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ARTICLE

Biallelic truncating variants in <i>ATP9A«<[i> cause a novel neurodevelopmental disorder involving
postnatal microcephaly and failure to thrive. Journal of Medical Genetics, 2022, 59, 662-668.

Expanding the clinical and molecular spectrum of <scp><i>ATP6V1A<[i> <[scp> related metabolic cutis
laxa. Journal of Inherited Metabolic Disease, 2021, 44, 972-986.

A CRISPR-Cas9a€“engineered mouse model for GPl-anchor deficiency mirrors human phenotypes and

exhibits hippocampal synaptic dysfunctions. Proceedings of the National Academy of Sciences of the
United States of America, 2021, 118, .
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