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To produce recommendations for the provision of To produce recommendations for the provision of 
comprehensive services for biochemical genetic testing in all comprehensive services for biochemical genetic testing in all 
(small/large, old/new) EU (European) countries. (small/large, old/new) EU (European) countries. 

first EU25 Best Practice Meeting in Basel, December first EU25 Best Practice Meeting in Basel, December 2005 2005 
interim reportinterim report

•• meeting in Prague, October 2006 meeting in Prague, October 2006 Feedback and Feedback and 
Comments to Interim report by National RepresentativesComments to Interim report by National Representatives
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Recommendations to overcome deficitsRecommendations to overcome deficits
Progress and Feedback and discussion on recommendations by Progress and Feedback and discussion on recommendations by 

National Representatives at meeting held in Prague, October 5National Representatives at meeting held in Prague, October 5--6, 2006.6, 2006.

1.1. Define basic standards / minimum core requirements / test reperDefine basic standards / minimum core requirements / test repertoires in toires in 
relation to size of country relation to size of country 

2.2. Identification of clusters of countries/sharing where workloadsIdentification of clusters of countries/sharing where workloads are very low. are very low. 
Exchange visits and / or workshopsExchange visits and / or workshops

3.3. Training initiatives for implementing new testsTraining initiatives for implementing new tests 
Initiatives for training in reference labs in more developed couInitiatives for training in reference labs in more developed countriesntries

4.4. National and international reference laboratories for training National and international reference laboratories for training should be should be 
identifiedidentified

5.5. Stimulation of accreditation of laboratories by scoping presentStimulation of accreditation of laboratories by scoping present statusstatus
6.6. Accreditation of the EQA schemes themselvesAccreditation of the EQA schemes themselves
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7.7. A survey of the scope of Metabolic Physician and Biochemist TraA survey of the scope of Metabolic Physician and Biochemist Trainingining
8.8. An Initiative similar to that taking place in the UK to scope tAn Initiative similar to that taking place in the UK to scope the number of he number of 

patients with certain IMD disorders across Europepatients with certain IMD disorders across Europe
9.9. Establishment of National registers of diagnosed casesEstablishment of National registers of diagnosed cases 

-- through existing national organisationsthrough existing national organisations 
-- through European wide actionthrough European wide action

10.10. Expansion of EQA and improved availability of quality assessmenExpansion of EQA and improved availability of quality assessment materials t materials 
including cell banks for biological material including cell banks for biological material 

11.11. Best Practice guidelines for methodology, minimum services and Best Practice guidelines for methodology, minimum services and QA QA 
12.12. The advised recommendations and issues should be a Directive ofThe advised recommendations and issues should be a Directive of the the 

European Commission.European Commission.



recommendations for biochemical genetic testing servicesrecommendations for biochemical genetic testing services

7.7. A survey of the scope of Metabolic Physician and Biochemist TraA survey of the scope of Metabolic Physician and Biochemist Trainingining
8.8. An Initiative similar to that taking place in the UK to scope tAn Initiative similar to that taking place in the UK to scope the number of he number of 

patients with certain IMD disorders across Europepatients with certain IMD disorders across Europe
9.9. Establishment of National registers of diagnosed casesEstablishment of National registers of diagnosed cases 

-- through existing national organisationsthrough existing national organisations 
-- through European wide actionthrough European wide action

10.10. Expansion of EQA and improved availability of quality assessmenExpansion of EQA and improved availability of quality assessment materials t materials 
including cell banks for biological material including cell banks for biological material 

11.11. Best Practice guidelines for methodology, minimum services and Best Practice guidelines for methodology, minimum services and QA QA 
12.12. The advised recommendations and issues should be a Directive ofThe advised recommendations and issues should be a Directive of the the 

European Commission.European Commission.

a)a) Importance or relevance todayImportance or relevance today

b)b) Progress made, yes or no?Progress made, yes or no?

c)c) Further measures neededFurther measures needed



Update from ERNDIM / EUGTUpdate from ERNDIM / EUGT

European Human Genetics Society subEuropean Human Genetics Society sub--committeecommittee 
aiming to improve the quality of genetic services in Europe (EQaiming to improve the quality of genetic services in Europe (EQA organisers, A organisers, 
Clinical Geneticists, Research, patient groups, industries)Clinical Geneticists, Research, patient groups, industries)

This can give authority (governance) to ERNDIMThis can give authority (governance) to ERNDIM 
1st meeting 1st meeting junejune 1st1st

Accreditation of ERNDIM as umbrella organisationAccreditation of ERNDIM as umbrella organisation



Plan for accreditation of ERNDIMPlan for accreditation of ERNDIM

Decision to go aheadDecision to go ahead end of 2007end of 2007

Decide which accreditation body (UKAS ?)Decide which accreditation body (UKAS ?)
GAP analysis for ERNDIM (see that for EMQN)GAP analysis for ERNDIM (see that for EMQN) April 2008April 2008
Identification of necessary costs and source of fundingIdentification of necessary costs and source of funding June 2008June 2008

Decide on physical location of activities. ERNDIM base, where arDecide on physical location of activities. ERNDIM base, where are documents e documents 
stored, best in centre which is accredited. stored, best in centre which is accredited. Discussions with EMQN ongoingDiscussions with EMQN ongoing

Documentation of all activities in SOP formatDocumentation of all activities in SOP format
Development of document control system guide Development of document control system guide according to generic/ SAS according to generic/ SAS 
Quality management handbook Quality management handbook documents documents June 2009June 2009

Run the system for 1Run the system for 1--2 years 2 years June 2010June 2010

Apply to accreditation bodyApply to accreditation body End 2010End 2010



Update from ERNDIM / EUGTUpdate from ERNDIM / EUGT

DPT schemes: development of webDPT schemes: development of web--site reporting / future organisationsite reporting / future organisation 
-- pilot webpilot web--site developed with CSCQ due for results of second circulations site developed with CSCQ due for results of second circulations of of 

Basel / Prague schemesBasel / Prague schemes

-- possible distribution of samples / administration of schemes bypossible distribution of samples / administration of schemes by CSCQCSCQ

New participants certificate New participants certificate 
detailed for each scheme including performancedetailed for each scheme including performance

ERNDIM Laboratory Directory ERNDIM Laboratory Directory 
ca.200 potential new labsca.200 potential new labs 
new laboratory information mask including quality management detnew laboratory information mask including quality management details ails 
(integration into EUGT Quality Database)(integration into EUGT Quality Database)





Country Country NameName CountryCountry NameName
AustriaAustria OlafOlaf BodamerBodamer
Czech Czech Viktor KozichViktor Kozich
Denmark Denmark Ernst ChristensenErnst Christensen
Finland Finland Kari PulkkiKari Pulkki
France France Christine Christine VaneyVaney--SabanSaban
Germany Germany ClausClaus--Dieter Dieter LanghansLanghans
Greece Greece Helen Helen MichelakakisMichelakakis
ItalyItaly UbaldoUbaldo CarusoCaruso
NetherlandsNetherlands RiesRies Duran Duran 
Portugal Portugal M.I. Tavares de AlmeidaM.I. Tavares de Almeida
Spain Spain BegonaBegona MerineroMerinero
Sweden Sweden Elisabeth Elisabeth HolmeHolme
Switzerland Switzerland Brian FowlerBrian Fowler
United United 
KingdomKingdom

James BonhamJames Bonham

Belgium Belgium MarieMarie--Francoise VincentFrancoise Vincent
Cyprus Cyprus AnthiAnthi DrousiotouDrousiotou
Estonia Estonia KatrinKatrin OunapOunap
Hungary Hungary Agnes SchulerAgnes Schuler
Ireland Ireland Philip Philip MayneMayne
Latvia Latvia ParslaParsla VevereVevere
Lithuania Lithuania JurgitaJurgita SongailieneSongailiene
Luxembourg Luxembourg JeanJean--Paul HoffmannPaul Hoffmann
Malta Malta Isabella BorgIsabella Borg
Poland Poland EwaEwa Pronicka Pronicka 
Slovakia Slovakia Darina Behulova Darina Behulova 
SloveniaSlovenia M. M. ZerjavZerjav--TansekTansek
BulgariaBulgaria IvoIvo KremenskyKremensky
CroatiaCroatia Ksenija FumicKsenija Fumic
Rumania Rumania ??

ERNDIM National RepresentativesERNDIM National Representatives

AdolfAdolf MMüühlhl

Richard WalshRichard Walsh

Wanda GradowskaWanda GradowskaMargaridaMargarida SilvaSilva



Role of National RepresentativesRole of National Representatives

Active recruitment of participants for ERNDIM EQA Active recruitment of participants for ERNDIM EQA 
list of present ERNDIM participants sent out to list of present ERNDIM participants sent out to NRsNRs

Inform national accreditation bodies of the existence of ERNDIM Inform national accreditation bodies of the existence of ERNDIM 
schemesschemes 
Jim Bonham will do this for the UK as prototypeJim Bonham will do this for the UK as prototype

Consider possible grouping of countries within the EU Consider possible grouping of countries within the EU 
do we need consortia based on size / locality etc.?do we need consortia based on size / locality etc.?

Encourage laboratory workers to attend training workshop at SSIEEncourage laboratory workers to attend training workshop at SSIEM M 
LisbonLisbon 
see see http://www.ssiem.org/ssiemacademy.asphttp://www.ssiem.org/ssiemacademy.asp (deadline 12th May)(deadline 12th May)

Training Initiatives Training Initiatives 
ERNDIM webERNDIM web--site section site section 
Request from Mick Henderson for National InformationRequest from Mick Henderson for National Information

http://www.ssiem.org/ssiemacademy.asp








recommendations for biochemical genetic testing servicesrecommendations for biochemical genetic testing services

Group WorkGroup Work
Test criteria for categories of inherited metabolic diseases:



recommendations for biochemical genetic testing servicesrecommendations for biochemical genetic testing services

Group WorkGroup Work
Test criteria for categories of inherited metabolic diseases:Test criteria for categories of inherited metabolic diseases:

-- Frequency of diseasesFrequency of diseases: high = < 1:20.000, medium = 1: 20.000 : high = < 1:20.000, medium = 1: 20.000 -- 1: 1: 
100.000, low = > 1: 100.000100.000, low = > 1: 100.000

-- Presentation:Presentation: Is acute presentation prevailing/ important in this Is acute presentation prevailing/ important in this 
category?category?

-- Necessity of monitoringNecessity of monitoring: Is there a necessity of frequent (i.e. more than : Is there a necessity of frequent (i.e. more than 
6 times a year) and timely monitoring (i.e. 24h6 times a year) and timely monitoring (i.e. 24h--service and turnaround service and turnaround 
time less than 6 hours)?time less than 6 hours)?

-- Equipment and instrumentsEquipment and instruments: easy, medium, difficult, expensive: easy, medium, difficult, expensive
-- Expertise level neededExpertise level needed: low, medium, high, very high: low, medium, high, very high
-- Organisation:Organisation: regional, national, internationalregional, national, international



Groups for ERNDIM National Representatives meeting

Chairmen: Jim Bonham, Viktor Kozich, Leo Spaapen
Brian Fowler and Mick Henderson will move between groups.
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Group  A Group  B Group  C
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