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ENZYMES 2012 PROFICIENCY TESTING
DRIED BLOOD SPOTS

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 DBS used for determination CV




RESULTS 2012
NUMBER OF ENZYMES MEASURED




Reproducibility of Arylsulfatase B 2012
duplicate samples DBS

D- enzyme activity
patient sample >
30% control DBS

~
52;:D+

32 D+ enzyme activity
126;d-d+ other samples < 20
, % control DBS

3;d-

DO patient sample
not measured

N=7

D correct

CV<25

CVv>25

Mean CV 59 + 52 %

D incorrect 43%




Reproducibility of B-Galactosidase 2012
duplicate samples DBS

D- enzyme activity
0
Mean CV 37 + 33 % patient sample > 30%

D incorrect 0% control DBS

D+ enzyme activity
other EBV < 20 %
control DBS

DO patient sample not
measured
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Reproduciblility of

60

57

200;D-D+

63;d0

171;D-

17

60

duplicate samples DBS

Mean CV 63 =60 %

D incorrect 31 %

B-Glucosidase 2012

N=16 2012

D correct 50%

No data 13%

CVv<25 38%

Cv>25 50%

D- enzyme activity
patient sample > 30%
control DBS

D+ enzyme activity
other samples< 20 %
control DBS
DO patient sample not
measured




Reproducibility of a-Galactosidase 2012
duplicate samples DBS

N=24 2012

D correct 83%

No data 21%

CV<25 38%

CV>25 45%
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other DBS < 20 %
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Mean CV 52 + 63 %
D incorrect 17%
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Reproducibility of a-lduronidase 2012
duplicate samples DBS

NEH ) 2012

Dcorrect 73%

No data 20%

Cv<25 36%

CV>25 40%

Mean CV 52 + 56 % .
D incorrect 7 % D- enzyme activity
patient sample > 30%

control DBS

D+ enzyme activity
other DBS < 20 %
control DBS

DO patient sample not
measured
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Reproducibility of Iduronidate sulphatase 2012
duplicate samples DBS

N=8

No data

CV<25

CV>25

Mean CV 25 £ 26 % D- enzyme activity
D incorrect 25 % patient sample > 30%
control DBS

D+ enzyme activity
other DBS < 20 %
control DBS

DO patient sample not
measured




Reproducibility of a-Glucosidase 2012
duplicate samples DBS

8:D-

Only one participant for a-Glucosidase

Activity in patient sample not different from activity | n other DBS samples

Reproduciblity one participant <25%




Reproducibility fibroblasts vs DBS

Reproducibility Fibroblasts vs DBS
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DIAGNOSIS FIBROBLASTS VS DBS

O Seriesl
B Series2

(=]
>
N
—
O
@
-
p -
o
O
£

Hurler Hunter Gaucher i \
| ERNDI Mﬁd .~.~._.'| |_

|
12 M




% Participants CV>25 Fibroblasts vs DBS
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CONCLUSION COMPARISON
FIBROBLASTS VS DBS

Diagnostics DBS Fabry, Hurler comparable with fibroblas ts

Diagnostics Hunter, Gaucher, MPS VI, Pompe much better in fibroblasts
and inreliable in DBS

Reproduciblity activity measurements in DBS insuffic lent




