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DNA Polymerase Epsilon Deficiency Causes IMAGe Syndrome with Variable Immunodeficiency. American
Journal of Human Genetics, 2018, 103, 1038-1044.

Mutations in ARMC9, which Encodes a Basal Body Protein, Cause Joubert Syndrome in Humans and

Ciliopathy Phenotypes in Zebrafish. American Journal of Human Genetics, 2017, 101, 23-36. 6.2 [

ALG1-CDG: Clinical and Molecular Characterization of 39 Unreported Patients. Human Mutation, 2016,
37, 653-660.

Mutations in SNORD118 cause the cerebral microangiopathy leukoencephalopathy with calcifications 914 114
and cysts. Nature Genetics, 2016, 48, 1185-1192. .

Heterozygous Deletion of KLHL1/ATX8O0S at the SCA8 Locus Is Unlikely Associated With Cerebellar
Impairment in Humans. Cerebellum, 2016, 15, 208-212.

Narrowing the critical region for overgrowth within 13q14.2-q14.3 microdeletions. European Journal 13 9
of Medical Genetics, 2015, 58, 629-633. )

An intragenic deletion of the NFIA gene in a patient with a hypoplastic corpus callosum, craniofacial

abnormalities and urinary tract defects. European Journal of Medical Genetics, 2014, 57, 65-70.

Carbimazole/methimazole embryopathy in siblings: A possible genetic susceptibility. Birth Defects 16 8
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