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Summary

Elucidation of genetico-clinico-functional correlation in Benign Adult Familial Myoclonus
Epilepsy (BAFME)

Takefumi Hitomi

Benign adult familial myoclonus epilepsy (BAFME) manifests autosomal dominant
inheritance, and its main symptoms are cortical tremor and rare generalized seizures. In
electrophysiology, the early cortical components of the somatosensory evoked potentials (SEPs)
are enlarged and Recently, it has become clear that the gene cause of BAFME is abnormal
expansion of TTTCA and TTTTA repeat numbers in intron of causative gene. However, the
relationship between genetic abnormalities and neurophysiological parameters is not clear.
Therefore, a retrospective study was performed on 18 BAFME patients regarding the
relationship with somatosensory evoked potentials (SEPs) and on 19 BAFME patients
regarding the relationship with electroencephalography (EEG). With respect to SEP analysis,
abnormal repeat length was not significantly correlated with SEP amplitudes, but patient age
was significantly positively correlated with P25 amplitude. As for EEG analysis, both abnormal
repeat length and age independently showed a negative correlation with the frequency of
posterior dominant rhythm. The results of SEPs suggested that the progression of the BAFME
phenotype (increased SEP amplitude) was affected by aging. The results of EEG suggested an
association of abnormal repeat length and aging with the degree of brain dysfunction.
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