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[ Abstract | Objective: To explore the clinical characteristics and gene mutation of children with essential thrombocytopenia ( ET)
induced by JAK2 gene V617F mutation. Methods: The clinical data and whole exome sequencing ( WES) results of a child with ET

induced by JAK2 gene V617F mutation were retrospectively analyzed, and the literature was reviewed to summarize the clinical

characteristics of children with ET induced by JAK2 gene V617F mutation. Results; WES showed that the V617F mutation in exon 14 of

JAK2 gene was found and mutated with a mutation ratio of 28% , which was not seen in the parents of the child. This mutation had been

reported to be associated with polycythemia vera (PV) , thrombocytopenia type 3, Budd-Chiari syndrome and acute myeloid leukemia.

Combined with the clinical manifestations, the child was diagnosed as ET. Conclusion: Gene test can be performed in the patients with

thrombocytosis to make a definite diagnosis.
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