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Abstract: Hemophagocytic lymphohistiocytosis (HLLH)is a severe inflammatory response syndrome char-
acterized by persistent fever,pancytopenia,and splenomegaly. Depending on its etiology,. HLH can be catego-
rized into primary hemophagocytic lymphohistiocytosis (pHLLH) and secondary hemophagocytic lymphohisti-
ocytosis. pHLH is a type of recessive genetic diseases,and the main pathogenesis is perforin-dependent defec-
tive lymphocyte cytotoxicity of cytotoxic T lymphocytes and natural killer cells. pHLLH is defined as the pres-
ence of HLH related gene deficiency through genetic testing, while cytokine profiles, detection of lymphocyte
cytotoxicity,and protein expression testing of HILLH-deficient gene can help to difine the type of HLH in an
early stage. Currently, the treatment of pHLH is based on HLLH-1994 or HLH-2004 induction regimens main-
ly,while due to its susceptibility to reactivation and persistent state of disease activity,the only radical treat-
ment is allogeneic hematopoietic stem cell transplantation. This review article provides an overview of pHLLH
with updates on pathogenesis,genes.diagnosis,and therapy.
treatment
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