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including GPC3. Human Genome Variation, 2022, 9, .

Role of chimeric transcript formation in the pathogenesis of birth defects. Congenital Anomalies 0.6 1
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Severe course with lethal hepatocellular injury and skeletal muscular dysgenesis in a neonate with
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Clinical utility of SARS-CoV-2 whole genome sequencing in deciphering source of infection. Journal of 9.9 19
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Complex hereditary spastic paraplegia associated with episodic visual loss caused by ACO2 variants.
Human Genome Variation, 2021, §, 4.

Forké€shaped mandibular incisors as a novel phenotype of LRP5 &€associated disorder. American Journal of 19 1
Medical Genetics, Part A, 2021, 185, 1544-1549. :

Establishing intellectual disability as the key feature of patients with biallelic
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A Japanese adult and two girls with NEDMIAL caused by de novo missense variants in DHX30. Human

Genome Variation, 2021, 8, 24.

Decisive evidence of direct effect of ACTH treatment in West syndrome: A case report. Seizure: the

Journal of the British Epilepsy Association, 2021, 91, 49-51. 2.0 1
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Hypercoagulopathy Associated With Uniparental Disomy of Chromosome 2. Journal of Pediatric
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Shortfall of exome analysis for diagnosis of <scp>Shwachmana€biamond«</scp> syndrome: Mismapping
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Novel ARX mutation identified in infantile spasm syndrome patient. Human Genome Variation, 2020, 7, 9.
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A paradoxical thrombogenic mutation in factor Il at the target site of arthropod bleeding toxin.
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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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Kosaki overgrowth syndrome: A newly identified entity caused by pathogenic variants in
plateleta€derived growth factor receptora€beta. American Journal of Medical Genetics, Part C: Seminars 1.6 8
in Medical Genetics, 2019, 181, 650-657.



38

40

42

44

46

48

50

52

54

TOSHIKI TAKENOUCH]I

ARTICLE IF CITATIONS
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<i>CNOT2«/i> haploinsufficiency causes a neurodevelopmental disorder with characteristic facial
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Further evidence of a causal association between AGO1, a critical regulator of microRNA formation,
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angiogenesis in neurofibromin-deficient cells. Scientific Reports, 2018, 8, 6069.

Growth pattern of Rahman syndrome. American Journal of Medical Genetics, Part A, 2018, 176, 712-714.

Respiratory arrest at the onset of idiopathic childhood occipital epilepsy of Gastaut. Brain and
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Biallelic mutations in <i>NALCN</i>: Expanding the genotypic and phenotypic spectra of IHPRF1.
American Journal of Medical Genetics, Part A, 2018, 176, 431-437.
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Haploinsufficiency of <i>NCOR1<[i> associated with autism spectrum disorder, scoliosis, and
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Expanding Phenotype of Nephronophthisis-Related Ciliopathy: an Elderly Patient with Homozygous
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