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Biallelic GALM pathogenic variants cause a novel type of galactosemia. Genetics in Medicine, 2019, 21,

1286-1294.

Recent advances in understanding beta-ketothiolase (mitochondrial acetoacetyl-CoA thiolase, T2)

deficiency. Journal of Human Genetics, 2019, 64, 99-111. 23 30
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Deficiency of 34€hydroxybutyrate dehydrogenase (BDH1) in mice causes low ketone body levels and fatty
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Characterization and outcome of 41 patients with betad€ketothiolase deficiency: 10 yearsa€™ experience of
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Intronic antisense Alu elements have a negative splicing effect on the inclusion of adjacent
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Late-onset ornithine transcarbamylase deficiency caused by a somatic mosaic mutation. Human Genome
Variation, 2018, 5, 22.

A Japanese case of mitochondrial 3&€hydroxya€sa€methylglutaryla€CoA synthase deficiency who presented

with severe metabolic acidosis and fatty liver without hypoglycemia. JIMD Reports, 2019, 48, 19-25. L5 13
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Japanese Male Siblings with 2-Methyl-3-Hydroxybutyryl-CoA Dehydrogenase Deficiency (HSD10 Disease)
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Advanced Diagnostic System and Introduction of Newborn Screening of Adrenoleukodystrophy and

Peroxisomal Disorders in Japan. International Journal of Neonatal Screening, 2021, 7, 58.

Clinical manifestation and longa€term outcome of citrin deficiency: Report from a nationwide study in
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Paclitaxeld€based chemotherapy for aggressive Raposiform hemangioendothelioma of the
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A novel mutation (c.121-13T&gt;A) in the polypyrimidine tract of the splice acceptor site of intron 2
causes exon 3 sRipping in mitochondrial acetoacetyl-CoA thiolase gene. Molecular Medicine Reports,
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The frequencies of very long-chain acyl-CoA dehydrogenase deficiency genetic variants in Japan have
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Successful treatment of pediatric immune thrombocytopenic purpura associated with ulcerative
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Betad€ketothiolase deficiency: A case with unusual presentation of nonketotic hypoglycemic episodes
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Endoscopic third ventriculostomy for hydrocephalus in a patient with achondroplasia: a case report
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Novel HADHB mutations in a patient with mitochondrial trifunctional protein deficiency. Human
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