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ZL T fi#Machado—Josephyi (MJD) 2 KI5 AR J2 I PR 4 48 o AR BRARE 550, K162 W7 by a4 P /S o 2 335 2K 1R
(SCA) ZX Z (14551505 N Je 301 X A I “1E% 7 AAEMIDEERI S AR 734, K6 HEMUDZE IR ()5 A AT T A48 3 F gk 4o 22 4
FIRE (MCV ELSCV) i 15 k2 B A (BAEP) ,  AWHE 75 & FELA. (VEP) RS Ao 45 A tH 105K & 2545195 N B LBISE IR i
184 LAZAMIDEE R KA, CAG—RZ BRI T3~TIIR, S A P Beie380~402bp, ¥JAAG T 1EH ACAG
SRR E R 18~401K, S4B 200~270bp,  HUAFLRIIMIDIISCVIR S LUMCV I &, 1 B fIMCY, SCV L4 I
JE W, BAEP. VEPYJATAFIREE v AR Bk (0 7 s MIDIIAC e Al TR, dER e, PR LU/
PEILFF RN FEHER, LU SRS SSIRAE, WLAZA UL T 0% A MRUR/MNR SRS, T4
FEAETE, R ML BH ) SE 4

Abstract: To investigate the gene mutation of clinical and neuroelectrophysiological
characteristics in Machado—Joseph disease(MJD). The gene mutation was detected in 45 patients
diagnosed as spinocerebellar ataxia(SCA) and 30 “healthy relatives” . Brain stem evoked potentials
(BAEP), visual evoked potentials(VEP) and motor conduction velocity (MCV) and sensory conduction
velocity (SCV) were performed on MJD. Gene mutations were detected in 25 patients and a 18-year—old
girl among 16 families. Trinucleotide repeats of CAG were 73~79. The fragments of abnormal alleles
were 380~402bp, and all patients were heterozygous. The copy numbers of normal alleles were 18~
40, fragments from 202~270bp. SCV reduction was much obvious compared to MCV, MCV and SCV in lower
limb ?ere much more slow than that in upper’ s. BAEP, VEP were also delayed in latency. The
anticipation in parental sex bias were much more obvioius than that in matental’s. Cerebellar
ataxia was most severe, the next were dysarthria and bulging eyes. Amytrophy was seen only in bed
ridden patients. Cerebellar atrophy was more severe than brain stem, cord atrophy was n’ t observed
in all MJD.
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