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Developmental Regression: A Case Report
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GM1 gangliosidosis is a rare autosomal recessively inherited metabolic disease due to deficiency
of B-galactosidase caused by mutations in the GLB7 gene. There have been three clinical sub-
groups in GM1 gangliosidosis, however it is difficult to differentiate because there is considerable
overlap between classical phenotypes and clinical and imaging findings among the subgroups,
Here, we report a Korean girl with type 2 GM1 gangliosidosis, who showed dysostosis multiplex
and progressive neurological deterioration, Developmental regression was first noted at the age of
9 months, and she was diagnosed as GM1 gangliosidosis by f-galactosidase enzyme analysis and

GLB1 mutation analysis at the age of 16 months,
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Fig. 1. Simple radiographs of the patient show ky-
photic curvature in the T—L spine, oval
shape vertebrae with inferior beaking, po-
inted appearance of the metacarpal bones,
and bilateral dysplastic acetabulum with
coxa valga deformities.
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