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ARTICLE IF CITATIONS
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Poor outcomes in carriers of the RNF213 variant (p.Arg4810Lys) with pulmonary arterial hypertension.
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Genomic Comparison With Supercentenarians Identifies <i>RNF213</i> as a Risk Gene for Pulmonary
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Biallelic loss of <i>OTUD7A<i> causes severe muscular hypotonia, intellectual disability, and seizures.
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Severe Noonan syndrome phenotype associated with a germline Q71R MRAS variant: a recurrent
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Parallel detection of single nucleotide variants and copy number variants with exome analysis:
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Role of chimeric transcript formation in the pathogenesis of birth defects. Congenital Anomalies
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<i>CNOT2</i> haploinsufficiency causes a neurodevelopmental disorder with characteristic facial
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24 and ms<sup>2</sup>i<sup>6<[sup>A37 modifications in tRNAs from blood and urine samples. American 1.2 6
Journal of Medical Genetics, Part A, 2019, 179, 1609-1614.

Haploinsufficiency of <i>NCOR1<[i> associated with autism spectrum disorder, scoliosis, and
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A case of autism spectrum disorder with cleft lip and palate carrying a mutation in exon 8 of AUTS2.
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BCS1L mutations produce Fanconi syndrome with developmental disability. Journal of Human Genetics,
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A novel BBS10 mutation identified in a patient with Bardeta€“Bied| syndrome with a violent emotional
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A novel missense PTEN mutation identified in a patient with macrocephaly and developmental delay.
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Early diagnosis of lateral meningocele syndrome in an infant without neurological symptoms based
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Ketogenic Diet for KARS-Related Mitochondrial Dysfunction and Progressive LeuRodystrophy.
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