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Abstract Objective: To investigate the characteristics of 8 patients carrying the lysosomal trafficking regulator (LYST)
heterozygous mutation, including their disease types, clinical features and prognosis. Methods: A total of 8 patients carrying
LYST heterozygous mutation were collected in the Department of Hematology in our center. The inclusion criteria were as
follows; patients with LYST heterozygous mutations detected by next-generation sequencing technology with no limitation of
the disease types. Results: Among 8 patients, 3 of them were diagnosed with hemophagocytic lymphohistiocytosis ( HLH) ,
2 with NK-cell leukemia, one with chronic active EBV infection (CAEBV) , one with Chediak-Higashi syndrome ( CHS-1)
secondary to HLH, and one with aplastic anemia (AA). Most patients had increased copies of EBV DNA in their peripheral
blood plasma and/or mononuclear cells, and EBV-sorting assays found that B cells, T cells, and NK cells could be infected,
accompanied with a significant decrease in NK cell activity. A total of 7 patients had enlarged lymph nodes at multiple sites
with a median SUV value of 5.5 on PET-CT (range: 2.7-13.3). There were 3 patients with HLH who were initially treated
with the HLH94 regimen, but they all relapsed in a short time with 2 deaths and 1 lost to follow-up. One patient with CHS-1
secondary to HLH was initially treated with dexamethasone alone and had quick relieve in his neurological symptoms. Stand-
ard HLH94 regimen was adopted because of his HLH relapse. He recovered well with overall survival (0S) of 14 months.
There were 2 patients with NK cell leukemia who were initially treated with DEP plus pemesterase regimen, 1 died without
remission and 1 has just finished the induction therapy. There was 1 case of CAEBV who still has intermittently febrile with
OS of 18 months. There was 1 case of AA who is in the preparation of bone marrow transplant, with OS of 3 months. Conclu-
sion: LYST heterozygous mutations can be associated with a variety of hematologic diseases, mostly HLH, but also atypical
CHS-1, NK-cell leukemia, CAEBV and AA, and can be detected clinically by next-generation sequencing technology to
obtain timely and comprehensive diagnostic information and prognosis.
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Br 7 A04E LYST ZEN Y 10 > HLH AH G & 3,
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