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JARID2 haploinsufficiency is associated with a clinically distinct neurodevelopmental syndrome. 0.4 13
Genetics in Medicine, 2021, 23, 374-383. ’

Intracerebral hemorrhage in a neonate with an intragenic COL4A2 duplication. American Journal of
Medical Genetics, Part A, 2021, 185, 571-574.

Rare deleterious mutations of HNRNP genes result in shared neurodevelopmental disorders. Genome

Medicine, 2021, 13, 63. 8.2 50

<i>PUM1<[i> haploinsufficiency is associated with syndromic neurodevelopmental delay and epilepsy.
American Journal of Medical Genetics, Part A, 2020, 182, 591-594.

Sleepa€disordered breathinf and nocturnal hypoventilation in children with the MECP2 duplication
syndrome: A case series and review of the literature. American Journal of Medical Genetics, Part A, 1.2 6
2020, 182, 2437-2441.

Lessons learned from 40 novel <i>PIGA<[i> patients and a review of the literature. Epilepsia, 2020, 61,
1142-1155.

Loss of USP18 in microglia induces white matter pathology. Acta Neuropathologica Communications,
2019, 7, 106. 5.2 15

Aberrant Function of the C-Terminal Tail of HISTIH1E Accelerates Cellular Senescence and Causes
Premature Aging. American Journal of Human Genetics, 2019, 105, 493-508.

De novo variants in FBXO11 cause a syndromic form of intellectual disability with behavioral problems

and dysmorphisms. European Journal of Human Genetics, 2019, 27, 738-746. 2.8 32
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