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Developmental regulation of neuronal gene expression by Elongator complex protein 1 dosage.
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Orgo-Seq integrates single-cell and bulk transcriptomic data to identify cell type specific-driver genes

associated with autism spectrum disorder. Nature Communications, 2022, 13, . 58 1

De novo variants in <i>SIAH1,<[i> encoding an E3 ubiquitin ligase, are associated with developmental
delay, hypotonia and dysmorphic features. Journal of Medical Genetics, 2021, 58, 205-212.

De novo variant in AMOTL1 in infant with cleft lip and palate, imperforate anus and dysmorphic o7 3
features. American Journal of Medical Genetics, Part A, 2021, 185, 190-195. :

A deep learning approach to identify gene targets of a therapeutic for human splicing disorders.
Nature Communications, 2021, 12, 3332.

Physiolo%ical Characterization and Transcriptomic Properties of GnRH Neurons Derived From Human 14 10
Stem Cells. Endocrinology, 2021, 162, . :

Brigatinib causes tumor shrinkage in both NF2-deficient meningioma and schwannoma through
inhibition of multiple tyrosine kinases but not ALK. PLoS ONE, 2021, 16, e0252048.

mTOR kinase inhibition disrupts neuregulin 1-ERBB3 autocrine signaling and sensitizes NF2-deficient

meningioma cellular models to IGF1R inhibition. Journal of Biological Chemistry, 2021, 296, 100157. L6 8

Dystonia-specific mutations in THAP1 alter transcription of genes associated with neurodevelopment
and myelin. American Journal of Human Genetics, 2021, 108, 2145-2158.

TSC patient-derived isogenic neural progenitor cells reveal altered early neurodevelopmental

phenotypes and rapamycin-induced MNK-elF4E signaling. Molecular Autism, 2020, 11, 2. 2.6 29

New gene discoveries highlight functional convergence in autism and related neurodevelopmental
disorders. Current Opinion in Genetics and Development, 2020, 65, 195-206.

Correlation between NF1 genotype and imaging phenotype on whole-body MRI. Neurology, 2020, 94, 15 1o
e2521-e2531. g

Transcriptional consequences of MBD5 disruption in mouse brain and CRISPR-derived neurons.
Molecular Autism, 2020, 11, 45.

Age dependent association of inbreeding with risk for schizophrenia in Egypt. Schizophrenia Research, 11 1
2020, 216, 450-459. :

Biallelic <i>GRM7<[i> variants cause epilepsy, microcephaly, and cerebral atrophy. Annals of Clinical
and Translational Neurology, 2020, 7, 610-627.

Histone deacetylase knockouts modify transcription, CAG instability and nuclear pathology in

Huntington disease mice. ELife, 2020, 9, . 2.8 o

Hypomorphic mutation of the mouse Huntingtona€™s disease gene orthologue. PLoS Genetics, 2019, 15,

e1007765.

Kctd13-deficient mice display short-term memory impairment and sex-dependent genetic interactions. 14 39
Human Molecular Genetics, 2019, 28, 1474-1486. :
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Pain correlates with germline mutation in schwannomatosis. Medicine (United States), 2018, 97, e9717.

CSIG-42. HIGH THROUGHPUT KINOME AND TRANSCRIPTOME ANALYSES REVEAL NOVEL THERAPEUTIC 0.6 0
TARGETS IN NF2-DEFICIENT MENINGIOMA. Neuro-Oncology, 2018, 20, vi52-vi52. :

Traditional and systems biology based drug discovery for the rare tumor syndrome
neurofibromatosis type 2. PLoS ONE, 2018, 13, e0197350.

SMCHD1 mutations associated with a rare muscular dystrophy can also cause isolated arhinia and

Bosma arhinia microphthalmia syndrome. Nature Genetics, 2017, 49, 238-248. 94 131

Potential molecular consequences of transgene integration: The R6/2 mouse example. Scientific
Reports, 2017, 7, 41120.

A novel microduplication of <i>ARID1B</i>: Clinical, genetic, and proteomic findings. American Journal o7 ;
of Medical Genetics, Part A, 2017, 173, 2478-2484. :

WNT/i2-Catenin Pathway and Epigenetic Mechanisms Regulate the Pitt-Hopkins Syndrome and
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Recurrent De Novo and Biallelic Variation of ATAD3A, Encoding a Mitochondrial Membrane Protein,
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Engineering microdeletions and microduplications by targeting segmental duplications with CRISPR.
Nature Neuroscience, 2016, 19, 517-522.

Rare variants in the notch signaling pathway describe a novel type of autosomal recessive Klippela€“Feil o7 a7
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Htt CAG repeat expansion confers pleiotropic gains of mutant huntingtin function in chromatin
regulation. Human Molecular Genetics, 2015, 24, 2442-2457.

Whole-Exome Sequencing Identifies Homozygous GPR161 Mutation in a Family with Pituitary Stalk
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Genes that Affect Brain Structure and Function Identified by Rare Variant Analyses of Mendelian
Neurologic Disease. Neuron, 2015, 88, 499-513.

Human CLP1 Mutations Alter tRNA Biogenesis, Affecting Both Peripheral and Central Nervous System 135 189
Function. Cell, 2014, 157, 636-650. )

Whole exome sequencing identifies three novel mutations in <i>ANTXR1<[i> in families with GAPO
syndrome. American Journal of Medical Genetics, Part A, 2014, 164, 2328-2334.

Low Incidence of Off-Target Mutations in Individual CRISPR-Cas9 and TALEN Targeted Human Stem Cell 5.9 13
Clones Detected by Whole-Genome Sequencing. Cell Stem Cell, 2014, 15, 254. )

Low Incidence of Off-Target Mutations in Individual CRISPR-Cas9 and TALEN Targeted Human Stem Cell
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<i>CHDB8<[i> regulates neurodeveloEmental pathways associated with autism spectrum disorder in
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Transcriptional Consequences of 16p11.2 Deletion and Duplication in Mouse Cortex and Multiplex
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Function prediction from networks of local evolutionary similarity in protein structure. BMC

Bioinformatics, 2013, 14, S6. 1.2 o

Prediction and experimental validation of enzyme substrate specificity in protein structures.
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A large-scale evaluation of computational protein function prediction. Nature Methods, 2013, 10, 9.0 789
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Accounting for epistatic interactions improves the functional analysis of protein structures.
Bioinformatics, 2013, 29, 2714-2721.

ETAscape: analyzing protein networks to predict enzymatic function and substrates in Cytoscape.
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A lysosome-to-nucleus signalling mechanism senses and regulates the lysosome via mTOR and TFEB.
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Structural Features. PLoS ONE, 2008, 3, e2136. 11 21
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Modeling the structure and electronic properties of TiO2nanoparticles. Physical Review B, 2006, 73, . 11 53

Vortex chain states in a ferromagnet/superconductor bilayer. Physical Review B, 2006, 73, .
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Heterogeneous Magnetic Superconducting Systems. , 2005, , 425-457.
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