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CCbC22 EBV-HLH

The altered immune response caused by CCDC22 mutation and its association with
EBV-HLH development and severity.

Yamashita, Yusuke

2,600,000
EBV-HLH CCDC22Vv38M HEK293T
CCDC22 NFk B V38M Neuro2a CCDC22
Ccdc22v38M
MEF RNAseq
CCDC22Vv38M HLH CCDC22
EBV-HLH CCDC22
CCDC22 CCbc22 NFK B
CCDC22 EBV-HLH

We conducted a functional analysis of the CCDC22V38M mutation, which was
identified in a patient with severe EBV-HLH. NFk B activity was unaffected by forced expression of
CCDC22 in HEK293T cells. However, the V38M mutation altered its intracellular localization.
Knockdown of CCDC22 in Neuro2a cells resulted in impaired neuronal differentiation. CCDC22V38M mice
did not significantly differ from wild type in their natural course. RNAseq of MEFs revealed
alterations in the expressions of cytokine- and chemokine-related gene. Although this study does not

establish a direct link between the CCDC22V38M mutation and the development of HLH, it suggests
that CCDC22 plays an important role in the functioning of the nervous and immune systems.
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The data shown are the mean &= SEM. ; **, p <0.01; ***,p <0.001.
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