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Comprehensive gene analysis of acute encephalopathy to elucidate its variability
and commonality
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Acute encephalopathy is classified into multiple syndromes, such as acute
necrotizing encephalopathy (ANE), acute encephalopathy with biphasic seizures and late reduced diffusion
(AESD) and acute encephalitis with refractory, repetitive partial seizures (AERRPS). To elucidate the
molecular background of their variability and commonality, we conducted a comprehensive gene analysis and
functional analysis. Risk gene variants specific to individual syndromes included HLA genotypes, IL6 and
IL10 polymorphisms for ANE, ADORA2A and IL1B polymorphisms for AESD, and SCN2A polymorphism for AERRPS.
Risk variants relevant to multiple syndromes included CPT2 and IL1RN polymorphisms and missense SCN1A
mutations. Most factors were involved in either innate immunity or neuronal excitation.
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