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Development of novel therapeutic strategy for muscular dystrophy based on
regulation of calcium homeostasis
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Recently, we found a novel unique mutation of STIM1 gene in patients with
tubular aggregate myopathy. To gain mechanistic insight into the pathogenesis, we generated iPS

cells from lymphocytes of the patient. In myoblasts and myotubes differentiated from the iPS cells,
immunofluorescent analysis demonstrated numerous dot-shaped aggregates of STIM1. Farther,

intracellular calcium measurement revealed no significant calcium response to the increased
extracellular calcium in these cells. Taken together, it is thought that the STIM1 mutation we found
leads to the depletion of intracellular calcium and finally causes tubular aggregate myopathy.
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