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/ - Database mission

* Provide information on available tests in
Europe

e Ensure reliability of information

* Promote quality




Content of the database
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y -~ '{'rectory of services

April 06 | Aug 07
Clinical testing
. Number of labs 964 1,208
. Number of tests 11,464 15,557
. Number of diseases 1,102 1,458
Clinics
. Number of clinics 1,911 2,907
Support Groups
- Number of support groups 1,243 1,696
. Number of diseases 1,704 2,568
Professionals
- Number of professionals 6.44°7 0872




EuroGenTest partnership




a

y -~ EuroGentest purpose

* To structure, harmonize and improve the overall
quality of genetic testing services

* To support the accreditation/certification of clinical
labs

* To facilitate the organisation of EQA schemes

* To provide guidelines for genetic testing services
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P}ﬁn/c:iples of the collaboration (1)

> Total collaboration in the field of
Information

» Shared database of labs

» Accessible from both websites
» Online questionaires

» Responsibilities:

« Orphanet: data collection: clinical labs activity
« EuroGentest: validation of accreditation//EQ;tX”
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Principles of the collaboration (2)

« Accreditation/Certification : collection of data about
the Quality Assurance system of clinical labs

 EQA (External Quality Assessment) : collection of
data about the participation to external quality control
schemes during the past two years

* Licensing : collection of data about the legal
autorisation for providing different genetic testing.
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SERVICES AUX :

Malades
Professionnels
Associations
Industriels
Grand Public _

Orphatems Eurape
Orphaens France

A propos d Orphanet
Maladies rares

Médicaments orphelins
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Recherche d'une maladie

[Recharcher

Liste slphab&tique des maladies

muwn.

MISSION D'ORPHANET

ORPHANET est un serveur d'information sur les maladies rares et
ts

hize en garde

Nous visiter =
Contact =
Commander Fannuaire =
Glossaire =
OrphaSchool 4
Encyclopédie o
Grand Fublic
Les Cahiers d Orphanet 4
Cartes de soins et
d'urgence
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les médi phelins en libre acces pour tous publics.

L'objectif "'ORPHANET est de concourir a I'amélioration de la
prise en charge et du traitement des maladies rares, quelles
soient d'origine génétique, auto-immune ou infectieuse, qu'il
s'agisse de cancers rares ou de maladies sans diagnostic précis.

ORPHANET offre des services adaptés aux besoins des malades
et de leur famille, des professionnels de santé et des chercheurs,
des associations et des industriels.

Enregistrez
votre activité

ACTUALITES

Ca"nquelo AnS

Oorphanet ..,

Oiphanet féte ses 10 ans (pdf)

Appel d'offres : |abellisation et
financement de centres de
1éiérence pour la prise en charge
desmaladies rares

Inventory of Community and
Member State's incentive
measures to aid the research,
matketing, developpement and
Zuailability of orphan medicinal
products

uidelin lini
small populations

| trialsin
Liste compléte des centres de
1&térence labellisés

Lespremiéres sartes"maladies
1ares" disponibles

Communigués de presse
Orphanet

Plan maladies rares

Commander
lannuaire :

elle

de qraupée

srohanet
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ORPHAN

RARE
DISEASES DRUGS

SEARCH

Disease NameIType a disease 0K

RARE DISEASES

> Information abcut 8 disease
* Alphadetical ist

> Classificatons

> Disgnostic assistance

> The Orphanet Journal of Rare
Diseases

> About rare ciseases

* Rare diseases poicies

RESSOURCES DIRECTORY

> Cinics
> Reference centres
> Cinical lsboratories

> Information about an crphan drugs:
> List of orphan drugs

> Cinical trisls

> Register your cinical trial

» About orphan drugs

EVENEMENTS
CALENDRIER DES XXVillime séminsite | 2nd EPPOSI Value of | Fifth Intemstional
EVENEMENTS ds sardiologie Innovation Woikshop ; | Alkaling Fhosphatase

MALADIES RARES 22:23 22:23 janvier 2007

A16-19 mai

mars 2007 (France)
Aide | Charte | Pages statiques

(Irande)
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AIR FRANC "" i)

2007 (France};

Ha- f#AFM L]

L@

ORPHANET 10 years of services to rare diseases PARIS 15 February 2007

HEALTH POLICY

> About rare dseases

> About orphan drugs
> The Rare Diseases Task Force

EDUCATION TOOLS
> Trainng sessions

> Glossary
> Educatien Tools

cLINICS CLINICAL
LABORATORIES

RESEARCH

ACTIVITIES GROUPS

OTHER SEARCH

> Orphan Drugs > Support Groups
> Research activities > Clinics.
> Clinical laboratories

Improve the quality of

medical care for Rare Diseases.
Provide adapted services to
the rare diseases community.

PROFESSIONAL

EDUCATION
DIRECTORY TOOLS

2228
3433
1381
7919
20000

About Orphanet) Contact us
Services for professionals Services for patients
» Classifications of rare Giseases > Informaticn about a disease
* Dagnostc assistance > Patient encyciopsedia
» Professonal encyciopaeda » Clnics
> The Orphanet Journal of Rare > Particpate in cinical trials
Dseases » Cinical studies now recruting
> Emergency Guideines > Support Groups
* Powerpoint presentations ~ Contact cther patents/famies
> Newsietiers > Traning sessicas
> Register your activey * Glossary
> OrphanXchange > Newsletiers
Services for support groups Services for industry
* Register your support group * OrphanXchange
Support Groups > Orphan Drogs
> Véebste assistance, > Cinical trisls
crestioahosting > Newsletiers
» Newsletiers » Register your cinical trial
—_—

> Newsletters > Events | conferences
> Press releases > About Orphanet

<\
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7m EWOSJ wor\.s'-oo oo
Partnerng for Rare Disease
Therapy Development, Madrid
26-27 October 2008

usu valﬂ Cw-onon
Inventory of ncestive Measures
for O'pn-n Medicnal Products
uEu EURORDS Posticn Paper
©a Embeyonic Stem Cell
Research & Theragy

e —
THE ORPHANET JOURNAL OF
RARE DISEASE

> Access the journal
> Submit a paper

ORPHANET IN COUNTRIES

[
Bulgaria
Croatia
Cyprus
Czech Republik

Denmark Morocco

Partner access

“\tanet | Rare Diseases | Orphan Drugs | Clinics | Clinical Laboratories | Research projects | Clinical trials | Support Gy




/I(ew features of the database....

e Classifications of rare diseases / Search facility
— by medical area
— by mechanism
— by gene
— by main clinical expression
— by etiology,
— by prevalence
— by mode inheritance pattern
— by age at onset




/I(ew features of the database....

e Information on clinical laboratories
— Quality manager
— Accreditation
— Certification
— Licensing
-~ EQA
— Genes tested
— Networks/Reference labs




(note :the question asked was : serach on "cutaneous mastocytosis’) (List of classification)

2 Entries

Type of classification : Expert
Metcalfe DO.Classification and diagnosis of mastocytosis: current status. J Invest Dermatol. 1991 Mar,96(3):25-45

Mastocytosis [
Indalent mastocytosis (2
cutaneous mastecylosis
urticaria pigmentosa (3
Diffuse cutaneous mastocytosis [)

(note : exemple :chick on +)

Type of classification : Expert

Valent B, Horny HF, Escribano L, Longley BJ, LI CY, Schwartz LB, Marcne GNunez R, Akin - C,Sotlar K Sperr WR, Wolff K,
Brunning RD, Parwaresch RM, AustenKF, Lennert K, Metcalfe DD, Vardiman JW, Bennett JM. Diagnostic criteria and classifi-
cation of mastocytosis a consensus proposal Leuk Res, 2001 Jul25(7):603-25

Mastocytosis [3]
cutaneous mastocylosis [3
Urticaria Plgmentasa &)
Diffuse cutaneous mastocytosis £
Mastocytoma of skin &

(note : we show the children of the term which is search, ar

its parents.

What we didn't sobeed yet is the fact that we are able to

knaw if the children have chikiren themself (and so we cot

decide to show or not a '+ ; f not, we will always show a '+
link to Disease map)

note there are the complete classification :
- Metcalfe DO. Classfication and diagnosis of mastocytosis: current status. J Invest Dermatol. 1991 Mar;96(3):25-45 :

mastocytosis
Indolent mastocytosis
cutanesus mastocytosis
urticaria pigmentosa
Diffuse cutaneous mastocylosis
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Orphanet users

Survey of May 2007




Orphanet Worldwide

4 Synthése géographique I
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Website Users

Website Users
| Patients, friends,

W Teachers and and families
students 29.8%
10.8%

B Communication
professionals
1.6%

@ Other health
professionals
8.3%

W Paramedics W Other users
8.8%

4.6%

W Pharmacists

1.3%
O Rare disease
M Biologists experts
2.5% 4.4%
W Private

practitioners O Hospital physicians
8.1% 19.8%




/ " Areas for collaboration

e Exchange of files diseases/genes/OMIM

— for quality control

* Survey of tests not available in Europe

— If so provide information on labs from other regions of
the world

e Difficulties:

— GeneTest register already many European labs
— Difficulties up to now to match the tests

— Cross referencement of databases
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