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In benign adult familial myoclonic epilepsy (BAFME), expansions of intronic
TTTCA and TTTTA repeats were identified in SAMD12, TNRCE6A, and RAPGEF2. A new concept of repeat
motif-phenotype correlation was proposed. The finding strongly indicates the gain-of-function of the
expanded repeats is pathomechanism of BAFME.
The study also indicate the importance of genetic analysis focusing on repeat expansions. By
applying this strategy to neuronal intranuclear inclusion disease, oculopharyngeal myopathy with
leukoencephalopathy, and oculopharyngodistal myopathy, CGG repeat expansions were identified in
NOTCH2NLC, LOC642361/NUTM2B-AS1, LRP12, respectively.
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