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Fig. 1 Clinical features of the patient and his mother.

Pes cavus, pes equinovarus, and hammer toe were observed in the patient (A and B) and his mother (C and D). The CT images of the patient

(E-I) showed a volume reduction of the tibialis anterior muscles (H and I, arrows), while the muscles of other regions were preserved.
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Fig. 2 Cerebral magnetic resonance images of the patient.

Cerebral MRI diffusion-weighted images (DWI), apparent diffusion coefficient images (ADC), and T,-weighted images (T,WI) were obtained

at onset (A-C, left column) and two months after onset (D-FE right column). At onset, DWI showed hyperintensities in the bilateral centrum

semiovale, genu of corpus callosum, and left body of the corpus callosum (A, arrows). ADC showed reciprocal hypointensities in the same

region (B, arrows). The T,WI showed mild hyperintensities in the same region (C, arrows). At 2 months after onset, the lesions with abnormal

intensities had completely disappeared (D-F).
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Table 1 CMTX1 patients with transient brain lesions.
Site of MRI lesion
Inducing Family history .
Author Age Gender GJB1 mutation
corpus periventricular cenjtrum other factors of neuropathy
callosum semiovale
this case 23 male + - + - drinking, mother, ¢.530T>C,
foreign travel brother p.V177A
Paulson et al. 29 male + - + - transfer to brother ¢.565G>A,
high altitude p.C168Y
Schetlhaas et al. 14 male + - + - infection mother p.R164W
Haneman et al. 10 male - + + middle cerebellar transfer to mother, ¢.304_306delGAG,
peduncle high altitude brother p.Q102del
Haneman et al. 19 male - + + - infection mother, ¢.304_306delGAG,
brother p.Q102del
Taylor et al. 12 male + - + - - mother, ¢.285C>T,
grandmother p.R75W
Halbrich et al. 16 male + + + - infection mother p-V139M
Rosser et al. 10 male + - + - - grandmother c.65G>A,
p-R22Q
Sakaguchi et al. 15 male + - + - infection mother ¢.397delT,
p-W133fx
Basu et al. 21 male + - + parietal lobe - mother, ¢.556G>T,
grandfather p.E186X
Sagnelli et al. 29 male + - - middle cerebellar transfer to mother, €.297_298insCAA,
peduncle high altitude grandmother p-Q99 H100insQ
Zhao et al. 15 male + + - internal capsule infection mother, c.278T>G,
grandmother p-M93A
Wu et al. 20 male + - + parietal lobe - mother, c.467T>G,
grandmother p.L156R
Xie et al. 24 male + + + parietal lobe manual laber grandfather c.445T>C,
p-F149L
U-King-Im et al. 11 male + + + - infection mother c.196G>A,
p-D66N
Fusco et al. 14 male - - + - - mother p-R164Q
Srinivasan et al. 10 male + - + internal capsule minor head mother c.65G>A,
injury p-R22Q
Shu et al. 13 male + + + - - mother, ¢.490C>T,
grandfather p.164R>W
Jennifer et al. 12 male - - + - - *1 c.98T>A,
pI33N
Al-Mateen et al. 14 male + - + - transfer to *2 ¢.260C>G,
high altitude p.P87L
Al-Mateen et al.*3 17 male + + + - - mother c.477G>A,
p.V139M
Sato et al. 28 male + + + - - *4 ¢.A396G,
p.-W132X
Kanou et al. 19 male + - + parietal lobe transfer to *5 c.491G>A,
high altitude p-R164Q
Anand et al. 7 male + + + - infection *6 ¢.530T>C,
p.V177A

*1. The patient’'s mother had high arches in feet.
*2. The family history was not mentioned.
*3. The brain lesions were significantly decreased but partially persistent at two months after onset.

*4, The patient’s brother and sister experienced similar episodes of transient limb weakness.

*5. The patient had no family history.
*6. The patient had no family history.
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Abstract

Charcot-Marie-Tooth disease showing transient central nervous system lesions
after a large amount of alcohol intake: A case report

Chisato Shimizu, M.D."”, Hiroo Kasahara, M.D.”, Natsumi Furuta, M.D., Ph.D.”,
Makoto Shibata, M.D."?, Kazuaki Nagashima, M.D., Ph.D.", Akihiro Hashiguchi, M.D., Ph.D.?,
Hiroshi Takashima, M.D., Ph.D.? and Yoshio Ikeda, M.D., Ph.D.”

UDepartment of Neurology, Gunma University Graduate School of Medicine
“Department of Neurology, National Hospital Organization Takasaki General Medical Center
¥Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Sciences

A 23-year-old man experienced numbness in the perioral region and right arm, and right leg weakness on the second
day after drinking a large amount of alcohol during foreign travel. His symptoms disappeared but then reappeared
repetitively. Cerebral MRI performed on the third day after onset showed multiple white matter lesions; however, these
lesions disappeared 26 days after onset. Neurological examination and nerve conduction studies revealed demyelinating
polyneuropathy. Genetic testing for Charcot-Marie-Tooth disease, X-linked dominant 1 (CMTX1) due to G/B1 mutation
was conducted based on the symptoms of transient central nervous system lesions and polyneuropathy exhibited by the
patient and his mother. As a result, a ¢.530T>C (p.V177A) substitution in exon 2 of GJ/BI was identified. CMTX1
patients should be advised to avoid excessive drinking because this could induce central nervous system lesions.

(Rinsho Shinkeigaku (Clin Neurol) 2018;58:479-484)
Key words: Charcot-Marie-Tooth disease, G/BI, X-linked dominant, transient central nervous system lesion




