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Fig. 1 Pedigrees of two families.

o

Pedigree 1 is an Okinawa family and pedigree 2 is a Shiga family. The arrow indicates a proband in each
family. Squares represent males and circles do females. Filled symbol means affected person with HMSN-P
symptoms. Diagonal bar indicates deceased individual.
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Fig. 2 CT scans of muscles at the level of neck, shoulders, thorax, buttocks, thighs and legs.
(A) Case 1; seven years after initial symptoms. Muscle atrophy and fatty changes are found in the shoulder girdle, paraspinal, buttocks and
predominantly in flexor aspect of thighs. Muscle degeneration appears mild in legs. (B) Case 2; ten years after initial symptoms. Muscle
atrophy and fatty changes are marked and severer compared with those in case 1.
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Table 1 Nerve conduction studies.
Case Nerves Type of nerve fibers DL (msec) Amplitude (mV) CV (m/s)

Case 1 median motor 3.9 5.937 54.8
ulnar motor 3.0 5.716 52.7
tibial motor 6.0 7.630 38.2

median sensory Not evoked

ulnar Sensory Not evoked
Case 2 median motor 3.9 5.508 56.4
ulnar motor 2.9 4.258 51.2
tibial motor 6.0 1.464 44.5

median sensory Not evoked

ulnar Sensory Not evoked

DL: distal latency, CV: conduction velocity. All nerves investigated are right side.
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Abstract

Two cases of hereditary motor and sensory neuropathy
with proximal dominant involvement (HMSN-P)

Chiaki Mori, M.D.", Tomoko Saito, M.D.”, Toshio Saito, M.D.”,
Harutoshi Fujimura, M.D." and Saburo Sakoda, M.D."

YDepartment of Neurology, National Hospital Organization Toneyama National Hospital

We, herein, report two independent cases with hereditary motor and sensory neuropathy with proximal dominant
involvement (HMSN-P) inherited in an autosomal dominant fashion. Their common clinical features are slowly
progressive proximal dominant muscular atrophy, fasciculations and mild to moderate distal sensory disturbance with
areflexia. Nerve conduction study revealed an absence of sensory nerve action potentials, in contrast to almost normal
compound muscle action potentials. Gene analysis in both patients elucidated heterozygous mutation (c.854C>T,
p.Pro285Leu) in the TFG, which is an identical mutation, already described by Ishiura et al. Okinawa and Shiga are two
foci of HMSN-P in Japan. Eventually, one patient is from Okinawa and the other is from a mountain village in Shiga
prefecture. When we see a patient who has symptoms suggestive of motor neuron disease with sensory neuropathy,
HMSN-P should be considered as a differential diagnosis despite the patient’s actual resident place.

(Rinsho Shinkeigaku (Clin Neurol) 2015;55:401-405)
Key words: hereditary motor and sensory neuropathy with proximal dominant involvement, TRK-fused gene,

motor neuron disease




