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Taurine treatment of retinal degeneration and cardiomyopathy in a consanguineous family with
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Bi-allelic Variants in IQSEC1 Cause Intellectual Disability, Developmental Delay, and Short Stature.
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Bi-allelic Variants in DYNC1I2 Cause Syndromic Microcephaly with Intellectual Disability, Cerebral
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Human Molecular Genetics, 2019, 28, 972-979.

Biallelic variants in KIF14 cause intellectual disability with microcephaly. European Journal of Human
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Bi-allelic Loss-of-Function Variants in DNMBP Cause Infantile Cataracts. American Journal of Human
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Visual impairment and progressive phthisis bulbi caused by recessive pathogenic variant in MARK3.
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Germline <i>PMS2</i> and somatic <i>POLE</i> exonuclease mutations cause hypermutability of the
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Autosomal-Recessive Mutations in AP3B2, Adaptor-Related Protein Complex 3 Beta 2 Subunit, Cause an
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Exome sequencing discloses KALRN homozygous variant as likely cause of intellectual disability and
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Pathogenic Variants in PIGG Cause Intellectual Disability with Seizures and Hypotonia. American
Journal of Human Genetics, 2016, 98, 615-626.
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Tissue-Specific Effects of Genetic and Epigenetic Variation on Gene Regulation and Splicing. PLoS
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Exome sequencing reveals pathogenic mutations in 91 strains of mice with Mendelian disorders.
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DNA-Methylation Patterns in Trisomy 21 Using Cells from Monozygotic Twins. PLoS ONE, 2015, 10,
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BTNL2 gene SNPs as a contributing factor to sarcoidosis pathogenesis in a cohort of Greek patients.
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Recessive thrombocrtopenia likely due to a homozygous pathogenic variant in the FYBgene: case

report. BMC Medical Genetics, 2014, 15, 135.

<i>DEPDC5<[i> mutations in families presenting as autosomal dominant nocturnal frontal lobe
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Loss of Function Mutation in the Palmitoyl-Transferase HHAT Leads to Syndromic 46,XY Disorder of
Sex Development by Impeding Hedgehog Protein Palmitoylation and Signaling. PLoS Genetics, 2014, 10,
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Exome sequencing reveals a mutation in DMP1 in a family with familial sclerosing bone dysplasia. Bone, 9.9 15
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Simultaneous identification and prioritization of variants in familial, de novo, and somatic genetic
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Diagnostic Exome Sequencing to Elucidate the Genetic Basis of Likely Recessive Disorders in
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Cystic Fibrosis Conductance Regulator, Tumor Necrosis Factor, Interferon Alpha-10, Interferon
Alpha-17, and Interferon Gamma Genotyping as Potential Risk Markers in Pulmonary Sarcoidosis 0.7 6
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