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Identification of a novel JAK2-related fusion gene and elucidation of molecular
mechanism in leukemia
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We observed a t(9;17)(p24;q21) translocation in a 14-year old male with
B-progenitor acute lymphoblastic leukemia having myeloid antigen who had poor prognosis, and identified a
novel SPAG9-JAK2 fusion gene using paired end messenger RNA sequencing (mRNA-seq). Further SNP array and
multiple ligation-dependent probe amplification analysis (MLPA) identified the homozygous deletion of
CDKN2A and hemizygous deletion of CDKN2B, PAX5, BTG1l, and IKZF1. This ALL having both rearrangement of
activating tyrosine kinase and genomic lesions affecting lymphoid transcription factors is similar to the
Philadelphia chromosome (Ph) /BCR-ABL1 like ALL subgroup. This novel translocation identifies JAK2 gene
as a possible therapeutics target in ALL.
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