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Investigation of the pathogeneisis of myelodysplastic syndromes and its
therapeutic biomarkers
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RNA sequencing of myelodysplastic syndromes revealed characteristic splicing
abnormalities caused by mutations in RNA splicing factors, which were likely to be underlying
mechanism of MDS pathogenesis. Gene expression analysis also separated MDS samples into two distinct
groups, which were correlated with distinct prognosis. Whole-exome sequencing of serially collected
MDS samples depicted complex pattern of clonal evolution in MDS patients with and without therapy.
Targeted sequencing of MDS before and after treatment of demethylating agent, azacidine, revealed
that most patient achieving complete remission harbored TP53 mutations, suggesting that TP53
mutations could be a therapeutic marker of azacitidine treatment.
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