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ARTICLE

Novel congenital disorder of <i>O<[i>-linked glycosylation caused by GALNT2 loss of function. Brain,

2020, 143,1114-1126.

Phenotypic heterogeneity and mosaicism in Xia-Gibbs syndrome: Five Danish patients with novel
variants in AHDC1. European Journal of Medical Genetics, 2021, 64, 104280.
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