:861 Syndrome de Treacher-Collins Acauérir e langags Limitation permanente Léger
Les limitations d'activité/restrictions de participation sont décrites avec le Thésaurus Or e P Non spécifie
Fonctionnement, dérivé et adapté de la ificati i i du Handic
Santé - Enfants et Adolescents (CIF-EA, OMS 2007). Linformation fournie est estimée sur I'ense S'exprimer en langage non verbal Limitation permanente Non spécifié
population de patient: prie charge spécifique et/ou symp'
prévention et prophylaxie, aide technique et assistance humaine, soins et aides). Les cont Manger Limitation permanente Modére
fonctionnelles sont présentées par ordre de fréquence dans la population des patients. Ces inf
générales peuvent ne pas étre pertinentes pour un cas précis. Certaines difficultés rapportées ici ¢ Gérer ses motions et son humeur Limitation permanante Modéré
produire avec une temporalité ou un degré de sévérité différent, et d’autres qui ne sont pas listée
néanmoins étre rencontrées. métier (Formatian ! ‘acouisition Modéré

[

v Pertede capecité

Temporalité E

Ecouter Limitation permanente Mod
Ecouter Retard d'acquisition Sivi
Acquérir e langage Retard d'scquisition Mod
Apprendre blire Retard d'acquisition Lége
Apprendre alire Umitation permanente Lege
Apprendre 3 écrire Uimitation permanente Lege
Lire. Retard d'acquisition Lége
Ecrite Retard d'acquisition Lége
Recevoir un message parlé Limitation permanente Mod
Recevoir un message parlé Retard d'scquisition sévi
Recevoir un message écrit Retard d'acquisition Léae
Parter Limitation permanente Lege
Parfer Retard d'acquisition Séw
Ecrire un message Retard d'acquisition Lése

en miliew orginaire

Suivre des &tudes supérisures. Retard d'acquisition Modére

Assuter un travail émaners en miliay orcinsire Limtation permanznte Mosére

Participer & la vie en communauté Limitation permanante Naon spécifié

Pratiquer ou assister & ges activités artistiques et culturelles Limitation permanente Non spécifié

Voyager Limitation permanente Nan spécifie
Occasionnel

T e

Regarcer Limtation permanente Non specifie
Ecauter Reterd discauistion Leger L
<o Sing i A,
o . Ny Ftargg O Calling

Ecouter Limitation permanente Sévere %S o, s weo

by e ung e g

L ; o
Recevair un message parlé Retard dacquisition Léger g,y ey, .::snc,»;:y:”’lﬂe Sty Tl
linegy di

i o
Recevair un message parlé Limitation permanente Sévers b_’""'q U

ity 2oty i Niaitsy,
Motricits Rmtard dimcrpaisition Liger gy, iy e " gy

Saracsge 8% 1 e T
Rester eveills e —— Non specifie e oy gl
ne e 5,
B ” 1
Accompiir ses taches professionnelies Limitation permanente Modeére :f" 5 Phoeay g, J‘ gy
U g T ang, e,
T » )
Rencontrer ses amis Limitation permanente Nan spécifié Fetygy, I"""n i e "
rt
DY s e by,

Non spécifie

Limitation permanente

Pratiquer un spart

Facteurs environnementaux

=Cette section présenta les facteurs de fenvironnement importants A prendre en considération o' améliorer
e fonctionnement ou limiter les restrictions liés a la maladie.

Aliments.
* Erigy, b E Biras, it
foge . ony iy ® om,
Intensité sonore Phuxpi et il S o G Pén'e,,,e-a fitre,
e " 5
[ e 84 % dey g, Nide, e by
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i nformations complémentaires Bitatogg SSivieg "’:u:;u,, a2 131, 2]‘
fistracy; "Strazy), 3 e, g, " Aty
R T L Salemeng o due
Bucpe Pirry e gy Ehbag, . R day
Plus d'information ServicggfBociaux spécialises B I
Pitlating Hiction o UEEE by, Rt o it Bhinrsire,

> de nuaire Eurodis

maladies

> A

> Focus Handicap
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FOCUS
HANDICAP

“=timserm  OrohQNEt

Focus Handicap

arphndmet

VIVRE AVEC
UNE MALADIE RARE

Vivre avec une maladie rare

DISPONIBLE SUR Disponib|e sur
P> Google play D App Store

SCHEMA NATIONAL

d'organisation sociale & médico-sociale
pour les handicaps rares

2014 - 2018

orphane: @ CNSA

Plaquette CNSA



Tutorials

ohanet

A, ;

orpnane: Orphanet Tutorials #
63 abonnés

-

ACCUEIL

2 YouTube

Vidéos enligne  TOUT REGARDER

nomenclature Orphanet

un géne sur Orphanet Search for a disease Search for a gene ‘ What is the Orphanet
des maladies rares 7

using Orphanet using Orphanet nomenclature
of rare disorders.

3 \ b | E\
;— - —-

'} 4 - i « (g ([
4 Lorphanet 4 Lorphanet E3 i ornonanat

B el i B
Qu'est-ce que c'est la Comment rechercher une Comment rechercher un Search for a rare disease Search for a gene using What is the Orphanet
nomenclature Orphanet des maladie sur Orphanet géne sur Orphanet using Orphanet Orphanet nomenclature of rare
70 vues + il y a 3 mois 507 vues * il y a 3 mois 137 vues * il y a 3 mois 1,6 kvues * ilya 11 mois 405 vues « il ya 11 mois 477 vues + il y a 11 mois
Sous-titres Sous-titres Sous-titres Sous-titres Sous-titres Sous-titres

Playlists créées

un géne

-
-

Comment rechercher des How to use the Orphanet
informations sur le site website

Orphglﬂet www.orpha.net




Orphanet at the service of healthcare and research
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