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FFFER R OMEEE (3532) : To elucidate the etiology of acute necrotizing encephalopathy (ANE)
and acute encephalopathy with biphasic seizures and late reduced diffusion (AESD),
genetic analyses were performed. We collected blood samples by a nationwide collaborative
study, and examined mutations and polymorphisms of candidate genes. We found that
polymorphism of a mitochondrial enzyme, CPT2, and an adenosine receptor, ADORA2A,
predisposes children to AESD, and that certain HLA types are a risk factor for ANE. These
findings led to identification of key molecules of the pathomechanism of these syndromes.
We also found that Japanese sporadic ANE is unrelated to mutation of RANBPZ2, unlike
familial ANE in Caucasians.
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