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Abstract Objective: To investigate the characteristics and prognostic significance of hematological malignan-
cies in patients with the SET-NUPZ214 fusion gene. Methods: Clinical data of patients with acute leukemia harbo-
ring the SET-NUPZ214 fusion gene in our hospital from January 2016 to December 2020 were retrospectively ana-
lyzed. The flow cytometry, karyotype, the minimal residual disease detection(MRD), fluorescence in situ hybrid-
ization(FISH), T cell receptor gene rearrangement(TCR), mutant gene and fusion gene were analyzed. Results:
A total of 13 acute leukemia patients with positive SET-NUP214 were enrolled, including 11 males and 2 fe-
males. with a median age of 36 years(18-50 years). There were 10 cases of T-cell acute lymphoblastic leukemia/
lymphoma(T-ALL/T-LBL), accounting for 12. 20% (10/82) of adult T-ALL in the same period. It was often as-
sociated with the expression of myeloid lineage markers. The chromosome karyotype was detected in 8 patients,
of which 4 cases were normal karyotype. Ten patients underwent mutation gene detection, including 2 cases with
PHF6 mutation, 2 cases with NOTCHI1 mutation and 2 cases with JAK3 mutation. Eleven patients received
chemotherapy and 7 cases died or showed chemotherapy resistance during induction chemotherapy, of which 3 pa-
tients received hematopoietic stem cell transplantation after remission. Conclusion: SET-NUP214 fusion gene
positive acute leukemia is more common in young and middle-aged men with T-ALL, often accompanied by PHF6
and NOTCH1 gene mutations, which can benefit from allogeneic hematopoietic stem cell transplantation. The ex-
pression level of SET-NUPZ214 can be used as a monitoring indicator for the follow-up and prognosis of MRD,
which needs to be confirmed by further expanding the sample size.
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