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Updates of molecular testing in the diagnosis and monitoring of myeloid neoplasms
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Myelodysplastic syndromes (MDS) are a group of clonal hematopoietic stem cell disorders characterized by ineffective hematopoiesis, cytopenia, and morphologic
evidence of dysplasia. Myeloproliferative neoplasms (MPN) are a group of hematopoietic neoplasms characterized by proliferation of at least one hematopoietic
lineage, with minimal defects in maturation. Both entities have recurrent molecular genetic abnormalities and increased risk of transformation to acute myeloid
leukemias (AML). The emergence of next-generation sequencing (NGS) technique has expanded the genetic landscape of MPN, MDS, and AML, and has
revealed novel somatic mutations in genes that regulate mRNA splicing, DNA methylation, histone modification, transcription, and signal transduction with roles
in leukemogenesis and disease progression. We share our experience using molecular testing in the diagnosis and disease monitoring of patients with myeloid
neoplasms.
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