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Col Co 11 Co 1L Co v s
Liver
2% of normal 19 20 85 126 103
€$ rutio(%) 16 77 72 106
Co IT ratio (%) 21 a3 138
Kidney
2% of normal L] 16 40 21 47
CS ratio (%) ° 35 86 45
Co LL ratio (o) 1 248 130
OxygenConsumption Rate (OCR)
ID MRR Enzyme activity | Disease Gene
F611EB 84 ns (Fb) Gaucher R120W/R170C
L444P, IVS6+1G>A/
F587 36 ns (Fb) Gaucher IVSE+1GoA
L444P/ c.1446-1461del.,
F1048 134 ns (Fb) Gaucher . 1466-1468del.
F589 93 ns (Fb) MPS Il n.a.
F593 189 ns (Fb) Tay-Sachs n.a.
F598 200 ns (Fb) Tay-Sachs n.a.
F603 73 ns (Fb) MPS 111B n.a.
F1126 70 ns (Fb) I-cell n.a.
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Autophagic markers in liver and heart were analyzed via western blotting using antibodies of ATG5, and LC3-l and Il
Beta-actin was used as aloadingcontrol.



