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Novel phenotypes and loci identified through clinical genomics approaches to pediatric cataract.
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Analysis of transcript-deleterious variants in Mendelian disorders: implications for RNA-based
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Homozygous Loss-of-Function Mutations in AP1B1, Encoding Beta-1 Subunit of Adaptor-Related Protein
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DALRD3 encodes a protein mutated in epileptic encephalopathy that targets arginine tRNAs for
3-methylcytosine modification. Nature Communications, 2020, 11, 2510.
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KDM5A mutations identified in autism spectrum disorder using forward genetics. ELife, 2020, 9, .
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Biallelic MFSD2A variants associated with congenital microcephaly, developmental delay, and
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Bi-allelic TMEM94 Truncating Variants Are Associated with Neurodevelopmental Delay, Congenital
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Biallelic variants in <i>SLC38A3</i> encoding a glutamine transporter cause epileptic encephalopathy.
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Lethal variants in humans: lessons learned from a large molecular autopsy cohort. Genome Medicine,
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Missense NAA20 variantsimpairing the NatB protein N-terminal acetyltransferase cause autosomal
recessivedevelopmental delay, intellectual disability, and microcephaly. Genetics in Medicine, 2021, 23, 2.4 11
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Homozygous lossd€efa€function variants of <i>TASP1<[i> , a gene encodin% an activator of the histone
methyltransferases KMT2A and KMT2D, cause a syndrome of developmental delay, happy demeanor,
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Recessive mutations in SCYL2 cause a novel syndromic form of arthrogryposis in humans. Human
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Clinicoad€radiological features, molecular spectrum, and identification of prognostic factors in
developmental and epileptic encephalopathy due to inosine triphosphate pyrophosphatase (ITPase)
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Bi-allelic loss-of-function variants in BCAS3 cause a syndromic neurodevelopmental disorder.
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Two further cases of polyhydramnios, megalencephaly, and symptomatic epilepsy syndrome, caused by
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The recurrent missense mutation p.(Arg367Trp) in YARS] causes a distinct neurodevelopmental
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Biallelic UBE4A loss-of-function variants cause intellectual disability and global developmental delay.
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ZNF668 deficiency causes a recognizable disorder of DNA damage repair. Human Genetics, 2021, 140,
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