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syndromic thrombocytopenia by impairing actin dynamics. European Journal of Cell Biology, 2022, 101,
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Monoallelic and biallelic mutations in<i>RELN</i>underlie a graded series of neurodevelopmental 76 6
disorders. Brain, 2022, 145, 3274-3287. )

Biallelic UBE4A loss-of-function variants cause intellectual disability and global developmental delay.
Genetics in Medicine, 2021, 23, 661-668.
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receptor 2 gene. Stem Cell Research, 2021, 53, 102259. :

Proximal variants in <scp> <i>CCND2«</[i> <[scp> associated with microcephaly, short stature, and
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of Medical Genetics, Part A, 2021, 185, 2719-2738.

Lissencephaly: Update on diagnostics and clinical management. European Journal of Paediatric 16 16
Neurology, 2021, 35, 147-152. :

Congenital hiatal hernia segregating with a duplication in 9g22.31q22.32 in two families. American
Journal of Medical Genetics, Part A, 2020, 182, 3040-3047.

The clinical-phenotype continuum in DYNC1H1-related disordersa€”genomic profiling and proposal for a

novel classification. Journal of Human Genetics, 2020, 65, 1003-1017. 23 30

International consensus recommendations on the diagnostic work-up for malformations of cortical
development. Nature Reviews Neurology, 2020, 16, 618-635.

Pathogenic DDX3X Mutations Impair RNA Metabolism and Neurogenesis during Fetal Cortical 1 191
Development. Neuron, 2020, 106, 404-420.e8. :

Novel truncating PPM1D mutation in a patient with intellectual disability. European Journal of
Medical Genetics, 2019, 62, 70-72.

De Novo Variants in TAOK1 Cause Neurodevelopmental Disorders. American Journal of Human 6.2 26
Genetics, 2019, 105, 213-220. :

Missense Mutations in NKAP Cause a Disorder of Transcriptional Regulation Characterized by
Marfanoid Habitus and Cognitive Impairment. American Journal of Human Genetics, 2019, 105, 987-995.

First confirmatory study on PTPRQ as an autosomal dominant non-syndromic hearing loss gene. a4 10
Journal of Translational Medicine, 2019, 17, 351. ’

Bi-allelic Loss of Human APC2, Encoding Adenomatous Polyposis Coli Protein 2, Leads to Lissencephaly,

Subcortical Heterotopia, and Global Developmental Delay. American Journal of Human Genetics, 2019,
105, 844-853.

Parental mosaicism in epilepsies due to alleged de novo variants. Epilepsia, 2019, 60, e63-e66. 5.1 29



20

22

24

26

28

30

32

34

36

NATALIYA DI DONATO

ARTICLE IF CITATIONS

De Novo Variants in MAPK8IP3 Cause Intellectual Disability with Variable Brain Anomalies. American

Journal of Human Genetics, 2019, 104, 203-212.

PUF60-SCRIB fusion transcript in a patient with 8q24.3 microdeletion and atypical Verheij syndrome. 13 ;
European Journal of Medical Genetics, 2019, 62, 103587. :
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Tubulinopathies continued: refining the phenotypic spectrum associated with variants in TUBG1. 0.8 30
European Journal of Human Genetics, 2018, 26, 1132-1142. :

A C-terminal nonsense mutation links PTPRQ with autosomal-dominant hearing loss, DFNA73. Genetics
in Medicine, 2018, 20, 614-621.
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Variants in exons 5 and 6 of ACTB cause syndromic thrombocytopenia. Nature Communications, 2018, 9,
4250.

Diagnostic value of partial exome sequencing in developmental disorders. PLoS ONE, 2018, 13, e0201041. 2.5 36

Further delineation of Malan syndrome. Human Mutation, 2018, 39, 1226-1237.

Constitutional de novo and postzygotic mutations in isolated cases of cerebral cavernous

malformations. Molecular Genetics &amp; Genomic Medicine, 2017, 5, 21-27. 1.2 4

Heterozygous truncation mutations of the <i><scp>SMC</scp>1A<[i> gene cause a severe early onset
epilepsy with cluster seizures in females: Detailed phenotyping of 10 new cases. Epilepsia, 2017, 58,
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Functional monosomy of 6q27a€qter and functional disomy of Xptera€p22.11 due to X;6 translocation with
an atypical X&€inactivation pattern. American Journal of Medical Genetics, Part A, 2017, 173, 1334-1341.

Lissencephaly: Expanded imaging and clinical classification. American Journal of Medical Genetics,
Part A, 2017, 173, 1473-1488.

Pierpont syndrome: report of a new patient. Clinical Dysmorphology, 2017, 26, 205-208. 0.3 12

<i>GRIN2B<[i>encephalopathy: novel findings on phenotype, variant clustering, functional

consequences and treatment aspects. Journal of Medical Genetics, 2017, 54, 460-470.

Central nervous system anomalies in two females with Borjeson-Forssman-Lehmann syndrome.

Epilepsy and Behavior, 2017, 69, 104-109. 17 7
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American Journal of Medical Genetics, Part A, 2016, 170, 94-102.

Recurrent de novo BICD2 mutation associated with arthrogryposis multiplex congenita and bilateral

perisylvian polymicrogyria. Neuromuscular Disorders, 2016, 26, 744-748. 06 44

Mutations in CRADD Result in Reduced Caspase-2-Mediated Neuronal Apoptosis and Cause
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Mutations in<i>EXOSC2</i>are associated with a novel syndrome characterised by retinitis
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distinctive gestalt. Journal of Medical Genetics, 2016, 53, 419-425.

Mammalian cadherins DCHS1-FAT4 affect functional cerebral architecture. Brain Structure and
Function, 2016, 221, 2487-2491.

A child with Lid€“Fraumeni syndrome: Modes to inactivate the second allele of <i>TP53</i> in three 15 29
different malignancies. Pediatric Blood and Cancer, 2015, 62, 1481-1484. )

6922.33 microdeletion in a family with intellectual disability, variable major anomalies, and behavioral

abnormalities. American Journal of Medical Genetics, Part A, 2015, 167, 2800-2807.

Next-generation sequencing in X-linked intellectual disability. European Journal of Human Genetics,

2015, 23,1513-1518. 2.8 112
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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.

Phenotype and genotype in 103 patients with tricho-rhino-phalangeal syndrome. European Journal of

Medical Genetics, 2015, 58, 279-292. 1.3 62

Microduplications of 3p26.3p26.2 containing CRBN gene in patients with intellectual disability and
behavior abnormalities. European Journal of Medical Genetics, 2015, 58, 319-323.

Baraitserd€“Winter cerebrofrontofacial syndrome: delineation of the spectrum in 42 cases. European 0.8 115
Journal of Human Genetics, 2015, 23, 292-301. :

Abstract LB-044: Germline mutations in patients with hereditary breast and ovarian cancer establish
ERCC2 as a cancer susceptibility gene. , 2015, , .

Distinct phenotype of PHF6 deletions in females. European Journal of Medical Genetics, 2014, 57, 85-89. 1.3 17

Targeted and Genomewide NGS Data Disqualify Mutations in<i>MYO1A</i>, the 4€ce<i>DFNA48<[i>Geneé€; as
a Cause of Deafness. Human Mutation, 2014, 35, 565-570.

Severe forms of Baraitsera€“Winter syndrome are caused by ACTB mutations rather than ACTG1
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Females with de novo aberrations in <i>PHF6<[i>: Clinical overlap of Borjesona€“Forssmana€“Lehmann
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Genetics, 2014, 166, 290-301.

Clinical phenotypes of MAGEL2 mutations and deletions. Orphanet Journal of Rare Diseases, 2014, 9, 40. 2.7 28

Loss-of-function HDAC8 mutations cause a phenotypic spectrum of Cornelia de Lange syndrome-like
features, ocular hypertelorism, large fontanelle and X-linked inheritance. Human Molecular Genetics,
2014, 23, 2888-2900.

Interstitial deletion 1p36.32 in two brothers with a distinct phenotype &€ Overgrowth, macrocephaly

and nearly normal intellectual function. European Journal of Medical Genetics, 2014, 57, 494-497. 1.3 6

Mutations in genes encoding the cadherin receptor-ligand pair DCHS1 and FAT4 disrupt cerebral
cortical development. Nature Genetics, 2013, 45, 1300-1308.

Partial deletion of GLRB and GRIA2 in a patient with intellectual disability. European Journal of Human

Genetics, 2013, 21, 112-114. 28 22

Range of genetic mutations associated with severe non-syndromic sporadic intellectual disability: an
exome sequencing study. Lancet, The, 2012, 380, 1674-1682.

De novo microdeletions of chromosome 6q14.1-q14.3 and 6q12.1-q14.1 in two patients with intellectual
disability - further delineation of the 6q14 microdeletion syndrome and review of the literature. 1.3 20
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HDAC8 mutations in Cornelia de Lange syndrome affect the cohesin acetylation cycle. Nature, 2012,
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