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Clonal evolution analyses between relapse and diagnosis samples in pediatric acute
myeloid leukemia by next generation sequencer

HAYASHI, Yasuhide
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Whole-exome resequencing of 19 cases with acute myeloid leukemia (AML) at
diagnosis and 10 cases both at diagnosis and relapse was performed with a mean coverage of approximately
x100. Several genes including BCOR/BCORL1 and RAD21 were newly identified. Furthermore, we examined
mutations of these genes in pediatric 192 AML patients by gene targeting. In total, 32 mutations were
identified in 31 of these specimens. The mutually exclusive pattern of the mutations in these BCOR/BCORL1
and cohesin components genes was identified, however, no associations of these genes with the prognosis
were found. Transcriptome analysis of AML cases with MEL1 high expression identified novel chimeric
fusions, and clonal evolutions were found. Our results indicated that a subset of subclone emerged at
relapse, suggesting heterogeneity in AML. Extensive methylation analysis is going to be done.
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