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YY1 Haploinsufficiency Causes an Intellectual Disability Syndrome Featuring Transcriptional and
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Elucidation of the phenotypic spectrum and genetic landscape in primary and secondary microcephaly. 9.4 57
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Heterozygous Variants in KMT2E Cause a Spectrum of Neurodevelopmental Disorders and Epilepsy.
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The role of recessive inheritance in early-onset epileptic encephalopathies: a combined whole-exome
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<i>ZC4H2<[i>, an XLID gene, is required for the generation of a specific subset of CNS interneurons.
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De Novo Variants in the F-Box Protein FBXO11 in 20 Individuals with a Variable Neurodevelopmental 6.2 48
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SPEN haploinsufficiency causes a neurodevelopmental disorder overlapping proximal 1p36 deletion
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Spatially clustering de novo variants in CYFIP2, encoding the cytoplasmic FMRP interacting protein 2,
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Monoallelic BMP2 Variants Predicted to Result in Haploinsufficiency Cause Craniofacial, Skeletal, and
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Characterization of SETD1A haploinsufficiency in humans and Drosophila defines a novel
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Further corroboration of distinct functional features in SCN2A variants causing intellectual
disability or epileptic phenotypes. Molecular Medicine, 2019, 25, 6.

Partial Loss of USP9X Function Leads to a Male Neurodevelopmental and Behavioral Disorder
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A recurrent germline mutation in the <i>PIGA<[i> gene causes Simpsona€Golabia€Behmel syndrome type 2.
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Genotype-phenotype evaluation of MED13L defects in the light of a novel truncating and a recurrent

missense mutation. European Journal of Medical Genetics, 2017, 60, 451-464. 1.3 34
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New insights into the clinical and molecular spectrum of the novel CYFIP2-related

neurodevelopmental disorder and impairment of the WRC-mediated actin dynamics. Genetics in
Medicine, 2021, 23, 543-554.

Mutations in XRCC4 cause primary microcephaly, short stature and increased genomic instability.
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Loss-of-function and missense variants in NSD2 cause decreased methylation activity and are
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Clinical and experimental evidence suggest a link between KIF7 and C5orf42-related ciliopathies
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The broad phenotypic spectrum of PPP2R1A-related neurodevelopmental disorders correlates with the
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A severe congenital myasthenic syndrome with d€cedropped heada€-caused by novel <i>MUSK«</[i>
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Bi-allelic TMEM94 Truncating Variants Are Associated with Neurodevelopmental Delay, Congenital
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Missense and truncating variants in CHD5 in a dominant neurodevelopmental disorder with
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<i>CDK5RAP2<[i> primary microcephaly is associated with hypothalamic, retinal and cochlear
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Swiss newborn screening for severe T and B cell deficiency with a combined TREC/KREC assay 4€“
management recommendations. Swiss Medical WeeRly, 2020, 150, w20254.

Whole Exome Sequencing in Coloboma/Microphthalmia: Identification of Novel and Recurrent
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Noninvasive prenatal testing: more caution in counseling is needed in high risk pregnancies with
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<scp><i>MED27«[i><[scp> Variants Cause Developmental Delay, Dystonia, and Cerebellar Hypoplasia.
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Confirmation of Ogden syndrome as an X4€linked recessive fatal disorder due to a recurrent
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Clinical and functional characterization of two novel <i>ZBTB20«</i> mutations causing Primrose
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Bi-allelic Pathogenic Variants in HS2ST1 Cause a Syndrome Characterized by Developmental Delay and
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malignant brain tumor in a young child. Pediatric Blood and Cancer, 2022, 69, e29680.

Periorbital pigmented skin tags and milia. Pediatric Dermatology, 2020, 37, 740-741. 0.9 1
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