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Table 1. EMG examination results

. Spontaneous potential MUAP Recruitment
Test item
IA Fibrillation PSW  Fasciculation Other MUP  Amplitude Duration PPP pattern
R. tibialis anterior Normal None None None None  None Normal Normal Normal Normal
R. gastrocnemius anterior Normal None None None None  None Normal Normal Normal Normal
L. gastrocnemius anterior Normal None None None None  None Normal ~ Normal Normal Normal
L. quadriceps femoris anterior ~ Normal None None None None  None Normal ~ Normal Normal Normal
R. iliopsoas Normal None None None None  None Normal  Normal 1+ Normal
L. iliopsoas Normal None None None None  None Normal ~ Normal Normal Normal
L. biceps brachii Normal None None None None  None Normal Normal 2+ Normal
L. brachioradialis Normal None None None None  None Normal Normal 1+ Normal
R. quadriceps femoris Normal None None None None  None Normal ~ Normal Normal Normal
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Figure 1 EMG examination findings. The

left biceps brachii issued fibrillation waves in
stationary state (Panel la). With contraction
of the biceps brachii, reduced duration of
MUP, unchanged amplitude and increased
short spike polyphasic waves were found

(Panel 1b, 1c)
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Figure 2 The cross section of muscle biopsy showed several muscle fiber bundles in clear boundary, with no obvious hyperplasia of
fat - connective tissue. The structure of small vessel wall was normal, with neither inflammatory cell infiltration nor deposition of
abnormal substances. Multi-angular muscle fibers within the muscle bundle were closely arranged, the diameters of which were in
unimodal distribution and between 30-75 wm. Occasionally scattered distribution of small-angle-like atrophic fibers were found, the
diameters of which were between 5-30 wm. No muscle fiber hypertrophy, necrosis, regeneration, ring, scroll-shaped or lobated change
were found. Neither were the significant nuclear shift as well as vacuolization of muscle fibers low power magnified. HE staining
(Panel 2a). ORO staining revealed light-moderate increase of fat droplets inside muscle fibers (Panel 2b). SDH staining found no

deep staining of muscle fiber membrane (Panel 2¢). COX staining found no deep stained muscle fibers or COX-negative muscle fibers
(Panel 2d)
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Figure 3 DNA chromatography. The exon 7 ¢.592A > G (p.Lys198Glu) mutation (Panel 3a). The exon 14 ¢.1349G > A (p.
Arg450His) mutation (Panel 3b)
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