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Clinical features and LAMA2 mutations of patients with congenital muscular
dystrophy type 1A: a case report and literature review

GUO Li, TANG Wen-Min, SONG Yuan-Zong. Department of Pediatrics, First Affiliated Hospital, Jinan University,
Guangzhou 510630, China (Song Y-Z, Email: songyuanzong@yvip.tom.com)

Abstract: Biallelic pathogenic mutations of the LAMA2 gene result in congenital muscular dystrophy type 1A
(CMD1A). The patient in this study was a boy aged 19 months, with the clinical manifestations of motor development
delay and increases in the serum levels of creatine kinase, aminotransferases, and lactate dehydrogenase. Genetic
analysis showed that the patient had compound heterozygous mutations in the LAMA?2 gene, among which ¢.7147C>T
(p-Ala2383Ter) from his mother was a known nonsense mutation, and ¢.8551 8552insAA (p.I1le2852ArgfsTer2) from
his father was a frameshift mutation which had never been reported before and was identified as a pathogenic mutation
based on the ACMG guideline. The boy was confirmed with CMDI1A. A literature review of related articles in China and
overseas revealed that most children with CMDI1A have disease onset within 6 months after birth, with the features of
motor developmental delay, elevated serum creatine kinase, and white matter impairment on imaging examination. The
mutations of the LAMA2 gene have remarkable heterogeneity, the majority of which are null mutations. There are no
specific treatment methods for CMD1A currently, and children with CMD1A usually have a poor long-term prognosis.

[Chin J Contemp Pediatr, 2020, 22(6): 608-613]
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type 1A, CMD1A ) ¥, CMDIA B0 5 F LAMA2 &
BE T 6q22-23, 2K 260kb, & 65 4T,
H R P A R R 1 02 A1 3122 A LR R
B, B8 IR, TR LA,
i U H 2 A dystroglycan 5 HILAH A& 22 1%,
53 dystrophin AHEAEH], o UBAN PR U 552
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AP SCHkH CMDIA BFSEGEE ARSI, T
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CMDIA MR . SEEREE | 182 Mast i 2= AR E Y
BREGR, A 2 R SR R
1 #ERERE
1.1 wBIT4E
BIL, B, 19A®, RARZhEEEG
VEREE. BILMEREHIEEEE, 3.7 AR
B PR B4 3k F 5 25 Be 2 i 2E fbFR A CKL CK-
MB., WRIRBLERE (ALT) | R R E %
HREHE (AST) ¥Thm (£ 1), &2 CMD, 11H
BEVEWLZE 45 5E (SMA ) SMN1., SMN2 i R A8 i ok
RS, RTFIRIGIT. 6 HIFEARGEA, 9 H
WA BEI S, T —ERi A im A fbiebr, &M
CK. CK-MB. ALT. ASTA/im (£ 1) o 1 ZHH?
ANBEISLATAE, IR R ORI B 2. A
DIk, UK AT, BAKIEH , K/AMETCRA

BILRSE 365 377, it 39 i, ARk
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MB. ALT. AST. ¥ Wi (LDH) F1 o- 5
TR AR (HBDH ) /KB RIE (£ 1)

®1 BILHREBERELR

AR (3% 1H) o

3.7 9 19
ALT (9~50 U/L) 159 70 56
AST (5~60 U/L) 164 63 70
CK (45~390 U/L) 5538 1777 1484
CK-MB (0~37 U/L) 236 111 92
LDH (159~322 U/L) 628 432 459
HBDH (239~288 U/L) 518 378 314
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[CK] JVLAR RS ; [CK-MB] JILAR A A T ; [LDH] FLARAR 06 ;
[HBDH] o- J25E T Wi &
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Aw]) AT EE Y AR AR AR, 4R
IR LR HACEE . A S 1AM Il DNA, X
RIY) LAMA2 PN A] BB A8 51T Sanger MY
B UE. ELURFRE AN H AR 40 S BE Sk M, L
To AR S AR AR S PCR 973G e s 5| W) 0t 3 47 43
BA: I 5'-AGGGTATTTCCTGCCCTACAAC-3',
JZ 7] 5'-GTATCACCCATTCTTGGCTGC-3'; 1E [7]
5'-CCGAGGAGACTTCGACCTAAA-3', J2[f] 5'-TGG-
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Snhk F BRI 43 BT IS CK R,
RIPTA BIL CK K- 28008 5 2 805 0
(491~6304 U/L, Z 7% {H [ 40~175U/L) , {H
ALT #1 LDH E &K #5832 4 8 )L47 k /i MRI
i, WERAMARSEEYS, F2E NS
HIGE A, Z200REB AR, i I AR B S i
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