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Abstract: Objective: To explore the clinical and MRI features of Merosin-deficient congenital muscular dystrophy
type 1A (MDC1A). Methods: The data of clinic and MRI of MDCI1A (n = 8) reported in china were analyzed
retrospectively. Results: Of the 8 cases, there were four males and four females. All cases presented with motor
development retardation, muscular weakness and severe hypotonia within the first 6 months since birth, but without eye
abnormalities. The levels of serum creatine kinase (CK) were elevated markedly. Electromyography suggested a
myogenic damage process. Immunohistochemical studies of muscle biopsies for merosin were negative, and the ones
for alpha, beta-dystroglycan were positive. The main MRI findings of MDCI1A (n = 8) were observed as follows:
symmetrical white matter abnormalities with hyperintensity on MRI T2 weighted and hypointensity on MRI T1
weighted. Conclusion: The diagnosis of MDCI1A is based on the clinical findings of severe congenital hypotonia,
weakness with high blood levels of creatine kinase, white matter abnormalities, and dystrophy associated with negative
immunostaining of biopsied muscle for merosin.
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Figure 1. MRI of Merosin-deficient congenital muscular dystrophy
type 1A at the age of 3 years
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Table 1. Clinical data of 8 patients of Merosin-deficient congenital muscular dystrophy type 1A
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