
ERNDIM Workshop SSIEM 2005ERNDIM Workshop SSIEM 2005
Purine/Pyrimidine disordersPurine/Pyrimidine disorders

11.20 11.20 –– 11.3011.30 Introduction: ERNDIM Update Introduction: ERNDIM Update 
B. FowlerB. Fowler

11.30 11.30 –– 11.5011.50 Clinical presentation of pyrimidine defectsClinical presentation of pyrimidine defects
B. B. AssmannAssmann ((DDüüsseldorfsseldorf))

11.50 11.50 –– 12.1012.10 Clinical presentation of purine defectsClinical presentation of purine defects
F.G. BowlingF.G. Bowling (Brisbane)(Brisbane)

12.10 12.10 –– 12.3012.30 Analysis of purines and pyrimidinesAnalysis of purines and pyrimidines
J. J. DuleyDuley (Brisbane)(Brisbane)

12.30 12.30 –– 13.0013.00 Results of the purine/pyrimidine proficiency Results of the purine/pyrimidine proficiency 
scheme scheme 
Scientific Advisory BoardScientific Advisory Board



ERNDIM Workshop SSIEM 2005ERNDIM Workshop SSIEM 2005
Update on ERNDIM ActivitiesUpdate on ERNDIM Activities

•• Established SchemesEstablished Schemes
Participation / SamplesParticipation / Samples
Level of performanceLevel of performance
Performance assessmentPerformance assessment

•• Pilot & New  Schemes Pilot & New  Schemes 

•• Directory of LaboratoriesDirectory of Laboratories

•• Eurogentest Project Eurogentest Project 

•• Education of biochemistsEducation of biochemists

•• Future / OfficersFuture / Officers



Update on ERNDIM ActivitiesUpdate on ERNDIM Activities

•• Established SchemesEstablished Schemes
-- Participation Participation –– Slight increase in each schemeSlight increase in each scheme

DPT now 92 = need for 5th. centre DPT now 92 = need for 5th. centre 
-- Continual review of analytes (concentrations)Continual review of analytes (concentrations)
-- Reference materials (Consensus values NOT Reference materials (Consensus values NOT 

calibrators)calibrators)

••SamplesSamples
We are short of samples for We are short of samples for 
-- DiagnosticDiagnostic ProfProf. Schemes. Schemes
-- QualQual. Organic acids. Organic acids
-- Acyl Carnitines

HELP !HELP !

Acyl Carnitines



Current Established SchemesCurrent Established Schemes

Number of Scheme ParticipantsNumber of Scheme Participants

20042004 20052005
Quantitative amino acids Quantitative amino acids 171 171 177177
Special Assays in Urine Special Assays in Urine 119 119 121121
Special Assays in Serum Special Assays in Serum 155 155 158158
QuantQuant. Organic Acids in Urine . Organic Acids in Urine 60 60 6363
QuantQuant. Purines and Pyrimidines. Purines and Pyrimidines 44 44 4545
Qualitative Organic Acids Qualitative Organic Acids 131131 137 137 
Proficiency Scheme (4 Centres) Proficiency Scheme (4 Centres) 85 85 9292
Acylcarnitines Acylcarnitines 6060 6767
Cystine inCystine in WBCsWBCs pilotpilot 2727



Established SchemesEstablished Schemes

Level of performanceLevel of performance
Improvement still necessary / Link to accreditationImprovement still necessary / Link to accreditation

Scoring and Assessment of PerformanceScoring and Assessment of Performance
Aim isAim is
-- Certificate based achievement of satisfactory (good)  Certificate based achievement of satisfactory (good)  

performanceperformance
-- Warning letter for unsatisfactory performance (including no Warning letter for unsatisfactory performance (including no 

return of results)return of results)
-- Certificate of participation to include No.warning lettersCertificate of participation to include No.warning letters

Statement on all certificates Statement on all certificates 
"In the event of poor performance, warning letters are "In the event of poor performance, warning letters are 
issued to individualissued to individual partiicpantspartiicpants by the scheme by the scheme 
organisers"organisers"



Scoring and Assessment of PerformanceScoring and Assessment of Performance

Proficiency testing schemesProficiency testing schemes
-- harmonised scoring harmonised scoring 

(good performance = 75% ???)(good performance = 75% ???)
poor performance = less than 15/30 pointspoor performance = less than 15/30 points

Quantitative SchemesQuantitative Schemes
Web site for Scientific AdvisorsWeb site for Scientific Advisors

-- Display of annual performance for each labDisplay of annual performance for each lab
-- Each analyte scored Each analyte scored 

?? Ranking within all labs / target limitsRanking within all labs / target limits
-- Unsatisfactory performance for each analyte flaggedUnsatisfactory performance for each analyte flagged
-- total flags = overall performancetotal flags = overall performance

System under evaluationSystem under evaluation
Warning letters for 2005 performance after discussion in Warning letters for 2005 performance after discussion in 
SABSAB



New  SchemesNew  Schemes

Neurotransmitters etc. in CSF (N. Neurotransmitters etc. in CSF (N. AbelingAbeling))
-- Evaluation of potential participant number and metabolitesEvaluation of potential participant number and metabolites

Lysosomal Lysosomal EnzmesEnzmes (O. van (O. van DiggelenDiggelen))
-- Evaluation of matrix, which enzymes, preliminary study with Evaluation of matrix, which enzymes, preliminary study with 

few labs. Etc.few labs. Etc.

SStteerrooiiddss ?? NO?? NO



Directory of LaboratoriesDirectory of Laboratories



List by countryList by country

PublicPublicExisting labs Existing labs 
passwordpasswordNew applicantsNew applicants

Update by labs + vettingUpdate by labs + vetting

Automatic updating Automatic updating 
online with verificationonline with verification

LaboratoriesLaboratories

Authorised UserAuthorised UserRegReg. Form. Form

Analyte Analyte 
SearchSearch

SearchSearch

Analyte DetailsAnalyte Details



EU Project: Eurogentest EU Project: Eurogentest 
TitleTitle: Genetic testing in Europe : Genetic testing in Europe -- Network for test development Network for test development 

harmonizationharmonization, validation and , validation and standardization standardization of servicesof services

www.eurogentest.orgwww.eurogentest.org

Main activitiesMain activities

ERNDIM directory of IEM laboratoriesERNDIM directory of IEM laboratories

Meetings with partners from otherMeetings with partners from other Genetic disciplinesGenetic disciplines

Selection of National representatives from each EU25 countrySelection of National representatives from each EU25 country

Workshop for all in Basel December 2, 2005Workshop for all in Basel December 2, 2005

Best practice meetings:Best practice meetings: egeg. performance assessment, . performance assessment, 
recommended methods, linking internal QA / external QA recommended methods, linking internal QA / external QA 
& accreditation (mainly SAB)& accreditation (mainly SAB)

MANY REPORTS  TO WRITEMANY REPORTS  TO WRITE

http://www.eurogentest.org/


Future PerspectivesFuture Perspectives

•• Accreditation of QC schemesAccreditation of QC schemes

•• Establishment of Performance AssessmentEstablishment of Performance Assessment

•• New Schemes (integration of new analytes into existing New Schemes (integration of new analytes into existing 
schemes !!)schemes !!)

••Removal of Financial RisksRemoval of Financial Risks

•• Directory of LaboratoriesDirectory of Laboratories

•• EurogentestEurogentest

•• Training of BiochemistsTraining of Biochemists

•• Replace Executive Committee Replace Executive Committee 
(younger more energetic people needed)(younger more energetic people needed)



Future PerspectivesFuture Perspectives

•• Accreditation of QC schemesAccreditation of QC schemes

•• Establishment of Performance AssessmentEstablishment of Performance Assessment

•• New Schemes (integration of new analytes into existing New Schemes (integration of new analytes into existing 
schemes !!)schemes !!)

••Removal of Financial RisksRemoval of Financial Risks

•• Directory of LaboratoriesDirectory of Laboratories

•• EurogentestEurogentest

•• Training of BiochemistsTraining of Biochemists

•• Replace Executive Committee Replace Executive Committee 
(younger more energetic people needed)(younger more energetic people needed)

From Sept 2005 From Sept 2005 

TreasurerTreasurer
JimJim BonhamBonham -- stands downstands down
Melanie DowningMelanie Downing -- takes overtakes over

Executive Committee Representative of SKZExecutive Committee Representative of SKZ
Albert vanAlbert van GennipGennip -- Stands downStands down
RiesRies Duran Duran –– takes overtakes over





Eurogentest Project: ERNDIM Eurogentest Project: ERNDIM ActivityActivity
ERNDIM responsible for Work package   ERNDIM responsible for Work package   ““OrganizeOrganize and and harmonize harmonize EQA for EQA for 
biochemical Testingbiochemical Testing””
ObjectivesObjectives 1)  To 1)  To expandexpand opportunitiesopportunities forfor BiochemicalBiochemical GeneticGenetic
testingtesting laboratorieslaboratories in EU25 to in EU25 to participateparticipate in EQA.in EQA.
(2)  To link Internal Quality Control and EQA through consensus (2)  To link Internal Quality Control and EQA through consensus 
discussions on best practice.discussions on best practice.

DescriptionDescription of of workwork
(1) (1) To To researchresearch thethe currentcurrent situationsituation in EU25 in EU25 includingincluding needsneeds and and 

deficitsdeficits..
(2) (2) A program of meetings to discuss best practice and agree A program of meetings to discuss best practice and agree 

consensus guidelines in Biochemical Genetic practice.consensus guidelines in Biochemical Genetic practice.
(3) (3) To instigate the links between internal quality control, EQA To instigate the links between internal quality control, EQA 

and accreditation.and accreditation.
(4) (4) To explore standard methodologies and standard reporting To explore standard methodologies and standard reporting 

procedures.procedures.
(5) (5) CoCo--ordination with other work packages through ordination with other work packages through 

correspondence and meetings.correspondence and meetings.


