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Gegetic basis and molecular mechanism of anti-NMDAR encephalitis in early
infant.
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IRAK4 deficiency is an immunodeficiency syndrome caused by impairment of
innate immunity, and early diagnosis is extremely important to prevent severe and fetal outcomes.
Anti-N-methyl-D-aspartate receptor (NMDAR) encephalitis, on the other hand, is an autoimmune
encephalitis characterized by central hypoventilation and involuntary movements. Since
infantile-onset anti-NMDAR encephalitis is very rare, we performed whole exome analysis and
identified novel heterozygous mutations in IRAK4 (Y10Cfs*9, R12P). We performed functional analysis
of both mutations and established a novel evaluation system to properly assess IRAK4 mutations. In
this study, we also suggest the possible link between inborn errors of immunity and early onset

anti-NMDAR encephalitis.
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NF-KB reporter activity in HEK293T transfectants
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