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Fig. 1 Extremities of the patient.
A: Hands: The metacarpophalangeal joint were extended, the distal and proximal interphalangeal joints were flexed and contracted.
B: Foot: The foot did not show deformity. His joints were flaccid.

Table 1 Nerve conduction studies.

Motor nerves distal latency (ms) CMAP Amplitude (distal/proximal) (mV) MCV (m/s)
Median nerve (right) 8.4 (<4.2) 0.172/0.084 (>3.5/>3.5) 9.9 (>48)
Ulnar nerve (right) 10.2 (<3.4) 0.05/0.009 (>2.8/>2.7) 12.0 (>49)
Tibial nerve (right) NE

Sensory nerves

Median nerve (right) NE

Ulnar nerve (right) NE

Sural nerve (right) NE

Sensory action potentials were absent in median, ulnar and sural nerves. CMAP: compound muscle action potential,
MCYV: motor conduction velocity, NE: not evoked. ( ) indicates normal range. Normal values of distal latency, CMAP and

MCV were taken from reference 4.
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HEL TV, HIEE I T IC X ) R CH - 72
RIS TR L, WRBREHEIBETH 572 THHK
SO TTHE, R - ZERER T O BRI U O AT R A
37 <, FArdsj= o — 0 VLR O Lo 7.

BRI - — R TR E 2 3203, CK 62 U/
(IF : 41~153), AFP L1ng/ml (iF : ~10 ng/ml) & IEH HifH
THhHo7.

WG L > b7 L BHEZE IS Cobb £ 71 B, JEMEST IS
Cobb 1 61 EOTEMI N — 7 &R THED D - 72

BHFS MRI - K3 X OV, Bl lc w2 o %

o7z,

A HENA - BB SRR TR IE R, R
MR OB O, $HEMHIGEHENMN (compound muscle
action potential; CMAP) OIRIFRT, s B) (2 E 5 E DI
TERBOZ. EEMREO CMAP IXFRE SN o7z, IEHH
e, B, BEEMRE O KEMBEEIEN (sensory nerve
action potential; SNAP) 558 &> o 72 (Table 1), &
R, BB CRIRIEEAL & T O % 520,
T TR TR OB OO (Fig. 2). H—HHEH
. AL 5, A A Tl E B AT AL (motor unit
potential; MUP) % #Bb%r o 72, T _T O CLEHIEFI
FRFR AL % FRO 22 0o 7.

KAY RS E I - C6, C7 HMBMROEE LA, IR
#E? cross-sectional area (CSA) (LR HERLIZIHA L TWw7z
(Fig. 39).

e 0 A BERF O BYAR 1L 77 A 44T 13 NPPV T C pH 7.41,
#5311 43 mmHg, SEE7 A5 62 mmHg T - 72. NPPV
2N 2 CTUPIRBR A 0 & 1A T 9 % & AR R IAE AT 37,
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Fig. 2 Needle electromyogram (in maximum contraction).

A: In the biceps brachialis muscle, high amplitude potential and decreased interference pattern were recognized. B: In the tongue muscle, only

a reduction of the interference pattern was recognized. In first dorsal interosseous, vastus medialis, tibialis anterior, no muscle action potential

was observed. No denervation potential was observed in any of the tested muscles.

Diameter : 0.8 mm (2.09-3.89)
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Fig. 3 Ultrasound images of the left cervical nerve roots (A: long axis view of C6 nerve root, B: short axis view of C7 nerve root) and the

right median nerve (short axis view) (C: wrist, D: forearm, E: elbow, F: axilla).

C6 and C7 nerve roots and median nerve at the wrist were atrophied. () indicates mean values + 2SD in Japanese healthy adults, taken from

reference 5. CSA: cross-sectional area SD: standard deviation
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Abstract

A case of motor and sensory polyneuropathy and respiratory failure
with novel heterozygous mutation of the senataxin gene

Ruriko Kitao, M.D., Ph.D.V, Yutaka Honma, M.D., Ph.D.?, Akihiro Hashiguchi, M.D., Ph.D.?,
Kouichi Mizoguchi, M.D., Ph.D.?, Hiroshi Takashima, M.D., Ph.D.? and Tetsuo Komori, M.D., Ph.D.V
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9 Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Sciences

The patient was a 29-year-old male. He took his first steps at two-and-a-half years old, but his physical strength
deteriorated and he became non-ambulatory at 12 years old. He had respiratory failure at the age of 20, and finally
underwent tracheostomy with invasive positive-pressure ventilation (TPPV). He showed distal dominant muscle
weakness and atrophy, including the face. Spinal scoliosis was recognized. He had peripheral predominance of sensory
disorders. Nerve conduction studies showed a decrease of compound muscle action potential and a reduction of motor
nerve conduction velocity. Sensory nerve action potential was not evoked. In genetic analysis, c.23 C> T (p. T8M)
heterozygous mutation was found in the senataxin gene (SETX). Although SETX is a causative gene of familial
amyotrophic lateral sclerosis type 4 (ALS4), this case suggests that SETX mutation can also cause motor and sensory
polyneuropathy.

(Rinsho Shinkeigaku (Clin Neurol) 2020;60:466-472)
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