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Searching leukemia predisposition gene in bone marrow failure syndrome with
functional analysis.

Mitsui, Tetsuo
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The genomic instability in patients with bone marrow failure syndrome was
observed in a prospective study. An analysis of G-CSF receptor (CSF3R) gene was done in bone marrow
failure syndrome, including congenital neutropenia which is a typical disease reported as
progressing myelodysplasia and leukemia. Two somatic gene mutations revealed. One was a heterozygous

gene mutation (Ala569val) immediately above the transmembrane portion of the CSF3 receptor, and the

other case was a stop codon case of CSF3R731. The first case had no change in her clinical course,
and the mutation was disappeared in the six months later in her bone marrow (BM). The second case
showed the 8th and 21st chromosome trisomy clones in his BM simultaneously, and allogeneic
hematopoietic cell transplantation was ﬁerformed. These results demonstrate genomic instability in
patients with congenital neutropenia. The spontaneous mutation disappearance was also observed in
untreated patients.
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