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Gene editing for the study of severe congenital neutropenia
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i i Severe congenital neutropenia (SCN) consists of several gene mutations. In
this study, iPS cells were established from SCN patients with neutrophil elastase (ELANE) gene

mutation. The iPS-SCN differentiated into myeloid cell showed the increase of early apoptotic

cells, suggesting the maturation arrest of promyelocytes-myelocytes of bone marrow in SCN patients.
When ELANE was knocked-out by gene editing technique, normal neutrophil maturation was observed in
iPS-SCN as well as in normal IPS. These results suggest that abnormal ELANE in myeloid cells may

play an important role in disturbing the proliferation and maturation of myeloid cells to
neutrophils.
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