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Analysis of occurrence of leukemia from congenital bone marrow failure syndrome and
establishment of its treatment using human IPS cells
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Severe congenital neutropenia (SCN) and cyclic neutropenia (CyN) are belonged to
congenital bone marrow failure syndrome (CBMFS). Acute myelogenous leukemia (AML) was sometimes developed
in the patients with some CBMFS including SCN. No AML occurred in the patients with CyN. To investigate
the mechanism of AML occurrence, we established iPS cells from the patients (both had mutation in ELANE
gene region% with SCN (SCN-iPS cells) or CyN (CyN-iPS cells), resEectively. Myeloid cells derived from
CyN-iPS cells revealed that the capability to differentiate into hematopoietic cells including
neutrophils was almost similar to control iPS cells. SCN-iPS cells showed decreased capability into
neutrophils, reflecting the disease status of SCN patients. To compare the mechanism of hematopoietic
differentiation from SCN- and CyN-iPS cells was expected to be useful to analyze the mechanism of the
onset of AML and treatment of these AML.
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