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Summary of Current Profile

Quantitative Amino Acids

Quantitative Organic Acids

Qualitative Organic Acids

Special Metabolic Assays

Purines and Pyrimidines

Acyl Carnitine

Cystine in White Blood Cells

317 participating labs

In 49 countries

Cystine in White Blood Cells

Diagnostic Proficiency Testing schemes operated in 5 centres

New in 2010

lysosomal enzymes

congenital disorders of glycosylation 

Pilot: urine MPS
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ERNDIM DPT Schemes

Common sample 2010

Istanbul, 31 August 2010

Dr Christine Vianey-Saban, CHU Lyon

christine.saban@chu-lyon.fr

Sialidosis type I



Oligosaccharide TLC
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Sialic acid TLC

Free sialic acid

DPT
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DPT centres

� Amsterdam 19 labs

� Basel 21 labs

� Lyon 21 labs

Pragues 19 labs
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� Pragues 19 labs

� Sheffield   21 labs (3 no answer)

� Total  101 labs (98 responders)



Creatinine determination

Centre Median Mean Coefficient of 
variation

Amsterdam 4.20 4.17 6 %

Basel 4.00 3.92 9 %
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Basel 4.00 3.92 9 %

Lyon 4.21 3.96 23 %

Pragues 4.20 4.21 29 %

Sheffield 4.00 3.79 19 %

All centres 4.09 4.01 19 %

Interlab CV 2009 Special Assay urine = 6.5 % (n = 103)
Interlab CV 2009 Quantitative organic acids = 5.8 % (n = 68)



Oligosaccharides determination

DPT centre Number of 
labs

Test 
performed

%

Amsterdam 19 17 89 %

Basel 21 15 71 %
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Lyon 21 20 95 %

Pragues 19 18 95 %

Sheffield 18 8 44 %

Total 98 78 80 %



Interpretation of results
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Conclusions

� Oligosaccharide assay should be more widely available

� When an abnormal oligosaccharide profile is observed, 
the assay has to be repeated with urine samples from 
patients with known disorder(s) on the same plate. patients with known disorder(s) on the same plate. 
Scheme organizers can provide urine samples of such 
patients

� The ERNDIM QAP for mucopolysaccharides should be 
extended to oligosaccharides
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Websites

• DPT schemes will move to website 

(CSCQ) results entry in 2011

• Website for quantitative schemes 

(SKML)  revamped last year

• New material added to the main website

www.erndim.org









Method Specification





Poor Performance

• We have a poor performance policy and have 

started issuing warning letters to participants.

• Initially for DPT schemes but will apply to all

• The European Society of human Genetics has a • The European Society of human Genetics has a 

Quality Committee in which all the major genetic 

lab Eqa providors collaborate.

• Initiative to harmonise definition of poor 

performance in process



ERNDIM Office
• Progress has been made, scientific administrator 

interviews have been conducted (December)

• Postholder will

− Replace Malcolm’s office functions

− Work towards accreditation

− Facilitate and promote training events and 

resources

• Additional plan to commision someone else to 

administer accounts





Training collaboration 
with ETAC

• 2008 one day, amino acids

• 2009 two days, organic acids

2010 two days, MPS, purines pyrimidines, • 2010 two days, MPS, purines pyrimidines, 

VLCFA

− Very popular, courses oversubscribed

− Positive feedback





purines



MPs





EuroGenTest

• Project officially finished last year

• Collaboration with new bid which was 

successful, but less fundingsuccessful, but less funding

• Prof Brian Fowler to continue to be link 

from ERNDIM executive



A sneak preview
of exciting news

→→→→→



A new logo!!


