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Investigation of the pathomechanism of myotonic syndromes -

Na channel disorders of skeletal muscle and myotonic dystrophy

MERES (FEX)

HEREKRE
=8 IE#E (TAKAHASHI MASANORI)
KRKE - EZRHEE - B
MEELES: 20359847

WFSERR R O (F130) « I A4 b =—JEfERE (B Na 7 v 3Vl LOWREE Y X hr >
4 —) OIRREME AT > 7o, B Na 7 ¥ RATRICOW T, RELO B B OBRERRIT %
BRAEFZANATV, Y alb—ra VICURRBEAL I L, FRHRTHD T, £ b
0 OERIZE DI A M=—ZRIEL, O FWREEZMI L2 & bR S5, mRNA JK
ThDETFERRINTWVAGREE A ha 7 0 —{2oWnWTlE., RERE BS54 2 7520
HAOAFT L F XY RNVNDATTA L T ORG 2 DB TRET 2 N TE-,

WFER R o2 (3£30) : Pathomechanism of myotonic syndromes (Na channel disorders of
skeletal muscle and myotonic dystrophy) were investigated. Regarding the Na channel
disorders of skeletal muscle, the channel function of novel mutations identified in Japanese
patients were electrophysiologically analyzed and computer simulation were performed to
elucidate pathophysiological mechanism. It should be noted that we identified a first case
of non-dystrophic myotonia caused by a mutation in intron and revealed its molecular
mechanism. Regarding myotonic dystrophy which is recently hypothesized as “mRNA
disease”, missplicing of an ion channel mRNA which might be linked to arrhythmia was
identified in cardiac muscle.
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