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A case of congenital neutrophilic granulocytosis
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Abstract: Objective To understand the new mutation genes and mutation sites associated with congenital neutropenia (CN) and

elucidate the treatment process and to take in the outcome of children with congenital neutropenia.Methods The total screening
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results of disease development, treatment, reversion and blood system abnormality related single gene genetic diseases were collect-

ed and analyzed in the case of CN children.Results A 3-month-old children with unknown reason of recurrent of neutropenia was

diagnosed as congenital neutropenia through screening for genetic disorders.On account of being infected repeatedly, the child was

treated with antibiotics and granulocyte colony-stimulating factor in the hospital.Due to treatments , clinical symptoms can be partial-

ly alleviated in the process of treatment.However, the increase of white blood cells and neutrophils were not significantly.At present,

the child is in follow-up closely, of whose condition is temporarily stable.lt is recommended to be transferred to the hematology de-

partment for further hematopoietic stem cell transplantation treatment. Conclusion Abnormal blood system total relevant single

gene genelic disease screening suggests ELANE gene mutations, DNA mutation c. 197 T>G (exon 2) , amino acid mutation

DM66R , which isn’t reported in the current literatures so far.
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