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[Abstract]  Objective To report a LAMA2 gene mutation (c. 7147C > T/p. Arg2383X, c. 6513 _
6515delTGT/p.2172delVal ) in a patient of merosin-deficient congenital muscular dystrophy type 1A (MDC1A).
Methods
the 65 exons of LAMA2 gene, Agarose gel electrophoresis ( AGE ) was used to identify the product of PCR , after

Extract DNA in the peripheral blood of a MDC 1A patient and her parents , PCR was used to duplicate all
purification , the product of PCR was sequenced rightly . Results Many mutations of LAMA2 gene were identified in
the proband ,among them ,c. 7147 C > T(heterozygosis ) was a nonsense mutation (p. A 1¢2383X). Another mutation
c. 6513 _6515delTGT ( heterozygosis ) result in lost of a single amino acid residues ( p. 2172delVal ), the other
mutations all occurred in the polymorphic site or intron area ,only have a small possibility to influence the function of
LAMA?2 gene. The father of proband is identified mutation c¢. 7147 C > T (heterozygosis ) , mother was identified
mutation c. 6513 _6515delTGT ( heterozygosis ) . Conclusions
7147 C > T ( heterozygosis ) , the other allele is identified mutation ¢. 6513 _6515delTGT ( heterozygosis ) , both the

One allele of the proband is identified mutation c.

mutations occurred in the area of G function area of the encoding protein laminin -2, result in the phenotype of
congenital muscular dystrophy .
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