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EU 25 Representatives meeting December 2 2005EU 25 Representatives meeting December 2 2005
ProgrammeProgramme

10:00 10:00 Introduction: ERNDIM Background, Overview of schemes and Introduction: ERNDIM Background, Overview of schemes and 
perspectives, aims of projectperspectives, aims of project Jim Bonham for Brian FowlerJim Bonham for Brian Fowler

10:20 10:20 Introduction of participants: strengths and weaknesses in indiviIntroduction of participants: strengths and weaknesses in individual dual 
countries (ca. 3 minutes each) countries (ca. 3 minutes each) EveryoneEveryone

11:3011:30 Quality control internal / external, why and how: special probleQuality control internal / external, why and how: special problems of ms of 
IEMIEM LeoLeo SpaapenSpaapen

11:4511:45 Best practice / EQA experience: Amino acids /Best practice / EQA experience: Amino acids / cystinecystine
LeoLeo SpaapenSpaapen for Brian Fowlerfor Brian Fowler

12:0012:00 Best practice / experience: Organic acidsBest practice / experience: Organic acids
Jim BonhamJim Bonham

12:1512:15 Best practice / experience:Best practice / experience: Acyl CarnitinesAcyl Carnitines
Charles TurnerCharles Turner

12:3012:30 Best practice / experience:Best practice / experience: PurinesPurines // pyrimidinespyrimidines
JorgenJorgen BierauBierau

12:4512:45 Best practice / experience: Proficiency schemesBest practice / experience: Proficiency schemes
ChristineChristine SabanSaban

13:00 Lunch13:00 Lunch



EU 25 Representatives meeting December 2 2005EU 25 Representatives meeting December 2 2005
ProgrammeProgramme

14:0014:00 General aspects of diagnostic guidelines: UK experienceGeneral aspects of diagnostic guidelines: UK experience
Jim BonhamJim Bonham

14:2014:20 Needs assessment and review of IMD services in the UKNeeds assessment and review of IMD services in the UK
Anne GreenAnne Green

14:4014:40 Work in five groups on needs / deficits in individual countries.Work in five groups on needs / deficits in individual countries.
selected groups (selected groups (see list  for group distributionsee list  for group distribution))

15:4015:40 Presentation and discussion of group workPresentation and discussion of group work

16:3016:30 Summary and conclusions and future Summary and conclusions and future 

17:0017:00 Close of MeetingClose of Meeting



Network of Excellence:  “EUROGENTEST”
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WP Coordination; IPR issues; Fellowships; Health Policy issues; 
Expert Laboratories network



Relation between the units, activities and 
workpackages

Unit 1: 
Quality Management and Accreditation / Certification of Genetic Testing

Elisabeth Dequeker (BE) / Michael Morris (CH)

Activity 1.5
‘Generic’
method SOP

Gert Matthijs
(BE)
Milan Macek
(CZ)

Activity 1.4
Reference
Systems
and 
Procedures

David Barton 
(IE)
Christof Klein
(BE)

Activity 1.1
Quality
Procedures
Elisabeth
Dequeker (BE)
Michael Morris
(CH)

Activity 1.3
Quality
Assessment
Schemes
Rob Elles (UK)
Clemmens
Müller (DE)
Ros Hastings 
(UK)
Brian Fowler (CH)

Activity 1.2
QAu Database

Elisabeth
Dequeker (BE)
Michael Morris
(CH)

WP 1.1 WP 1.2 WP 1.3
Molec

WP 1.6 WP 1.7

WP 1.4
Cyto

WP 1.5
Biochem.



EUGT Work package Biochemical GeneticsEUGT Work package Biochemical Genetics

Objectives of the work packageObjectives of the work package

•• To expand opportunities for Biochemical Genetic To expand opportunities for Biochemical Genetic 
testing laboratories in EU25 to participate in EQAtesting laboratories in EU25 to participate in EQA

•• To link Internal Quality Control and EQA through To link Internal Quality Control and EQA through 
consensus discussion on best practiceconsensus discussion on best practice



EUGT Work package Biochemical GeneticsEUGT Work package Biochemical Genetics

Activities to meet objectivesActivities to meet objectives

1)1) Inclusion of complete data on biochemical genetics labs in the Inclusion of complete data on biochemical genetics labs in the 
ERNDIM web site directoryERNDIM web site directory

2) Best practice meetings and development of poor performance 2) Best practice meetings and development of poor performance 
criteriacriteria

3) Expansion of3) Expansion of pediatricpediatric biochemical genetic EQA in EU25biochemical genetic EQA in EU25

4) To explore standard methodologies and standard reporting 4) To explore standard methodologies and standard reporting 
proceduresprocedures

5) Coordination of5) Coordination of IntQAIntQA, EQA and accreditation, EQA and accreditation



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Work done  Months 1Work done  Months 1--1212

1)1) Directory: Directory: -- Trial version completedTrial version completed
-- all lab info available mountedall lab info available mounted

partcipantpartcipant contacted to updatecontacted to update NovemberNovember
-- open to public / new participants open to public / new participants December 2December 2
-- meeting held with A. Greenmeeting held with A. Green

? link to UK Directory? link to UK Directory OctoberOctober



ERNDIM webERNDIM web--site: www.site: www.erndimerndim..chch



Directory of LaboratoriesDirectory of Laboratories



ERNDIM Laboratories DirectoryERNDIM Laboratories Directory



Presentation of ERNDIM webPresentation of ERNDIM web--site and site and 
Lab directoryLab directory

Piotr Litynski Piotr Litynski 



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Activity 1: work planned months 13 Activity 1: work planned months 13 -- 3030

Directory of IEM labsDirectory of IEM labs

•• Completion / update existing participantsCompletion / update existing participants month 12month 12
release for public accessrelease for public access

•• Recruitment / incorporation further participantsRecruitment / incorporation further participants months 13months 13--1818

•• Maintenance / updating / Maintenance / updating / 
coco--ordination with other EUGT directories /ordination with other EUGT directories / months 19months 19--3030
national directories  (e.g. UK model)national directories  (e.g. UK model)



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Activity 2 : work planned months 13 Activity 2 : work planned months 13 -- 3030

Best Practice and Performance AssessmentBest Practice and Performance Assessment

•• Best Practice Guidelines, Best Practice Guidelines, months 13months 13--1818
good/poor performance criteriagood/poor performance criteria
developed at ERNDIM SAB / Exec. Comm.developed at ERNDIM SAB / Exec. Comm.

•• Standards for assessment of performance Standards for assessment of performance months 19months 19-- 2424
in biochemical genetics EQA in biochemical genetics EQA 
(ERNDIM Board and Scientific advisors)(ERNDIM Board and Scientific advisors)

•• Establishment of rules linking performanceEstablishment of rules linking performance months 25 months 25 -- 3030
to certificate issue established and putto certificate issue established and put
into practice (ERNDIM Exec. Comm. and SAB) into practice (ERNDIM Exec. Comm. and SAB) 



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Activity 3 : work planned months 13 Activity 3 : work planned months 13 -- 3030

Expansion in EU25Expansion in EU25

•• Establishment of deficits and needEstablishment of deficits and need months 13months 13--1818
in all EU countries, especially EU 16in all EU countries, especially EU 16--2525

•• Establishment of additional ERNDIM ProficiencyEstablishment of additional ERNDIM Proficiency months 12 months 12 --2424
test centre in Baseltest centre in Basel

•• 2nd Best Practice Meeting / all EU25 Reps.2nd Best Practice Meeting / all EU25 Reps. month 24month 24

•• OnOn--site national or international workshopssite national or international workshops months 21months 21--3030
for methods and quality control for methods and quality control 



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Activity 4 : work planned months 13 Activity 4 : work planned months 13 -- 3030

Standard methodologiesStandard methodologies

•• MucopolysaccharidesMucopolysaccharides (MPS), Organic Acids(MPS), Organic Acids months 13months 13--1818

•• Development of standard reporting procedures Development of standard reporting procedures months 19months 19--3030

•• Further standard methodologiesFurther standard methodologies months 19months 19--3030
-- groups of biochemical geneticgroups of biochemical genetic analytesanalytes
-- PurinesPurines//PyrimidinesPyrimidines,, cystinecystine
-- various special assays etcvarious special assays etc



EUGT Work package Biochemical Genetics EUGT Work package Biochemical Genetics 
Activity 5 : work planned months 13 Activity 5 : work planned months 13 -- 3030

CoCo--ordination with other Genetic disciplinesordination with other Genetic disciplines

•• Meetings on knowledge exchange, harmonisationMeetings on knowledge exchange, harmonisation months 13months 13--2424
withwith CytogeneticsCytogenetics /Molecular Genetics partners/Molecular Genetics partners

•• Instigation of harmonisation measuresInstigation of harmonisation measures months 25months 25--3030

•• Unit 1 meetingsUnit 1 meetings months 13months 13--3030

This becomes new work package WP1.9This becomes new work package WP1.9



ERNDIM National RepresentativesERNDIM National Representatives
Country Country NameName CountryCountry NameName

Austria Olaf Bodamer
Czech Viktor Kozich
Denmark E. Christensen
Finland Kari Pulkki
France Christine Vaney-Saban
Germany Hans G. Koch
Greece Helen Michelakakis
Italy Alberto Burlina
Netherlands Ries Duran 
Portugal M.I. Tavares de Almeida
Spain Antonia Ribes
Sweden Elisabeth Holme
Switzerland Brian Fowler
United 
kingdom

James Bonham

Belgium B. François
Cyprus A. Drousiotou
Estonia K. Ounap 
Hungary Agnes Schuler
Ireland Philip Mayne 
Latvia Parsla Vevere 
Lithuania Jurgita Songailiene
Luxembourg Jean-Paul Hoffmann
Malta 
Poland Ewa Pronicka 
Slovakia D. Behulova 
Slovenia   M. Zerjav-Tansek 

PospisilovaPospisilova EvaEva

AmeliaAmelia MorroneMorrone
LeoLeo SpaapenSpaapen
M.M. SilvaM.M. Silva

Richard WalshRichard Walsh

WandaWanda GradowskaGradowska

LanghansLanghans ClausClaus--DieterDieter



First meeting of EU25 national representativesFirst meeting of EU25 national representatives
AimsAims

Information exchange on best practice in Biochemical Genetic Information exchange on best practice in Biochemical Genetic 
Laboratory testingLaboratory testing

Preliminary Assessment of Deficits and Needs for Biochemical Preliminary Assessment of Deficits and Needs for Biochemical 
Genetic Laboratory testing in all EU25 countriesGenetic Laboratory testing in all EU25 countries

Questionnaire analysisQuestionnaire analysis



2006 ERNDIM and EU25 national 2006 ERNDIM and EU25 national 
representatives meetingsrepresentatives meetings

No SSIEM (ICIEM in Japan )No SSIEM (ICIEM in Japan )

ERNDIM meeting 2006ERNDIM meeting 2006

Day 1Day 1 DPT individual meetingsDPT individual meetings

Workshop on Best Practice for group ofWorkshop on Best Practice for group of analytesanalytes as in as in 
previous yearsprevious years

ERNDIM Board meetingsERNDIM Board meetings

Day 2Day 2 Extended EU 25 best practice meeting Extended EU 25 best practice meeting 

Free communicationsFree communications

LocationLocation PraguePrague

DateDate 2nd. half October2nd. half October


