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Clinical Features of Congenital Myasthenic Syndrome in Japan

Kaori Trahara, MD, Hirofumi Komaki, MD, Ryoko Honda, MD, Akihisa Okunwira, MD, Kazuhiro Shiraishi, MD,
Yuu Kobayashi. MD. Yoshitery Azoma, MD, Tomohiko Nakata, MD, Yasushi Ohya, MD and Masayuki Sasaki, MD

Departments of Child Newrology (K& HK, RH, M5} and Newrology (YO)

National Cemer Hospital of Newrology and Psychiarry, Kodaiva, Tokyo

Department of Pediutrics, Juntendo University School of Medivine, Tokye
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Deparvment of Pediatrics, Utano National Hospital, Kyero, (KS) |

Department of Pediatrics, Epilepsy Centes, Nishi-Nilgatw Chuo National Hospital, Niigata, (YK ;

Division of Newrogenetics, Center for Neurological DRiseases and Cances;

Nagova University Graduate School of Medicine, Nagova (YA, TN}

Objecrive: We examined the clinical and neuwrophysiological featuses of Japanese patlents with congenital myasthenic syndrome

{CMS).

Method : Subjects were five patieals who were diagnosed with CMS on the basis of clinical course, repelitive nerve stimulation

(RNS), and genetic analysis,

Resulis : Four patients masifested motor retardation within one vear of buth, while one manifested motor intolerance at three years
of age. The most characteristic symptom observed in all the patients was fluctuating muscle weakness, which varied on a daily basis or
continued for several days after the late infancy period. Only one patient manifested daily fluctuation of muscle weakness. RNS of the
accessory nerve evoked a decrementing response in three patients who were examined ; however, RNS of the median, ulnar, and tibial
nerves {one patient each’ did not evoke such responses. After the edrophoninm chloride test, no improvement was seen even if the
patients manifesied ptosis. For judgment of this test, improvement in decrementing rate observed while performing RNS was nseful. All
five patients who were administered medication based on the resulis of genetic analysis demonstrated an improvement in their symptoms.

Conclusion: We suggest that CMS can be disgnosed based on careful examination and clectrophysiological results. CMS is a treat-

able disorder, and therefore, correct diagnosis is important.

_74_

No To Hattatsn 2042;44:450-4

Presented by Medical*Online



B A @R = S E B &
IR R B E TR RS E (HE MR BRI EE)
S RVERHEE SRR D2 W « FRHE - TR PRTER] FEAF%E
VRN 24 RetE - A AR S
AT TR 25454 A
FATAT KRG ENEGEEEODE « RiE - IBRERRMEIELS
& B RERFREFZRF AR ERERT D
T466-8550 % HEMIEFIXEEERT6H
TEL: 052-744-2447 FAX: 052-744-2449







