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Objectives \‘\

* Have an overall knowledge on what Orphanet is
 Know how to search by disease, by gene

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

* Know how to find a collection of texts for a given disease
 How to find expert services and research
* How to access Orphanet tutorials
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The RD pyramid

Undiagngseq Research | Integrated data for research I

Expertise

Diagnostic suspicion Diagnostic tests
Means to diagnose: NGS...

Knowledge .
Diagnostic suspicion Best practice

Diagnosis

Awareness Find an expert

Knowledge

Diagnostic suspicion?
Awareness Information
Knowledge
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2OFDh999t Orphanet’s missions

Improve the visibility of RD by providing a common
language across healthcare and research systems

(ORPHAcodes)
@ Provide high-quality information and
N expertise on RD

Contribute to generating knowledge

% —> piecing together the parts of the puzzle for better
understanding of RD

OFDhOD et IIHI !nserm www.orpha.net
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Orphanet, added-value knowledge base for health and research
[ Guaeines J avstacts Fracsheers | pubtea

Incidence

Practical genetics

Encyclopaedia Epidemiological
data Prevalence

Age of onset

Rare disease Orphan designations
nomenclature
Orphan drugs

Directory of resources

Clinical signs (HPO) Registries & biobanks
ST Inheritance
Disability facts

e | S8

Patient organisations

Reference rare disease nomenclature
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orphanet

- WHAT IS THE ORPHANET NOMENCLATURE?

[ A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1in 2000 cases) ]

G rou p 9,318 Clinical entities

Clinical definition:

- 2,175 Groups
Disorders are clinically . - 6.162 Disord
homogeneous entities described DISOI'CIEI' :B S l;:m =
in at least two independent Sub type - 961 subtypes

individuals, confirming that the
clinical signs are not associated
by fortuity.

"Classification level"

= — __
A =Ll — -~
ENG FR ir DE m ML PG PL
Comprehensive, standardized, evidence-based, interoperable, versioned, computable and free

(CC-BY 4.0)
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How many patients suffering from RD?

4 ) P easw e
Most (89.1%) Almost all of
of rare thg people
diseases are Wl_th rare
very rare - c(i;sge;zc)a
(prevalence g )
less than g ave one of
1 per 100,000) the 390 most
W, p_revalent
= % of RDs diseases
(more
m % of patients (max) common than
# % of patients (min) 1 per
0 — - : ) . : - - k 100,000) j

< 1/1 000 000 1-9/1 000 000 1-9/100 000 1-5/10 000

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

*Based on 68% of prevalent RD based on EU definition

| )
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A common language across fields

Care Research \?_0'@‘&» €))
Health Information Registries/Cohorts/Bi @;gf.?»““
System (EH RS) obanks HTJM:N‘I:A.I:I:HE
elixir
Orphanet central
Causality Lore Oata

Suscentibility nomenclature
Modifier

Resource

Terminologies

\
Frequency

GeneS: Dx criterion

¢ HGNC Pathognomonic

* OMIM

Frequency

Severity
Temporality

\ ICD10/11

1
1
1
1
1
1
1
* ensembl i
¢ Genatlas : GARD
Proteins: Phenotypes ! Disabilities
¢ UniProt :
Pathways: 1 UMLS
¢ Reactome 1
Targets & compounds: :
¢ |IUPHAR MISADRA

SNOMED
www.orpha.net
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Different media for different users

Orphanet
knowledge
database
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an W60 official partner of UNESCO
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FREE DATASETS POWERED BVOVth'\PL
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Resource

Eﬁ/\r’; 5
ORPHADATA ONTOLOGIES
POWERED BY Orphanet

DATASETS AVAILABLE ON REQUEST
POWERED BY Orph(]'ﬁe\'

@CG

www.orphadata.org
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http://www.orphadata.org/

& network of 42 countries in Europe and beyond
& freely accessible website available in B languages
45 million pages viewed in 2020

orphanet

Directory of expert resources in the

Orphanet netwerk

28,480 Professionals referenced in the

database

2,743 Patient organisations

8,249 Expert centres
1621 Medical laboratories dedicated to

diagnosis

44,356 Diagnostic tests
3003 Ongoing research projects

Ongoing dinical trials

894  Patient registries
273 Mutation databases

m—.n'-: wﬁmsmn Cwphanet 1P Acthaty Rance, deishas comient in
Inserm
@

@ &.8 million PDF documents downloaded in 2020
=t Orphanet & ORDO - IRDIRC Recognized Resources and
Tl HVP Recommended Systems
0 + Orphadata - An ELIXIR Core Data Resource
o
Diseases
© 6,171  rare disorders with unique identifiers : ORPHA codes
c 5730  genes linked to 3,795 rare disorders
© 4,065  disorders annotated with HPO terms
. 5,822  disorders annotated with point prevalance data
C
[4}] Rare disease summaries in 13
E languages
6,603 English
o 4079  French
Q 5358 Spanish
@ 4,472 Italian
) 3,558 German
© 4,709 Dutch
_n_ 1,160 Portuguese
© 1,248 Polish
420 Greek
i ;
253 Russian
@© 166 Finnish 4,602
D 113 Japanesa
103 Slovak

Jenven X550

www.orpha.net
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Safari  Fichier Edition Présentation Historique Signets Fenétre Aide

@ orpha.net - N¢) ® d +
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The portal for rare diseases and orphan drugs

www.orpha.net

"Rare diseases are rare, but rare disease
patients are numerous "

Access our Services

»-

Inventory, classification and
encyclopaedia of rare

diseases, with genes involved

9

Inventory of orphan drugs

o,
=
Directory of patient
organisations

Directory of professionals and
institutions

1%

Directory of expert centres

’

Directory of medical

&

Directory of ongoing research

L]

Collection of thematic reports:

laboratories providing

projects, clinical trials,
diagnostic tests

Orphanet Reports Series
registries and biobanks ok

Q Search a disease

Ex

COVID-19 & Rare Diseases orphanet

Find expert recommendations and services, including those provided
by European Reference Networks, concerning COVID-19 and rare diseases,

ORPHANET IN NUMBERS -

Around 1,5 million visitors per month from 236 countries

42 % health professionals

35 % patients, families and support groups

As well as researchers, industry, policy makers, students
Most appreciated products: disease summaries, clinical signs,
epidemiological data, classifications, and disability data®

- 46 million pages viewed

- 10.4 million PDFs downloaded

O r p If- - Visits from 236 countries

SENR

* Annual Orphanet Users’ Survey February 2020
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Rare diseases

» Search

> Clinical Signs and
Symptoms

» Classifications

» Genes

> Disability

> Encyclopaedia for patients

> Encyclopaedia for
professionals

» Emergency guidelines

Research and trials
> Research projects
> Clinical trials
> Registries & biobanks

> Platforms

o4
Orphan drugs

» Search

202
Patient organisations
> Patient organisation

> Federations/Alliances

> Helplines for personal
queries

H

Expert centres and
Networks
> Expert centres
> Networks of expert centre

> European reference
networks

Professionals and
institutions
» Institutions
» Professionals
> Network of experts
» Get in touch

Diagnostic tests

> Laboratories

> Diagnostic tests

L1

Other information

> Quality charters

> About orphan drugs

> About Orphanet

> About rare diseases

> Orphanet Reports series
> Orphanet Tutorials

> Orphanet procedures




a orphanet

orphanet

ED

Epidemiology:
5,804 diseases annotated with point prevalence
data

Natural history:
5,303 diseases annotated with mode of
inheritance
6,198 diseases annotated with age of onset ™
—
ey
onpmenen]  Achondroplasia o

Brvsans delirbns

a1
Sramyreas Aanstimel Wesealsl  dkis BODEISD
genee 101300 woio QA e

oumi oo e 18606453
]
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The Orphanet
encyclopaedia
contains the
following summary
texts:

5,893  English

Mappings:

6,847 diseases mapped to ICD-10
4,609 diseases mapped to OMIM
4,745 diseases mapped to UMLS
1,148 diseases mapped to MedDRA
1,731 diseases mapped to MeSH
3,756 diseases mapped to GARD

Genes:

5,544 genes linked to 3,856 rare diseases

5,539 genes interfaced with HGNC

5,037 genes interfaced with OMIM

4,955 genes interfaced with Genatlas

5,064 genes interfaced with UniProtkB

5,498 genes interfaced with Ensembl

779 genes interfaced with IUPHAR-DB
|| 4,147 genes interfaced with Reactome

i

SESERNSSENT 2,207 diseases interfaced with a
Dagrears mathady
msmo ooz Pubmed guery

st e s s AT,

3,842 diseases indexed with HPO terms
(clinical signs)

| B85 clinical entities indexed with CIF-
derived terms

4,072 French
5091 Spanish
3,825  [Italian

-| 6,197 external links for 4,081

diseases

In-house produced texts: 122 articles for
the general public in French, 103

3,301 German
3,773 Dutch

1,163 Portuguese -gency guidelines in French, lated
1,252 Palish in German, English, Spanish, Italian, !
421 Greek Portuguese, and Polish. B0 Disability [ P
o G0N ¥ Burmrmary gt 3 T gt

245 Russian factsheets in French [rmans | —

L ==y | iehsitald
166 Finnish B e 20
113 lapanese oy
103 Slawvak Link to external RD literature |1

527 Review articles

727 Clinical genetics reviews
468 Clinical practice guidelines
154 Guidance for genetic testing
1,679 General public articles

293 Emergency guidelines

Figure 7 The disease database content as of January 2020

LN FRCel > B @ Heip W Print B Contactus BNV

www.orpha.net
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orphanet

m WHAT IS THE ORPHANET NOMENCLATURE?

[ A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1in 2000 cases) ]

7/ Suggest an update

I_I @ni—Bickel syndrome PREFERRED TERM
=
S - ( Disease definition ) DEFINITION

A rare glycogen storage disease due to a deficiency in solute carrier family 2, facilitated glucose transporter
member 2 and characterized by hepatorenal glycogen accumulation leading to severe renal tubular dysfunction

E and impaired glucose and galactose metabolism.

i !nserm

ORPHAcode

[=———
& 1C0-10: E740
Glycogen storage disease
Ouficlency UMLS: C3495427
Frevalence: Unknown MeSH -
Glycogen storage disease due to Inhertance: Autosomal recessive GARD: 2268

Ageofonset Infancy, MedDRA: -

; SYNONYMS
orphanet i Inserm WWW.orphaet ...
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Rare diseases

Search

Clinical Signs and
Symptoms

Classifications

Genes
Disability

Encyclopaedia for
patients

Encyclopaedia for
professionals

Emergency guidelines

Sources/procedures

Signs and symptoms

Help
Orphanet provides a clinical description of rare diseases using a set of clinical signs and symptoms
(phenotypic abnormalities).

This description, based on cases published in biomedical literature, uses the phenotypic abnormalities
referenced in the Human Phenotype Ontology (HPO).

Each phenotypic abnormalities are presented by order of frequency of occurrence in the patient population

The frequency in the patients’ population can be :

- always present: 100%

- very frequent 99%-80%
- frequent: 79%-30%

- occasional: 29%-5%

- rare: 4%-1%

The phenotypic abnormality can be defined as one of the following :

- Pathognomonic sign : a sign whose presence indicates that a particular disease is present beyond any
doubt. The absence of this sign does not exclude the possibility of the presence of the disease, but the
presence of the pathognomonic sign affirms it with certainty.

- Diagnostic criterion : phenotypic abnormalities noted as « diagnostic criterion » are those included in
established sets of criteria to establish the diagnosis of a particular disease having been published ina
peer-reviewed journal.

- Exclusion criterion : phenotypic abnormalities noted as « exclusion criterion » are those that are always
absent in a particular disease and therefore exclude its diagnosis.

. human
)Y “i)) henolype

ntology

ORPHA:2331 Kawasaki disease

The phenotypic description of this disease is based on an analysis of the biomedical literature and uses the
terms of the Human Phenotype Ontology (HPO). Phenotypic abnormalities are presented by order of
frequency of occurrence in the patient population, then by alphabetical order inside each frequency group.

Diagnostic criterion*

Fever HP:0001945

Glossitis HP:0000206

Cervical lymphadenopathy HP:0025289
Cheilitis HP:0100825

Conjunctivitis HP:0000509
Palmoplantar erythema HP:0025493

Skin rash HP:0000988

* Phenotypic abnormalities noted as « diagnaostic criterion » are those included in established sets of criteria to establish the
diagnosis of a particular disease having been published in a peer-reviewed journal.

Clinical signs and symptoms

Very frequent

Cervical lymphadenopathy HP:0025289

Cheilitis HP:0100825




Search

Clinical Signs and
Symptoms

Classifications

Genes

Disability
Encyclopaedia for

Genetic information

orphanet

| Version 01 | April 2017

-

FBN
*) mandataory field
* Gene name or symbal Disease name
MIM number [Gene) MIM number (disease)
FBNT - fibrillin 1

Synanym(s) :asprosin,
Marfan syndrome,
MASS, OCTD, SGS

Pravious symbaols and
mames :FBM, MFS1.
WMS, fibrillin 1 {(Marfan
syndrome)

product

Chromasamal location :

15q211
OMIM: 134797
HENC: 3603

UniProtKB: P35555

Genatlss: FBN1
Ensemii:

ENSGOO000166147

IUPHAR-DE: -
Reacfome: P35555

LOVD: FBN1

Type: gene with protein

patients

Encyclopaedia for
professionals

Emergency guidelines Diseases list

Sources/procedures » Disease-causing germline mutation(s) in Acromicric dysplasia ORPHA:S63

» Disease-causing germline mutation(s) in Familial thoracic aortic aneurysm and acrtic
dissection ORPHA:51387 ~

» Disease-causing germline mutation(s) in Geleophysic dysplasia ORPHA:2623 ~

» Disease-causing germline mutation(s) in solated ectopia lentis ORPHA1885 -

» Disease-causing germline mutation(s) in Marfan syndrome type 1 ORPHA: 284963

» Disease-causing germline mutation(s) in Neonatal Marfan syndrome ORPHA: 284979 «

» Disease-causing germline mutation(s) in Progeroid and marfanoid aspect-lipodystrophy
syndrome ORPHA:300382 ~

» Disease-causing germline mutation(s) in Stiff skin syndrome ORPHA: 2833 ~
» Disease-causing germline mutation(s) in Weill-Marchesani syndrome ORPHA:3443

? Candidate gene tested in Glaucoma-ectopia lentis-microspherophakia-stiff joints-shaort
stature syndrome ORPHA:2084

* Candidate gene tested in Shprintzen-Goldberg syndrome ORPHA:2462

www.orpha.net www.orphadata.org
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b ? Rare di ?

Search for a disease and its functional conseguences Fu n Ct ion a I con Seq u en Ces

Rare diseases .
| Treacher
*) mandatory field

* Disease name

Search - Orphanet Disability

Clinical Signs and
Symptoms

ORPHA:B61 Treacher-Collins syndrome

Classifications = Activity limitstion/participation restriction s described according to the Drphanet Functioning Occasioasl " Insory,
Thesaurus, derived and adapted from the International Classification of Functioning, Disability and Tempo 5
G Health - Children and Youth (ICF-CY, WHO 2007). The provided informaticn is assessed from the 0 o YNdrom,
enes whole patients’ population affected by the disease, receiving standard care &nd management Seeing/watching Permanent limitation Unspecified " oncesen. o ¢ Meach
[specific andlor and devices and aids, care Sang gy Kl o T COffiy
and support]. Functional consequences are organized by their freguency in the patients’ Hearing/listening Permanent limitation Severe dos O"’Q’fe: q'es “""We Moy
Disability population. This general information may not apply o specific cases. Some difficulties reparted e, gy OO S
here can accur with a different temporality or saverity degres, and others that are not listed can Heexing/listaning Acquisition delay Low 2

nevertheless arise.

Enc\fclﬂpaﬂdia for Receiving spoken messages Permanent limitation Severa
patients

+ Loss of an abilty Rieceiving spaken messages Acquisition delay Low

Mater skills Acquisition delay Low

Encyclopaedia for - o N o P o
pmfegginna]g Staying awake Permanent limitation Unspecified * g o ‘-"«nrg.n”utl/g“_,"“_ # Sverg

Performing professional tasks Permanent limitati Moderate g M st gy
E ideli Hearingfistening Permanent limitation Moderate arming prafessiona manent mitatien = e g o e
mergenc ldelines Socializi Permanent limitation Unspecified i g3 e g S e
gency gu Hearing/listening Acquisition delay Severe e - i oL Wos 4, R a8 g P,
95 up, i, : g g
- o Practicing sports Permanent limitation Unspecified oy o) s cop b o PPt 7
SOUI’CESI‘DT{]CEE'LI res Acquiring language Acquisition delay Moderate 0 By Lo iy
£ o 2 kg 1
Learning to read Permanent limitation Low um:,,,w S S i ot b,
Pt 1 infe
Environmental factors Vit o ey
Learning to read Acquisition delay Low ) . . . S gy S . Oy g
nvironmental fa sed In order to improve the . ,,,’,:':" S & gy ,:”: o
Learning towrite Permanent limitation Low b’:["::: ¢ i e S G g,
Sl . Oy 50 e € ity
. . Ol o815 Mg, YOS rag O a
Reading Acquisition delay Low oo e it o o e, T,
i ,, s
Writing Acquisition delay Low P——— " 5 teqgarFomey
ound intens| tion, o
L S U g o e e,
Receiving spoken messages Permanent limitation Moaderate c e o L (g3,
e = Sound quality 7 e g e o1 (0 .
e it o
Receiving spoken messages Acquisition delay Severs sy ¢ i o 40 13015
Receiving written messages Acquisition delay Low Source: Pr Marie-Paule VAZQUEZ[Expert]_Pr David GENEVIEVE[Expert]_Pr Frangoise
DENOYELLE[Expert]_Associstion Coline{Patient organisation]
Speaking Permanent limitation Low Last update: 02/06/2015
Speaking Acquisition delay Severa
Wiriting messages Acquisition delay Low ‘ Additional information
Further information Specialised Social
Services
» Diseasels)/group of
diseases ¥ Eurordis directory

> Article for general public
> Disability factsheat

31/05/2017 > Ginica sgnssna .




Other selected texts

1- For professionals

- Disease summary
- Emergency guidelines (2007)... Quality assessment
- Anesthesia guidelines

- Clinical Practice Guidelines (AGREEII)
- Guidance for genetic testing

- GeneReviews ...

2- For patients, families and general public Multiple languages

3- For medical-social sector
Disability Factsheets : (2013)...

OI’DhC/],"A et Il“' !nserm www.orpha.net



Emergency guidelines

Numéros en cas d'urgence
|

] s g Ve (19T e o By

Centre national de référence Maladies cardiaques héréditaires
B I‘
| ionen g e 20 ramogrrmen s vt
i T T R Iy

F Leenhardt
| Marjume parteuliere w ur J

Unité de Rythmologie, service de Cardiologie - CHU Paris-Nord-Val-de-Seine
Poy, Héopital Bichat-Claude-Bernard - 46, rue Henri-Huchard - 75018 PARIS
log Tél.: 0140 2577 92

Permanence USIC cardiologie
Tél. : 01402574 66

Centres de référence ou de compétence :
www.orpha.net

Centre de réfe des bles du rythme
Service de Cardiologie

Professeur Vincent Probst

CHU de Nantes - Tél. : 0240 16 57 14

iaque génétiques

Centre de référence des troubles du rythme héréditaire
Service de Rythmologie

Profi Philippe Chevali
Hopital Cardiologique de Lyon - Tél. : 04 72 35 76 89

Filiére de santé maladies rares :
Filiére nationale de santé Maladies cardiaques héréditaires

Cardiogen

www.orpha.net




COVID-19 & Maladies Rares orphanet

Des recommandations et des services d'expert, y compris ceux fournis
par les Filieres de Santé Maladies Rares (FSMR) et les Réseaux Européens
de Référence (ERNSs), concernant le COVID-19 et les maladies rares sont
disponibles en plusieurs langues.

orphanet

i Insq

orphaNewse Q sear

European Union Institutions, Bodies, and European Reference Networks

Agencies
READ
READ
Learned Societies Patient organisations
READ READ

Expert networks outside of Europe

READ

Il COVID-19 et maladies rares en France

Le Gouvernement ouvre |a vaccination aux
patients vulnérables a trés haut risque a
compter du 18 janvier

Filieres de Santé Maladies Rares (France)

READ
READ
Sociétes savantes (France) HAS
READ READ
BNDMR Fondations
READ READ
Associations Ressources (autres)
READ READ



Catalogue of expert services

. orphanit

The portal for rare diseases and orphan

Figure 9 Directory of expert services (January 2020)

orphanet

drugs
* Rare disease:
2,669 Patient organisations — > :,';,m but mv ]
27 377 Professionals referenced in the database
\hﬁ\iﬂw
v
. -"q‘.' ' Dwwcnwy of
s T ———"
& | M
* ongong ot S it St
e .::.m -
8,508 Expert centres
2,134 Research laboratories
3,508 Sites conducting 3,194 ongoing research
5 ¥ 0 projects on 2,073 diseases
1f654 AMedlcaI [soacetorien dwcloated o 4,697 Sites conducting 3,385 ongoing clinical trials
diagnosis for 1000 diseases
45,274 diagnostic tests linked to 4,988 785  Patient registries
diseases and 5,118 genes and 1,883 266  Mutation databases
panels of genes 168  Biobanks

!nserm

www.orpha.net
T TIEEERERS



maladies rares

Centres experts
et filieres /
réseaux

Centres experts
Filigres / Réseaux

Cartographie des

filiéres

Réseaux de référence
européens

orphanet

FSMR

Accueil >Centres experts et filiéres / réseaux > Cartographie des filiéres
Cartographie des filiéres

Le Ministére de la Santé a labellisé 23 Filiéres de Santé Maladies Rares afin d'améliorer la coordination des structures
concernées par un ensemble cohérent de maladies rares. Chaque filiére regroupe des Centres de Référence Maladies
Rares (CRMR) qui peuvent étre mono-site et ce site unique est « site coordonnateur » ou multi-sites avec un « site
coordonnateur » et un ou plusieurs « sites constitutifs » complémentaires. Le pilotage des filiéres est assuré par un «
animateur » désigné en son sein.

| Toutes régions 4| | Toutes les Filieres s/
| Centres Experts + | Tous les types de centres L2l
Plymouth Belgique
Plan  Satelite 9 oo R 99 Francfort HH
awee (el /Z{\ 7 \ o
{
9 RURNmbIMEGS a7 Thirant
Guernesey Q A s T
‘eltiie: Jersey
9. e
R*s ! Augsbourgo p
R ) AR, ) ® n_j”"Zuoch v
j Liechtenstein
Q ( Suisse 9
France e
i Rochelle eneve o
Linges  Clermony Ferrand, s
e Milan Vérom
Gasc Banux
gt 08 B840y 8
Génes b ke
o+
mQ.se Mov’elliev ge _ o
Glj
Bl < SR venoc smse%uen Mal\gile -re
00gl1€ | oviedo Bilbaoo o) ogle, |

Q Site ' Sits * filiere

Centres experts et

filiéres / réseaux

Centres experts
Filigres / Réseaux

Cartographie des
filigres

Réseaux de référence

européens

Aceue > enires experts exTieres  reseaux ae
Réseaux de référence européens

Les réseaux de référence européens aident les professionnels et les centres d'expertise nationaux a partager leurs
connaissances.

Les réseaux de référence européens doivent :
> appliquer des critéres définis par I'UE pour les maladies nécessitant des soins spécialisés

>servir de \tres de recl t de traitant des patients venus d'autres Etats membres
> garantir si d ibilités de soins

Informations complémentaires :
> Site web de la Commission Européenne :
https: eL opean_reference_networks_fr
> Site web RD-ACTION : http://www.rd-action.eu/european-reference-networks-erns/

| Tous les ERN + | | Tous les Pays + | | Toutes institutic v
Norvige """"“ 4
Plan  Satellie ' ' ' ' 19

v Vo

Moscou
Mogma

Whar Nowe

Turquie

Google

4 sy
je, INEGI, OF

' Institution ERN ' Coordonnateur ERN

H !nserm

www.orpha.net
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Vivre avec une maladie rare en France

Fa % L v ot
Les Cahiers _d’Orphanet 4;;-_4‘

Série Politique de santé

- “ Law p— -
[ S B e
mw Frovadaras -
\ ‘ Décembre 2020 —
ra—
i rphanet Report Series
Nphanes heport
1}

Vivre avec une maladie rare
en France

Aides et prestations

pour les personnes atteintes de maladies rares
et

leurs proches
(aidants familiaux/proches aidants)

https://www.orpha.net/orphacom/cahiers/docs/FR/Vivre_avec
~==it Incerm =2 ™ _une_maladie_rare_en_France.pdf

OI’DhCJ,"/\et Iml !nserm www.orpha.net



https://www.orpha.net/orphacom/cahiers/docs/FR/Vivre_avec_une_maladie_rare_en_France.pdf

orphanet

Scientific and political RD news ™

Q Search Subscribe v EN

‘\
orphaNews

The newsletter for the rare disease community ®

“Epir, Or,
. . ORIAL p
h * mmun\t\j 4 Mo, Editor; La h hc‘!\l W
Or e ase Cialites defap, Veaures o faf ew S / S Fr
re dis Yare, ane Ctter 4 Ance
or for the 1a R r a0y
nte . res
he “ews\ett 7 ACTtta. .. . el e, anet (F]
Q Ricerca Iscriy SO
of 30 March 202 Editio, dy
£dition Avril 39 '
orphaNews iaia 21 :
La newsletter di Orphanet ()
¥ Eqj
toriay
ial < aplight
- Editor® 1 Key HigH i
é .
TORIAL o pisease P NemeeMatj,,
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s oot Maladies
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