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Establishing the research basis for innovative medical care of familial
hemophagocytic lymphohistiocytosis.
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We established a system to provide comprehensive screening of FHL to all HLH
patients by the detection of perforin expression in NK cells; Muncl3-4, syntaxin-11, and Muncl8-2
expression in platelets; by NK cell and CTL degranulation assays; and by genetic analysis. We compared
the levels of serum sIL2R, ferritin, and other readily available laboratory parameters among pediatric
HLH patients during the early stage of the disease, and showed that these parameters can be used to
predict the underlying etiology and to efficiently identify patients who need molecular screening for
FHL. Yasumi, et al. British J Haematologﬁ, 2015
We also established a system to analyze the cytolytic activity and the degranulation capacity of CTL
lines derived from HLH patients. In addition, we have succeeded in evaluating the effect of a UNC13D
mutation by transfecting the mutated cDNA construct into CTL lines established from a FHL3 patient.
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