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Exploring novel JAK2 mutations for definitive diagnostics of polycythemia vera
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Myeloproliferative neoplasms (MPNs) are a group of diseases characterized by a
clonal expansion of the hematopoietic/progenitor stem cells and an overproduction of blood cells, and
mainly consists of polycythemia vera (PV%, essential thrombocythemia (ET), and primary myelofibrosis
(PMF). The JAK2 mutation positivity in these diseases was 94.4% in PV, 51.9% in ET, and 54.7% in PMF. In
the mutant JAK2 negative PV cohort, 2 recurrent SNPs were identified using next generation sequencing
based technique targeting whole JAK2 exons. These SNPs are specifically identified in Asians; however,
both of the two are silent-mutations. For the diagnostic of PV, detecting the positivity of JAK2
mutations should be considered.
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