©
2020 2022

iPS STIM1

Elucidation of the Pathology of STIM1 Myopathy in Skeletal and Cardiac Muscles
and Development of Therapeutic Approaches Using iPSCs

Shiba, Naoko

3,300,000

STIM1
STIM1

iPS isogenic

STIM1 Ca2+ STIM
iPS

Tet-0On-MyoD1

Myopathy caused by STIM1 gene mutations is a progressive autosomal dominant
hereditary neuromuscular disorder characterized by generalized skeletal muscle atrophy, muscle
weakness, and occasionally concomitant myocardial injury. STIML is a protein that plays an important

role in maintaining the homeostasis of calcium inside and outside cells, and it is believed that
the disruption of its function is the underlying cause of abnormal calcium dynamics. However, since
it is a new disease concept, many aspects of its pathophysiology and natural history are still
unknown, and there is no established treatment. In this study, we generated cardiac and skeletal
muscle cells from patient-derived induced pluripotent stem cells (1PSCs) and their isogenic control
cells to investigate the pathogenic mechanisms and develop therapeutic drugs.
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A case of tubular aggregate myopathy with miosis and hyposplenism caused by STIM1 mutation
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