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Genome sequencing identifies major causes of severe intellectual disability. Nature, 2014, 511, 344-347. 13.7 996

Meta-analysis of 2,104 trios provides support for 10 new genes for intellectual disability. Nature
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Loss-of-Function Mutations in Euchromatin Histone Methyl Transferase 1 (EHMT1) Cause the 9q34
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A SWI/SNF-related autism syndrome caused by de novo mutations in ADNP. Nature Genetics, 2014, 46,
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Systematic Phenomics Analysis Deconvolutes Genes Mutated in Intellectual Disability into
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Mutations in DDX3X Are a Common Cause of Unexplained Intellectual Disability with Gender-Specific
Effects on Wnt Signaling. American Journal of Human Genetics, 2015, 97, 343-352.

A clinical utility study of exome sequencing versus conventional genetic testing in pediatric 11 290
neurology. Genetics in Medicine, 2017, 19, 1055-1063. :

Disruption of an EHMT1-Associated Chromatin-Modification Module Causes Intellectual Disability.
American Journal of Human Genetics, 2012, 91, 73-82.

Evaluation of DNA Methylation Episignatures for Diagnosis and Phenotype Correlations in 42

Mendelian Neurodevelopmental Disorders. American Journal of Human Genetics, 2020, 106, 356-370. 26 171

De Novo Mutations in Protein Kinase Genes CAMK2A and CAMK2B Cause Intellectual Disability.
American Journal of Human Genetics, 2017, 101, 768-788.

Disruption of POGZ Is Associated with Intellectual Disability and Autism Spectrum Disorders. 06 132
American Journal of Human Genetics, 2016, 98, 541-552. :

De novo gain-of-function and loss-of-function mutations of<i>SCN8A«/i>in patients with intellectual
disabilities and epilepsy. Journal of Medical Genetics, 2015, 52, 330-337.

BCL11A Haploinsufficiency Causes an Intellectual Disability Syndrome and Dysregulates Transcription. 06 118
American Journal of Human Genetics, 2016, 99, 253-274. :

Functional convergence of histone methyltransferases EHMT1 and KMT2C involved in intellectual
disability and autism spectrum disorder. PLoS Genetics, 2017, 13, e1006864.

Clinical Presentation of a Complex Neurodevelopmental Disorder Caused by Mutations in ADNP. o7 108
Biological Psychiatry, 2019, 85, 287-297. )

TAF1 Variants Are Associated with Dysmorphic Features, Intellectual Disability, and Neurological

Manifestations. American Journal of Human Genetics, 2015, 97, 922-932.

De Novo Loss-of-Function Mutations in USP9X Cause a Female-Specific Recognizable Syndrome with
Developmental Delay and Congenital Malformations. American Journal of Human Genetics, 2016, 98, 2.6 95
373-381.
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Neuronal network dysfunction in a model for Kleefstra syndrome mediated by enhanced NMDAR

signaling. Nature Communications, 2019, 10, 4928.

Involvement of the kinesin family members<i>KIF4A<[i>and<i>KIF5C</i>in intellectual disability and

synaptic function. Journal of Medical Genetics, 2014, 51, 487-494. L5 20

Identification of rare de novo epigenetic variations in congenital disorders. Nature Communications,
2018, 9, 2064.

The genetics of cognitive epigenetics. Neuropharmacology, 2014, 80, 83-94. 2.0 78

Histone Methylation by the Kleefstra Syndrome Protein EHMT1 Mediates Homeostatic Synaptic Scaling.
Neuron, 2016, 91, 341-355.

De Novo Mutations in CHAMP1 Cause Intellectual Disability with Severe Speech Impairment. American 06 -
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Haploinsufficiency of MeCP2-interacting transcriptional co-repressor SIN3A causes mild intellectual
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Heterozygous HNRNPU variants cause early onset epilepsy and severe intellectual disability. Human
Genetics, 2017, 136, 821-834.

De Novo Missense Mutations in DHX30 Impair Global Translation and Cause a Neurodevelopmental 06 66
Disorder. American Journal of Human Genetics, 2017, 101, 716-724. ’

Reduced Euchromatin histone methyltransferase 1 causes developmental delay, hypotonia, and cranial
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Developmental Biology, 2014, 386, 395-407.

Human neuronal networks on micro-electrode arrays are a highly robust tool to study

disease-specific genotype-phenotype correlations inAvitro. Stem Cell Reports, 2021, 16, 2182-2196. 2.3 63

Truncating Variants in NAAL5 Are Associated with Variable Levels of Intellectual Disability, Autism
Spectrum Disorder, and Congenital Anomalies. American Journal of Human Genetics, 2018, 102, 985-994.

Expanding the Spectrum of BAF-Related Disorders: De Novo Variants in SMARCC2 Cause a Syndrome
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Novel mutations in LRP6 highlight the role of WNT signaling in tooth agenesis. Genetics in Medicine,
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De Novo Truncating Mutations in the Last and Penultimate Exons of PPM1D Cause an Intellectual
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A detailed clinical analysis of 13 patients with AUTS2 syndrome further delineates the phenotypic
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The molecular and phenotypic spectrum of <i><scp>IQSEC</scp>2<[i>a€related epilepsy. Epilepsia, 2016, 57,
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De novo mutations in MED13, a component of the Mediator complex, are associated with a novel
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Refinement of the critical 2p25.3 deletion region: the role of MYTL1L in intellectual disability and 11 45
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Germline AGO2 mutations impair RNA interference and human neurological development. Nature 5.8 43
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Characterization of SETD1A haploinsufficiency in humans and Drosophila defines a novel
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Mutations in PIGU Impair the Function of the GPI Transamidase Complex, Causing Severe Intellectual
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Recurrent De Novo Mutations Disturbing the GTP/GDP Binding Pocket of RAB11B Cause Intellectual
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Increased H3K9 methylation and impaired expression of Protocadherins are associated with the
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A genotype-first approach identifies an intellectual disability-overweight syndrome caused by PHIP
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Truncating SRCAP variants outside the Floating-Harbor syndrome locus cause a distinct
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