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y ﬂﬁgress report 2008

Data collection in 36 countries

— Algeria,Austria, Belgium, Bulgaria, Croatia, Cyprus, Czech
Republik, Denmark, Estonia, Finland, France, Germany, Greece,
Hungary, Ireland, Israel, Italy, Latvia, Lebanon, Lithuania,
Luxembourg, Malta, Morocco, Netherlands, Norway, Poland,
Portugal, Romania, Serbia, Slovakia, Slovenia, Spain, Sweden,
Switzerland, Tunisia, Turkey, United-Kingdom

Information on quality management

— Accredition, Certification, licensing

— Major differences between countries
Possibility to query by gene
Link to SwissProt and gene databases
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/Cﬁfent of the database

7,110 diseases
1,613 genes linked to 1,283 diseases
8,519 abstracts in 5 languages
713 review articles
1,232 medical labs testing 2,397 diseases
5,222 research projects about 2,197 diseases

1,740 patients organizations linked to 2,605
diseases

3,184 specialized clinics
11,102 professionals
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Three ways earch clinical tests/ laboratories

\ Languages Francaiz | English |Ezpaficl |Deutsch |Italiano |Portuguesze

/ Orphqm et The portal for rare

mserm 5% diseases and orphan
=~ drug

RARE . ORPHAR . CLINICS CLINICAL - RESEARCH . PATIENT . DIRECTORY
DISEASES DRUGS : LABORATORIES AND TRIALS : ORGANISATION

RESOURCES

OTHER SEARCH OPTION({S)
Dizeases !

= Orphan drugs = Patient organjgfitions clinics
Labaoratories
Professionals
= Clinical laboratories > Dir ry of resources  Daily visitors

> Research and trials > Clinics

e rare diseases community

About Orphanet | Quality charter
Register your activity | Support Orphanet

Homepage
Site map
Help
Contact us
Socessibility

IDUCATION

ORPHANET TODAY

F2a2
3017
2838
10136
22558

Services for professionals Services for patients HEWS
Prl:nfessil:unall encyclopaedia = Patient gncvclnpaedig Orphanet's 10th birthay
= RBedistries | databazes = Zearch by sign —Information sbout 2 disease Conference presentstion

= Professionals = Em

i EuroGentest link

= EurnGentest D

highiligghit=:

EC Rare Dizease webpages

C o it oy o i = Mewysletiers | | = _ontact other patients ! families
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€ name

Simple lrch/
b n

N Languages Franceis |EMENERN [Espatiol [Devtsch |Italianc |Portuguese N Languages Francai= |[EREIERN [Ezpafic) [Deutsch [Italiano |Portuquese
Homepage Homepage
orphgm @t The portal for rare S orpham efl The portal for rare Site map
i diseases and orphan ) : Help 1 diseases and orphan Help
!T“_f::"'_ 2 | ES— Contact us nsem o d Contact us
g Accessibility T rugs Accessibility
RARE ORPHAN CLINICS CLINICAL - RESEARCH : PATIENT : DIRELTORY EDUCATION RARE ORPHAN CLINICS . CLINICAL . RESEARCH . PATIENT : DIRECTORY EDUCATION
DISEASES DRUGS ABORATORIES AND TRIALS : ORGANISATION OF DISEASES DRUGS {LABDRATORIES AND TRIALS : ORGANISATION OF
RESOURCES i : : ' RESDURCES
Search E ! i Emergency Search by sign Search Emergency
for patients

guidelines

Homepage » Rare diseases » Search
SIMPLE SEARCH
MECF2

OTHER SEARCH OPTION(S)
= Alphabetical list

| () Dizease name

(&) Gene name or symbol

O Mk number OK
()1ED 10 code

O Crpha number

111 Result(s)

Print EI

Methyl CpG binding protein 2 {Rett syndrome}

Search by sign

Eneyciop i
for patients guidelines

Inserm

s i S
o BTyt

Orphanet | Rare diseases | Orphan drugs | Clinics |

al laboratories | Research projects | Research and trials | Patient organisations

Homepage » Rare diseases w» Search
SIMPLE SEARCH
MECFZ

OTHER SEARCH OPTION(S)
= Alphabetical list

| () Diseaze name

@ Gene name o symkol

) Mitd number Ok
O 1CD 10 code

O Crphis numkber

::5 Result(s) print &

Angelman syndrome

Autism

Mental retardation - progressive spasticity, X-linked

Mental retardation X-linked - psychosis - macroorchidism

Rett syndrome

Inserm

Orphanet | Rare diseases | Grphan drugs | Clinics | Clinical laboratories | Research projects | Research and trials | Patient organisations

" gl




Languages lizh| |Fspsfiol |Deutech |Thalisno |Porbuguese | .

Languages Francais || English |Espafiol |Deutsch |Italiano |Portuguese

Orpham et Humepage
!:__'::“_ 2 | O rp h Qm et Site 't:'nee:E

&5 [ ] Caontact us

RARE ORPHAN CLINICS CLINICAL RESEARCH Accessibility

DISEASES DRUGS LABORATORIES ST ey ¢

CLIMICAL 5 EDUCATION
LABORATORIES

ORPHAMN

oo

CLINICS

D ISEASES

Register your
activity

Search Eurogentest

. Search Regist_ef Wour
Homepage w» Clinical laboratories » Search _ activity
SIMPLE SEARCH Hoemepage » Clinical laboratories » Search
reftsyndrom | © isease name SIMPLE SEARCH OTHER SEARCH OPTION(S}
: = rett-syndrom | (%) Disease name = Search by region

= Search by city
= Search a laboratory

=0K

[ EGiA participating laboratories = Search by professional

[ certified laboratories = Search by licensing

|:| EGa participating laboratories
[ certitied laboratories

17 Result(s Print &

176 Result(s)

Sort by Guality management (@] 0K
Location &)
Sort by g = 0K
Caption : Accredited=M; Certified=0; EQa=A ; Qualty management O
Location &
AUSTRLS WWIEN WAEM Molekulare Diagnos
Martin GEMCIK Caption : Accredited=0; Cerified=0; EQa=A ;
More informat
BEL LR ARTVWERPER EDEGER Malecular disgnosis of Rett syndrome (MECP2 gene)
BELGILM ANTWERPEM EDEGEM Malecular dizgnosi Antwerp University hospital
Artwverp Universit Katrien STORM
(REHEm SR More information
More informat -
BEL UM ARROMDISSEMERNT BRUSSELS Malecular disgnoszis of Rett syndrome (MECP2 gene)
BELGILIM ARROMNDISSEMENT BRUSZELS Molecular diggnosi BRUSSEL Hépital Erasme
BRUSSEL HOOFDSTAD Hipital Erasme q H
HOOFDSTAD Pazcale COCHALL Catherine RYDLEWSK], Jasmine PARML,

Pazcale COCHALX]

More informat More information

BELGIUM ARROMDISSEMENT BRUSSELS Molecular diagnosi BEL LM ARROMDISSEMERNT BERUSSELS Molecular disgnosis of Rett (MECP2 gene)
BRUSSEL HOOFDSTAD Université catholic BRUSSEL Université catholique de Lourain
Mathalie LAY HOOFDSTAD Mathalie LMy
More informat More information
BEL GILIM HANALT GOSSELES Malecular diagnaosi BEL LI HA P& T GOSSELIES Maolecular disgnosis of Rett syndrome (MECP2 gerne)

Click! for more information on this diagnostic test

Karin SEGERS
More information

BELGIUR OOST-YLASNDEREN GHEMT & Molecular disgnosis of Rett (MECP2 gene)
Ghent University Hospital
Kathleen CLAES, Elfride DE BAERE

More information




tiIC test detalls

Diagno

Click! for
‘more information about
this location’

Languages Francais | Emnglish |Espafiol |Deutsch [Italiano |Portuguese

orphanet "Ste ma
l Hel
!:—-“:“_ N ] Eur St Contacteug
Accessibility

CLIMICAL 5 3 PATIENT DIRECTORY EDUCATION

LABORATORIES ORGANISATIO

RARE
DISEASES

ORPHAMN
DRUGS

CLINICS

OF
RESOURCES

Search Eurogentest Register your
activity

Homepage » Clinical laboratories » Search

SIMPLE SEARCH

OTHER SEARCH OPTION(S)
= Search by region

() Gene name or symbol = Search by city

= Search a laboratory
Courtry| BELGIUM 4 S0K

= Search by professional
|:| Accredited laborstories

|:| E2A paricipating laborstaries
[ certified laborataries i

rett-syncrom | (¥) Dizease name

= Search by licensing

:*Molecular diagnosis of Rett (MECP2 gene) int &

Laboratory for molecular genetics Phone: 329 2403603
Center for medical genetics Fax: 3282404970
Ghent University Hospital Wehsite

Ce Pintelaan 185

2000 GHENT

BELGIUM

Director of Pr Paul COLICKE

Mare informations about this location

RELEVANT INFORMATIONS

IN CHARGE OF TEST

Dr Kathleen CLAES, Dr Elfride DE BAERE additional information

> dizeases ()
> gene name or symbol (0]

Quality management
related services

A DNA sequencing ¢ participation 2004
Organised by EMON T

getting involved

A DNA sequencing : participation 2005

Organised by EMON = subscribe to the newsletter

= register your activity

Acocreditation scope

Orphanet | Rare diseases | Orphan drugs | Clinics | Clinical laboratories | Research projects | Research and trials | Patient organisations
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::Laboratory for molecular genetics ——
Center for medical genetics Phone: 32 8 2403603 Type{s): =
Ghent University Hospital Fax: 32 9 2404970 Status : Public hospital
De Pintelaan 18% Wishsite Other services
Q000 SHEMT provided : -
BELSILIM EUGT number : ELIGTEESS694

CONTACTS RELEVANT IHFORMATICNS

Directar of laboratory © Pr Paul COUCKE additional information
Director of departrnent : Pr Anne DE PAEPE

Quality manager : Ms Greta WAk DER CRUTSSEN

Other professionals @ Dr Kathleen CLAES, Pr Paul COUCKE, Dr Elfride DE
BAERE

clinical labarstaries (54)
research projectz (1)
clinical trials (17
registriesidatabases (0]

L

Quality management related services

Acoreditation and EQA participations are walidated by EuroGentest I
[ | Accreditation T T

Accreditation IS0 151589 by BELAC in 2004 (on-going) getting involved

= register your activity
.|

L] certification

certification Government
authorization by Government in 1987 (effective)

EQA

ZF : participation 2004, organised by CF Netwarl:

IZF + participation 2005, organised by CF Networls
D& sequencing ¢ participation 2004, organised by EMON
FRAMA ¢ participation 2004, organised by EMORN

HD : participation 2004, organised by EMOMN

HFE : participation 2004, organised by EMON

HMPCC ¢ participation 2004, organised by EMOMN

i /A% ¢+ participation 2004, organised by EMOR
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Search Eurogentest Register your
activity
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Homepage » Clinical laboratories » Search

LABORATORIES

Languages Francais | English |Esparicl |Deutsch |Italiano |Portuguese

Homepage
Site map
Help

Cantact us
Accessibility

Eur st

CLIMICAL RESEARCH

Quality management definitions:
Accreditation

PATIENT DIRECTORY EDUCATION

cysticfibrosis

\‘

{E} Dizeaze name

{:} Gene name or symbol
Courtry| All countries b
|:| Accredied labaratories

[] EG&, participating lsbarstoris
[] Certified laboratories i |

Certification
External Quality Assessment
Licensing

Simple search: Thiz screen gives access to lists

country and the type of quality management (accre
the quety zone, select additional desired criteria, thy
You may use truncated names. & list of all names m
Search by region: This screen gives access to lis]
geographical area. You must select a courtry and o
Search by city: Thiz screen provides access to lis]
specific city.

Search a laboratory: Thiz screen provides acces
number, optionally restricted to & geographical area
name. The courtry has to be selected first, YWou ma
You may also query a laboratory specialty (instead
registered laborataries which is used by EuroGente
Search a professional: Thiz screen provides acc
field of rare diseaze and f or genetic testing. The gul
Search by licensing: Thiz screen provides acces
(optional), optionally restricted to a geographical areg

Clinical laboratories: listed in Orpbanet are thoze offering a test for the diagnosis of a rare disease or of & group of rare dizeases and thoze
performing genetic testing whatever the prevalence of the dizease. The lists are established in collaboration with Eore Fentest which iz alzoin
charge of the validation of the data on accreditation and on £Q4 (External Quality Assessment) of the laboratories. Data on cedification are based on
zelf-reporting of the laboratories.

The infarmation which is displayed is provided by the sciertists in charge of the activities. They must apply to have their lahoratory activity listed. The
applications are revienwed by the member of the Orphapet scientific advisory boatd of the country in charge of the relevant specialty.

Accreditation is & "procedure by which an authoritative body gives formal recognition that & body or person is competent to carry out specific tasks"
(RS0 GO0, 2000 Quality management systerms — fundamentals and vocabulary).

Accreditation standards related to clinical labaratories (for example, 507151340 place emphasiz on having an effective qualty insurance system in
place, on & commitment to meeting needs of patients and their doctors as users of laboratory services and a need for continuous cycle of quality
improvement at the centre of all policy making a operational decizions. Data on accreditation have been validated by EwroGentestbefore their releasze
on Crphanet

Certification iz a procedure by which a third party gives written assurance that a product, process or service conforms to specific reguirements.
(RS0 000, 2000 Quality management systems— fundamentals and vocabulary).

EQ4 (External Guality Assezsment, alzo knowwn as proficiency testing) is "a system whereby a zet of reagents and technigues are azzeszed by an
external source and the results of the testing laborstory are compared with those of an approved reference laboratory” {WAHON. | allovwes a
laboratary to compate its performance for an individual test or technicue against that of other laborstories. Data on EQA padicipation have been
validated by EnroGen Testhefore their releaze on Orphanet.

Licenszing iz a legal permit or formal permizzion from a constituted authority or governmental agency to operate s laboratary . £ may invalve
documenting the existence, institutional accountakility and the activities of the facility, far example, the type of service provided. In return the
laboratary is officially registered and may be publicly listed.

Data collection takes place in European and surrounding countries and is currently ongoing. The database cannot yet be regarded a5 comprehensive.
If an expert clinical laborstary is not listed in & region or & country, it may not have been identified or the laborstory may have refused to be listed. it is
alzo possible that it does not exist as diagnostic tests and genetic testing facilities do nat exist for all for all rare dizeazes or in every redion.
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Ol AL REGEARCH PATIEST DERELTOET B ATION
(Il Rl INdd AkD TATALYE | DAGEH]EATION
Feagimian pean Languages Francaiz | English |Ezpafiol |Deutsch |Italianc
Hemaguw = Cinkal lab<natiss + Mush Orphwet Eur St
I u
SIMPLE SE&RCH OTHER SEARCH OPTIOMN|S) e E @
oyshc-ibnosis I T ] = Faad i by § ety
1: RARE ORPHAN CLINICS CLINICAL RESEARCH . PATIENT DIRECTORY
(70 hme et 3¢ Sty = el bl by iy DISEASES DRUGS LELIIGIRLE  AND TRIALS [ ORGANISATION —  OF
Courdry Al cosnimse = e * Bt iry Rabebr anery Search Eurogentest Register your
— = G 0 D ) -3 il activity
. = b i i B Bl .
T EGE Mm Homepage » Clinical laboratories » Search
I

287 Result(s)

Limit search to one country ,

OTHER SEARCH OPTIC
= Search by region

= Search by city

= Search a laboratory

Caption . Eoorsiteiell. Ceriieiell; FOamd

ALISTRLS DS TEPECH LIAE Eiolsirins Degrorih der Iydachen Fibroos
& o Hrerioenheers Ser Piosbedthiren
Himirai WS TENELA Y, Chrizhogh LUGER

Wi s Binlciinalian
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Oy EATTRRER
Hare imlnimanan
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il WA ONER, Pl HIROFSEL, Hannesones TERLER
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Wi s fidoimatian
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—0K = Search by professional

mbol

tles

|:| E2A paricipating laborstories
[ certified laboratories

= Search by licensing

Frint

::8 Result(s

Sort by Quality management O 0K

Location &)

Caption : Accredited=M; Certifiecd=8; EQA=A ;

BELGILIM ANTYWERPEMN EDEGEM A Molecular diagnosis of cystic fibrosis (CFTR gene)
& Antwerp University hospital
u WM WUYTS, Katrien STORM
Maore information
BELGILIM ARROMDISSEMENT  BRUSSELS Molecular disgnosis of cystic fibrosis (CFTR gene)
BRUSSEL Hipital Erasme
HOOFDSTAD Pazcale COCHALK, Catherine RYDLEWSK], Jasmine PARMA
Maore information
BELGILIM ARROMDISSEMENT  BRUSSELS Molecular disgnosis of cystic fibrosis (CFTR gene)
BRUSSEL Universitair Ziekenhuis Brussel
HOOFDSTAD Ingebory LIEBAERS
Maore information
BELGILIM ARROMDISSEMENT  BRUSSELS A Molecular diagnosis of cystic fibrosis (CFTR gene)
BRUSSEL o Université catholigue de Louvain
HOOFDSTAD Havier PEPERMANS
Maore information
BELGILIM HAIMNALT GOSSELIES A Molecular disgnosiz of cystic fibrosis (CFTR gene)
@ Institut de Pathologie et de Génétigue

Pascale HLBERT
More information




Search by professional | Eur st h

Contact us
Accessibility

RARE
DISEASES

ORPHAN
DRUGS

CLIMNICS CLINICAL RESEARCH . PATIENT - DIRECTORY . EDUCATION
(bR ilii2: AND TRIALS : ORGANISATION OF =

RESDURLCES

Search Eurcgentest

Register your

activity
* .
Homepage » Clinical laboratories » Search
SEARCH BY PROFESSIONAL OTHER SEARCH OPTION(S)

Searchhyprafas | oK./ Simple search
e Aleges . Dr Pierre HUTTER o

g ierre huttergdichy .ch
Activities for Orphanet:

v /| G

Dr HUTTER Pierre Laboratoire de Diagnostic Phone : + 41 (0)22 379 58 13 RELEVANT MFORMATIONS
Oncogénétigue Fax : + 41 (0)22 379 58 97
= Laboratoire de Référence Suisse additional information
Pr KOHLSCHUTTER Alfred Romand pour le Cancer Colorectal

Farmnilial = clinics (0]
Centre Médical Universitaire > clinical laboratories (11)
1 Rue Michel Servet > research projects (0)
1211 . P
GENEVE L G )
SWITZERLAND article(s) for orphanet
More informations about this location > article(=) (0)

> summaries (0)
Division de Génétique Médicale Phone : 00 41 27 603 48 53 -

: . lated

Institut  Central des Hépitaux  Fax : 00 41 27 603 49 95 refated services
Valaisans (ICHY) Website = order the orphanet directon
86, avenue Gd-Champsec, Case
Postale 520 getting involved
1951
SION = subscribe o the newsletter
SWITZERLAND > register your activity

> submit a paper to ojrd

More informations about this location e




net Worldwide users: 20,000 daily




}art{e;ship with GeneTests

« Exchange of files for quality control
— Couples gene-disease

 Comparison of tests offered
— To identify tests only offered on one continent

e Results
— Very few discrepancies

— Difficulties due
* to differences in classification
« Separation of molecular and biochemical tests in Orphanet

o
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Further analysis for final
conclusions

Report at the next meeting !



	EuroGenTest / Orphanet�database of medical laboratories
	Progress report 2008
	Content of the database
	Partnership with GeneTests
	Further analysis for final conclusions

