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Comprehensive gene analysis of clonal hematopoiesis in childhood aplastic anemia
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We retrospectively studied 57 children with Aplastic anemia (AA) between
1992 and 2010. During the follow- up, five patients developed clinical PNH, in whom somatic PIGA
mutations were detected by targeted sequencing. The 10- year probability of clinical PNH development
was 10.2% (95% ClI, 3.6%-20.7%). Furthermore, the detection of minor PNH clones by flow cytometry at
AA diagnosis was a risk factor for the subsequent development of clinical PNH.
We performed whole-exome sequencing (WES) of paired bone marrow-germline reference samples in 41
patients. WES detected reccurent gene X mutations as a novel mutational target. Gene X mutation may
be associated the pahophisiology of AA.
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