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[Abstract] ELANE mutation-associated neutropenia,which has two phenotypes,SCN and CyN,is auto-
somal dominant primary immunodeficiency disease. ELANE gene has many mutation sites. Besides, the patho-
genesis is unclear, resulting in early onset, repeated infection and multiple infection sites of SCN and CyN,
which can be malignant transformed into MDS or acute leukemia,or even death. Blood routine, bone marrow
cytological examination,and genetic analysis are helpful for the diagnosis. Long-term blood routine monito-
ring,regular bone marrow cytological examination,and genetic analysis is the gold standard for diagnosis. In-
fection prevention is a necessary measure for long-term management. G-CSF is a first-line treatment drug,and
the dosage used varies greatly among individuals; HSCT can cure the disease, but there are no guidelines for
indications for transplantation and pretreatment regimens. In addition, gene editing is the direction of radical
cure of this disease in the future.
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