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Establishment of a multi-lineage model of infantile Pompe disease using
patient-derived iPS cells
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Pompe disease (glycogen storage disese type Il) is a hereditary disease,
caused by a defect of a lysosomal enzyme, acid a -glucosidase, and is characterized by lysosomal
glycogen accumulation primarily in the skeletal muscle, liver, and heart. In this study, we
generated induced pluripotent stem cells (iPSCs) from three patients with infantile-onset Pompe
disease (I0PD) and three healthy controls, and differentiated them into muscle cells and liver
cells. Differentiated cells showed lysosomal glycogen accumulation, the hallmark of Pompe disease.
In conclusion, we succeeded in in vitro recapitulation of both skeletal muscle and liver phenotypes
of I0PD using patient-derived iPSCs. We expect our modeling system will help elucidate more details
of disease mechanism or establish an efficient drug-screening platform.
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