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disease-related epilepsy. PLoS ONE, 2019, 14, e0214250.

Arrest of Fetal Brain Development in ALG11-Congenital Disorder of Glycosylation. Pediatric 1.0 3
Neurology, 2019, 94, 64-69. :

SLC35A23€€DG: Functional characterization, expanded molecular, clinical, and biochemical phenotypes
of 30 unreported Individuals. Human Mutation, 2019, 40, 908-925.

Bi-allelic Variants in TONSL Cause SPONASTRIME Dysplasia and a Spectrum of Skeletal Dysplasia

Phenotypes. American Journal of Human Genetics, 2019, 104, 422-438. 2:6 27

Expandin% the Spectrum of BAF-Related Disorders: De Novo Variants in SMARCC2 Cause a Syndrome
with Intellectual Disability and Developmental Delay. American Journal of Human Genetics, 2019, 104,
164-178.

Early infantile-onset epileptic encephalopathy 28 due to a homozygous microdeletion involving the

<i>WWOXc<[i> gene in a region of uniparental disomy. Human Mutation, 2019, 40, 42-47. 11 8

PARP1 inhibition alleviates injury in ARH3-deficient mice and human cells. JCl Insight, 2019, 4, .

Defective glycosylation and multisystem abnormalities characterize the primary immunodeficiency 3.9 4
XMEN disease. Journal of Clinical Investigation, 2019, 130, 507-522. :

Biallelic Mutations in ATP5F1D, which Encodes a Subunit of ATP Synthase, Cause a Metabolic Disorder.
American Journal of Human Genetics, 2018, 102, 494-504.

Urine oligosaccharide screening by MALDI-TOF for the identification of NGLY1 deficiency. Molecular 0.5 29
Genetics and Metabolism, 2018, 124, 82-86. :

A Recurrent De Novo Heterozygous COG4 Substitution Leads to Saul-Wilson Syndrome, Disrupted
Vesicular Trafficking, and Altered Proteoglycan Glycosylation. American Journal of Human Genetics,
2018, 103, 553-567.
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