EQA-LSD

edical Center Rotterdam

y A a»{vv\,ﬂ External Q uality Assessment

Enzyme Analysis for Lysosomal Storage Diseases

I Pilotsy “largerscaler”
F 2006 (36)

Study

crou 2007 (49)

dioces 2008 (59
h 2000 (59), DESI(27)

1"__ -‘—'r_
-m----ulllll _ .
..-..'I.u; -ulllll #i- pa

nmm 0 S ::i

144 o Sl .--.
| 20107(58): i :;::j-}:ﬁ_.’_g:
o 201l (61) 2 : =, = L

y T 1
- 1
LT F . HETIE Y T




ENZYMES 2012 PROFICIENCY TESTING
FIBROBLASTS

Hurler/Scheie (MPS 1) a-L-iduronidase
Krabbe Galactocerebrosidase
Niemann Pick A/B Sphingomyelinase
Fabry a-galactosidase
Gaucher B-Glucosidase
Hunter iduronate sulphatase
MPS VI, Arylsulphatase B
GM, (Morquio B) B-Galactosidase
GM, B-Hexosaminidase A+B
Pompe a-Glucosidase

control Fibroblasts used for determination CV
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RESULTS 2012
NUMBER OF ENZYMES MEASURED
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Reproducibility of protein/vial 2012
duplicate samples Fibroblasts
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Reproducibility of Arylsulfatase B 2012
duplicate samples Fibroblasts
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Reproducibility of a-Galactosidase 2012
duplicate samples Fibroblasts
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Reproducibility of B-Galactosidase 2012
duplicate samples Fibroblasts
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Reproducibility of a-Glucosidase 2012
duplicate samples Fibroblasts
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Reproducibility of B-Glucosidase 2012
duplicate samples Fibroblasts

22 = 44 3
23 45 1| |N=58 |2012
25 46 23
43 47 2
26 48 7:d- CV<25 81%
27 49 24
28 51 5
29 52 7

[ =Y

No data | 21%

CVv>25 7%

D- enzyme activity
patient sample > 30%
o1 54 : control fibroblasts
32 56
33 57 D+ enzyme activity
34 58 other samples< 20 %
control fibroblasts

30 53 17

2
3
4
)
6
7
8
9

=
o

[EnY
[N

[N
N

[
I

35 59
36 60
37 61

=
a1

=
()]

DO patient sample not
measured

JEny
\I

38 62
39 63
41 64

[
o)

JEny
©

N
o

N
=

Mean CV 10 +15 %
D incorrect 9%




Reproducibility of B-Hexosaminidase A+B 2012
duplicate samples Fibroblasts
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Reproducibility of a-lduronidase 2012
duplicate samples Fibroblasts
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Reproducibility of Iduronidate sulphatase 2012
duplicate samples Fibroblasts
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Reproducibility of Galactocerebrosidase 2012
duplicate samples Fibroblasts
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Reproducibility of Sphingomyelinase 2012
duplicate samples Fibroblasts
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OVERALL PERFORMANCE 2012

13 Participants: 100% score, CV<25%; enzyme patient<30%; enzyme
control >20%

33 Participants: no false negative of positive patients
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