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To elucidate the mechanisms of cardiomyopathy development in HOIL-1L

deficiency patients, we generated cardiomyocytes from human iPS cells. Patient iPS cell- and HOIL-1L

knockout iPS cell-derived cardiomyocytes showed abnormalities in the number of nuclei and cell
size. In addition, based on the results of RNA sequencing of C2C12 cells used as a skeletal muscle
model (cell maturation abnormality), we evaluated the cell cycle in the cardiomyocyte
differentiation process, and found that HOIL-1L-abnormal iPS cell-derived cardiomyocytes
significantly accumulated in M-phase. These findings suggest that cardiomyocyte maturation
abnormalities mediated by cell cycle regulation in HOIL-1L disorders may be part of the cause of

cardiomyopathy.
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HOIL-1L retains differentiation capacity in skeletal muscles and cardiomyocytes assessed by C2C12 and human iPS cells
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