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Integrated analysis of clonal evolution at early stage of myelodysplastic syndrome.
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We performed whole exome sequencing of 22 patients who diagnosed aplastic anemia
and progressed myelodysplatic syndromes, which identified 66 mutations. They included not only PIGA which
was already reported in aplastic anemia but also BCOR and BCORL1 which were not. Given analysis of
different time points of several years from diagnosis, a tiny clone with mutations increased and acquired
novel genetic alterations such as SETBP1 mutations, which related to advanced disease. In conclusion,
variation of complicated clone structure informs the evolution from aplastic anemia to myelodysplatic
syndrome.
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