Myopathic and neuronal pathologies of the 6"° mouse model of Pompe Disease

lrene Schilcher, Joerg Neddens, Ewald Auer, Manuela Prokesch
QPS Austria GmbH, Neuropharmacology, Parkring 12, 8074 Grambach, AUSTRIA

BACKGROUND RESULTS

S ettt b sp e oLl Reduced GAA Activity Histological Analysis of Muscle Demonstrates Progressive Pathology
glucosidase (GAA), the enzyme that breaks down A _ B

lysosomal glycogen. Deficiency of the enzyme Quadriceps Cortex = OWT

leads to lysosomal accumulation of glycogen in 150 150 = 6™

multiple tissues, including the central nervous % 5k 3 % 3k ok

4 Figure 2. GAA activity in
brain cortex and
quadriceps samples of 24
weeks old homozygotic
Pompe 6M"¢° mice. Data in
brain cortex (A) and
quadriceps (B) are displayed
as % of wild type (WT). Mann-
Whitney U- test. Mean +
SEM; **p<0.001. n = 16 per

systemh and muscles, resulting In a severely
compromised activity. In the current study, we
histologically and bilochemically assessed neural
and muscular disease specific features In
homozygous Pompe 6"¢° mice, a mouse model
with a targeted interruption of the GAA gene.
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loss caused by GAA deficiency. Additionally, histological labelings validate gradual myopathic inflammatory
Meet QPS at our | and lysosomal alterations as well as changes in autophagy in 6"¢° mice compared with WT mice. The Pompe

Booth #215 6"*° mouse model is thus a valuable tool for basic research and drug development against this lysosomal
storage disease.
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