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Congenital muscular dystrophy caused by LAMA2 gene mutation in neonates: a case report CHEN Yixian,
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[Abstract] Objective To explore the clinical manifestations.,laboratory examination and genetic test
results analysis of children with congenital muscular dystrophy caused by LAMA2 gene mutation. Methods The
clinical data of a child with congenital muscular dystrophy type 1A (MDCI1A) were reviewed and the familial
LAMAZ2 mutation was analyzed. Results The child,male,6 months,had decreased muscle tone,limited joint
movement and feeding difficulties after birth. Laboratory examination showed a significant increase in creatine
myase,and two heterozygous changes of LAMAZ gene were verified by high-throughput sequencing and Sanger
sequencing: one was the nonsense mutation c. 4048C>T from the mother and the other was the splicing
mutation c. 3556-13T > A from the father. There were backward growth and development and repeated
respiratory infections at follow-up. Conclusion The c. 4048C> T and c. 3556-13T> A of the LAMA2 may
be the pathogenic causes of congenital muscular dystrophy.
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