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A case of spinal muscular atrophy type 1I

HJ.Cho, OMD, JYlee, OMD., PhD., D.GKm., OMD., PhD.
Dep. of Pediatrics, College of Oriental Medicine, Kyunghee University, Seoul, Korea

Neuromuscular disorders are common causes of weakness and hypotonia in the infantile period and
in childhood. Accurate diagnosts of specific neuromuscular disorders depends first on identification
of which aspect of the penpheral neuromuscular system is affected-the motor neuron in the spinal
cord, the nerve root or peripheral nerve, the neuromuscular junction, or the muscle-and then on the
determination of the etiology and specific clinical entity.

Spinal muscular atrophy(SMA) is the most common autosomal-recessive genetic disorder lethal to
infants. The three major childhood-onset forms of SMA are now usually called type I, typeI and
typelll. Progression of the disease is due to loss of anterior hom cells, thought to be caused by
apoptosis. Diagnosis is based on the course of the illness, as well as certain changes seen on nerve
and muscle biopsy and electrodiagnostic studies. More recently, our understanding of the genetics of
this disorder has provided a noninvasive approach to diagnoss.

We report on a 3-year-old male patient with spinal muscular atrophy typell. He had progressive
muscular weakness since 18 months of age. The upper arms were slightly, and the thighs
moderately atrophic. There was muscle weakness of both the upper and lower limbs, being more
proximal in distribution. Electromyogram revealed a neurogenic pattern.
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1) B/C(4/20):
ALP 130 U/l (&xA] 145~420 U/1, 1~9A4)
Chloride 112 mmol/l (Z32% 98~106 mmol/l,
1~194)

2) CBC(4/20): WNL

3) U/A(4/20): WNL

4) EKG(4/20): Lt. atrial rhythm. Incomplete Rt.
bundle branch block

5) Chest AP(4/20):

ratio is noted. Others are unremarkable

Increased cardio-thoracic

Imp) Mild cardiomegaly
6) 24 hrs. Holter(4/28): Unremarkable
7) T-L spine MRI(5/4): No remarkable findings

8) EMG(4/27)

(X 2) &2
The needle EMG for Lt L/E & U/E were shown
abnormal spontaneous activity in Lt. Med

gastrocnemius and Rectus femoris muscles and the
MUAPs

patterns and large amplitudes and long durations

were shown reduced interferential
in all examed muscles.

The motor NCS were shown temporal dispersion
and small amplitude in Lt. CPN.

The sensory NCS were shown normative findings.
Imp) Anterior horn cell disease, Spinal muscular

atrophy, type II

[Current Medication)
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1) Acup.-Tx.
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3) Electro-Acup.-Tx.
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(1) Nerve conduction
A. motor conduction
Nerve  |Prox. latency(m sec) Distal latency(m sec)| Distance(mm) | Velocity(m/sec)
Lt. CPN 7.4(0.1) 3.4(0.2) 190 470
Lt. PTN 7.2(15) 29(19) 230 .0
Lt. median 5.6(5.1) 3731 120 66.7
Lt. Ulnar 55(1.5) 3019 130 52.4
B. SNAP
Nerve Latency(m sec) Ampl. Distance(mm) Velocity(m/sec)
Lt. sural 19 11.1 70 3712
Lt. SPN 20 199 70 34.8
Lt. radial 19 6.7 70 378
Lt. median 26 305 120 46.5
Lt. Ulnar Not checked
F-wave H-reflex
Lt CPN : 289
Lt. PTN : 305 Lt : 196
Lt. median : 294 Rt. : 184
Lt ulnar : 329
(2) Electromyography
At Rest On Volition
Muscle |Insertional! . Minimal Contr. Maximal Contr.
Activity |1 | PoS- (Fascl oy p gl popy, | Dur. | Ampl Interferencel
(ms) | (mv) | Pattern
Lt. MG 1 |+ + 56 | 9-10 | L1 11
Lt. Rf 1 | + 56 | 89 | Jl{
Lt. Biceps - + 56 | 56 Vi
Lt. FCR i + 5-6 8-9 VL

<E 1> EMG Z=t
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