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Hematopoietic abnormalities and susceptibility to infection involving SAMD9 gene
mutations
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Cell proliferation was compared between wild-type and mutant of the SAMD9
gene. As a result, there was no significant difference between wild-type and mutant iPS cells.
However, in iPS-ML cells, proliferation was more strongly suppressed in the order wild-type >
heterozygous > mutant homozygous. This suggests that the hematopoietic abnormality of MIRAGE
syndrome is due to the suppression of proliferation during hematopoietic differentiation stage.

The iPS-MP cells were stimulated with inducers of cytokines, and cytokine levels were measured. As
a result, disease-specific iPS-MP cells showed higher levels of cytokines than healthy
human-derived iPS-MP cells. The abnormal production of the elevated cytokines is suggested to be
caused by the SAMD9 gene mutation.
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