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Biallelic loss of function variants in STAG3 result in primary ovarian insufficiency. Reproductive

BioMedicine Online, 2021, 43, 899-902.

Bi-allelic variants in the mitochondrial RNase P subunit PRORP cause mitochondrial tRNA processing
defects and pleiotropic multisystem presentations. American Journal of Human Genetics, 2021, 108, 6.2 26
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Contribution of rare and predicteddpathogenic gene variants to childhood-onset lupus: a large,
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Analysis of head and neck carcinoma progression reveals novel and relevant stage-specific changes
associated with immortalisation and malignancy. Scientific Reports, 2019, 9, 11992.

A homozygous missense variant in <i>CHRM3</i> associated with familial urinary bladder disease.
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Intracranial Angiomatoid Fibrous Histiocytoma with EWSR1-CREB Family Fusions: A Report of 2
Pediatric Cases. World Neurosurgery, 2019, 126, 113-119.
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200204 08 7

ACTB Loss-of-Function Mutations Result in a Pleiotropic Developmental Disorder. American Journal of
Human Genetics, 2017, 101, 1021-1033.

Genome sequencing identifies a large deletion at 13q32.1 as the cause of microcoria and
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Molecular findings from 537 individuals with inherited retinal disease. Journal of Medical Genetics,
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Mutations in SNORD118 cause the cerebral microangiopathy leukoencephalopathy with calcifications
and cysts. Nature Genetics, 2016, 48, 1185-1192.

Whole Genome Sequencing Increases Molecular Diagnostic Yield Compared with Current Diagnostic 5.9 199
Testing for Inherited Retinal Disease. Ophthalmology, 2016, 123, 1143-1150. )

Mutations in <i>LZTR1<[i> add to the complex heterogeneity of schwannomatosis. Neurology, 2015, 84,
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Expanding the genetic and phenotypic spectrum of popliteal pterygium disorders. American Journal of 12 38
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MiR-204 is responsible for inherited retinal dystrophy associated with ocular coloboma. Proceedings
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Pinpointing clinical diagnosis through whole exome sequencing to direct patient care: a case of

Senior-Loken syndrome. Lancet, The, 2015, 385, 1916. 13.7 29
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Novel C8orf37 mutations cause retinitis pigmentosa in consanguineous families of PaRistani origin.

Molecular Vision, 2015, 21, 236-43.

Compound Heterozygosity of Low-Frequency Promoter Deletions and Rare Loss-of-Function
Mutations in TXNL4A Causes Burn-McKeown Syndrome. American Journal of Human Genetics, 2014, 95, 6.2 55
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Germline Mutations in <i>SUFU</i> Cause Gorlin Syndromea€“Associated Childhood Medulloblastoma
and Redefine the Risk Associated With <i>PTCH1<[i> Mutations. Journal of Clinical Oncology, 2014, 32,
4155-4161.

Gain-of-function mutations in IFIH1 cause a spectrum of human disease phenotypes associated with
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Personalized Diagnosis and Management of Congenital Cataract by Next-Generation Sequencing.
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Exome Sequencing Identifies CCDC8 Mutations in 3-M Syndrome, Suggesting that CCDC8 Contributes in
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