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Identification of candidate genes on long arm of chrosome 20, which are involved
in molecular pathogenesis of myelodysplastic syndromes
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In this study, we attempted to identify and to characterize genes which are
located on long arm of chromosome 20, and are involved in molecular pathogenesis of myelodysplastic
syndromes (MDS). We analyzed selected 32 genes. No recurrent mutations were found in all coding
regions of 32 genes in MDS patients. Expressions of PTPN1, PLCG1, and BCAS4 genes were reduced In
MDS patients. Methylation of promoter regions in these genes results in reduced expression in MDS
without deletion of long arm of chromosome 20. Reduced expressions of these three genes were
associated with worse overall survival of the patients. Molecular and cellular biological analyses
indicated that reduced expression of PTPN1, which encodes protein tyrosine phosphatase, causes
up-regulation of JAK2-STAT5 pathway, leading to alteration in proliferation and differentiation
processes in erythroid series.
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