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Fig. 1 Family pedigree.
squares, males; circles, females; diagonal line, deceased;
blackly filled, CMT patients confirmed to carry the MPZ
Thr124Met mutation; Greyly filled, CMT patients; arrow,
proband.
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Fig. 2 Pupil abnormalities in the present patient.

A) Asymmetrically dilated pupils. B) Reduced reaction to prolonged light-stimulation in bilateral
pupils. C) Absence of near vision reaction in the left pupil. D) The left tonic pupil responds hyperac-
tively to instillated 0.125% pilocarpine (29% reduction in the left pupil and 0% in the right pupil at 45

minutes after instillation).
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Table 1

FRERHIESE 49% 9% (2009: 9)

with dysautonomia caused by the MPZ Thr124Met mutation.

Dysautonomic characteristics of the present CMT family and those previously reported

No. of Pupillary Bladder Erectile Chronic Orthostatic

cases abnormality dysfunction dysfunction cough hypotension
Present family 7 3 cases 3 cases 2 cases 5 cases None
Kurihara et al. 3 16 14 cases N.D. N.D. N.D. N.D.
Misu et al. 6.7 10 7 cases None N.D. N.D. None
Stjkovic et al. ® 3 2 cases 2 cases 1 case N.D. (bolrgeafl?ne)
Baloh et al. 9 9 6 cases 1 case 1 case 9 cases N.D.
N.D.: not described
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Predominant parasympathetic involvement in a patient with Charcot-Marie-Tooth disease
caused by the MPZ Thr124Met mutation

Norimichi Nakamura, M.D., Nobutoshi Kawamura, M.D., Takahisa Tateishi, M.D.,
Hikaru Doi, M.D., Yasumasa Ohyagi, M.D., Ph.D. and Jun-ichi Kira, M.D., Ph.D.
Department of Neurology, Neurological Institute, Graduate School of Medical Sciences, Kyushu University

Erectile dysfunction, dysuria, photophobia, and chronic cough developed insidiously in a 49-year-old man from
his third decade. Severe difficulty of urination resulted in intermittent catheterization. He had six family members
who had suffered similar autonomic symptoms with or without motor deficits. He presented asymmetrical tonic
pupils, a neurogenic bladder, and mild sensory impairment in the distal parts of the bilateral lower limbs without
orthostatic hypotension and motor deficits. Nerve conduction studies revealed mild axonal changes with slightly
reduced conduction velocities in the lower limbs. His left pupil over-responded to instillation with 0.125% pilo-
carpine. Functional bladder tests showed an atonic bladder, suggesting postganglionic parasympathetic involve-
ment. Autonomic evaluation for sympathetic components including head-up tilt, beat to beat responses to Val-
salva’'s maneuver, cardiac MIBG imaging, plasma catecholamine levels and sweat tests were all normal. A genetic
test disclosed a heterozygous mutation of myelin protein zero (MPZ); p.Thr124Met. Selectively distributed
dysautonomia in this pedigree may indicate parasympathetic postganglionic components including the ganglion
as the primary target of this mutated MPZ in the autonomic nervous system.

(Clin Neurol, 49: 582—585, 2009)
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