1108 | EiBBAFER (M)

W& - HRIF T

JOURNAL OF SHANGHAI JIAO TONG UNIVERSITY (MEDICAL SCIENCE)

Vol.40 No.8 Aug. 2020

R AR A BRI R FRE [ B R AFE R B R RS H

O\, BAES, RO, R, £KE, ¥E
TRERF IR R ERENH, F5 210009

[HHE] BEY - E 1A R BB 5 BUE 118 (glycogen storage disease type II, GSD 1) Z5iF% & 5K % (91 PR sk B 28 38 45 5,
F5iE - o3t 1 B4R R GSD 1T B 56 E % IR PR SR B B Rk s, AT IL A EAE 4R (magnetic resonance imaging, MRI) J
WU B . PREEBUSEIIEE S AL SE S I DNA, RT3 AT, G55 - SEIEH RI AW EENLIC ) 7 45, 63550 2 4F.
ALBE AR S (RILER) ., K& 5018 B A (UEIEH | AAETEIRR RS, BEWUER B b T &, W R EILA MRI R 7R LA
Z5)E, B RZ ., DLRE SRR ILA 2 A v, BR M R iy 6 P . R R0 5 W 2 S E 3% B0 28 MR M o- A
WS (acid a-glucosidase, GAA) FEPH c.1634C>T 4l 24y, HARFE N c.1634C>T A 587438, 4518 - GAA £ ¢.1634C>T 4l %58
AW G & A GSD 113,

[ SRR 1 Wk BB B U 118 ZEPRIARY s I PRAFAE

[DOI] 10.3969/j.issn.1674-8115.2020.08.018 [ AE4ZFKS ] R746.9 [ CikErE] A

Clinical characteristics and genetic analysis of adult late-onset glycogen storage disease type Il
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[Abstract] Objective - To investigate the clinical and genetic characteristics of adult late-onset glycogen storage disease type I (GSD II ). Methods - The
clinical data, muscular magnetic resonance imaging (MRI) and muscle pathological characteristics of a patient with late-onset GSD I were retrospectively
analyzed and his family history was investigated. Peripheral blood DNAs of the proband and his father were extracted for genetic testing. Results + The
proband presented progressive limb weakness for 7 years and short of breath after activities for 2 years. His parents were inbred, but he was the only one
among the 18 members of 5 generations who had clinical phenotype. The blood creatine kinase moderately increased. The muscle MRI of both lower
limbs showed that muscles were severely atrophied, and the fat component increased significantly. The pathological findings of muscle biopsy indicated
vacuolar degeneration and increased activity of acid phosphatase. Gene sequencing confirmed that the pathogenicity was a homozygous mutation of acid
a-glucosidase (GAA) gene ¢.1634C>T, and his father was a heterozygous mutation of ¢.1634C>T. Conclusion - Homozygous mutations of GAA4 gene

¢.1634C>T may lead to late-onset GSD I .
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Note: Muscle atrophy in the proximal part of both legs (arrows).

1 GSD I BUSEiEEW TR AR AR
Fig 1 Clinical image of lower limbs of proband with GSD II
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s frah fERLAL (motor unit action potential, MUAP) I 2, Hipwhzfe SRR H (K1),

Note: A. T2 weighted image of pelvic muscles. B.T2 fat suppression of pelvic muscles. C.T2 weighted image of thigh muscles. D. T2 fat suppression of thigh muscles. E. T2

weighted image of shank muscles. F. T2 fat suppression of shank muscles. 1—tensor fasciae latae; 2—iliopsoas; 3— obturator internus; 4— gluteus maximus; 5— adductor

magnus.

2 GSD I 2UEIEEW TR AR AR AR
Fig 2 MRI of the lower limbs of proband with GSD Il

# 1 GSD T RUEIEH LR E
Tab 1 EMG of the proband with GSD I

Spontaneous potential MUAP Interference pattern
i Polyphasic MUAP Non-polyphasic MUAP
Posit
Muscle Fibrillation 0: e N . Amplitude
potential sharp Oihers Polyphasic Duration ~Amplitude Phase Duration  Amplitude Description uv
wave wave/% /ms /uv /ms /uv
Vastus medialis (R) Pt b - 81.8 94 | 633 3.4 8.4 650 ~ athological interference ) o))
patterns/early recruitment
Myotoni Pathological interft
Deltoid (R) bt b oo RS 86 1 469 45 82 412 ariologica MMETIEIENCe 4 5 5
discharges patterns/early recruitment
Abductor pollicis brevis (R) — — - 63.6 10.9 843 3.7 10.7 722 Interference patterns 8613
Gastrocnemius (Medial B B 0 B B B B B Noncooperation B
head) (L) P
Note: R—right; L—left; | —shorter than standard duration.
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Note: A. H-E staining. B. ACP staining. C. PAS staining. D. SDH staining. E. CCO staining. F. SBB staining.

3 SEIEEAAER (X100)
Fig 3 The proband’s muscle pathology (x100)
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Note: A. The proband was homozygous for ¢.1634C> T mutation (arrow). B. The proband’s father was heterozygous for ¢.1634C>T mutation (arrow).

4 SEiEERELLH Sanger MIFEE

Fig 4 Sanger sequencing results of the proband and his father
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