4

papers

5

all docs

2258059

104 3
citations h-index
5 5
docs citations times ranked

2053705

g-index

200

citing authors



ARTICLE

Impaired elF5A function causes a Mendelian disorder that is partially rescued in model systems by
spermidine. Nature Communications, 2021, 12, 833.

GATAD2B-associatedneurodevelopmental disorder (GAND): clinical and molecular insights into a
NuRD-relateddisorder. Genetics in Medicine, 2020, 22, 878-888.

Disruptive variants of <i>CSDE1</i> associate with autism and interfere with neuronal development

and synaptic transmission. Science Advances, 2019, 5, eaax2166.

Complex cytogenetic rearrangements at the DURS 1 locus in syndromic Duane retraction syndrome.

Clinical Case Reports (discontinued), 2013, 1, 30-37.
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