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First Report of Multidrug-Resistant Carbapenemase-Producing Bacteria Coharboring <i>mcr-9</[i>

Associated with Respiratory Disease Complex in Pets: Potential of Animal-Human Transmission.
Antimicrobial Agents and Chemotherapy, 2020, 65, .

UBAP1 mutations cause juvenile-onset hereditary spastic paraplegias (SPG80) and impair UBAP1

targeting to endosomes. Journal of Human Genetics, 2019, 64, 1055-1065. 23 15

Neuroimaging, genetic, and enzymatic study in a Japanese family with a GBA gross deletion.
Parkinsonism and Related Disorders, 2019, 61, 57-63.

Randomized, double4€blind, placebo&€eontrolled phase 1 study to evaluate the safety and
pharmacokinetics of high doses of ubiquinol in healthy adults. Neurology and Clinical Neuroscience, 0.4 5
2022, 10, 14-24.

DMD exon 2 duplication due to a complex genomic rearrangement is associated with a somatic
mosaicism. Neuromuscular Disorders, 2022, 32, 263-2609.

Clinical usefulness of multigene screening with phenotype-driven bioinformatics analysis for the
diagnosis of patients with monogenic diabetes or severe insulin resistance. Diabetes Research and 2.8 3
Clinical Practice, 2020, 169, 108461.

A Japanese family with primary familial brain calcification presenting with paroxysmal kinesigenic
dysRinesia - A comprehensive mutational analysis-. Journal of the Neurological Sciences, 2020, 418,
117091.

Complex hereditary peripheral neuropathies caused by novel variants in mitochondrial-related

nuclear genes. Journal of Neurology, 2022, 269, 4129-4140. 3.6 2

Expression profile analysis in cells overexpressing <scp>DRPLA cDNA</[scp> to explore the roles of

<scp>DRPLAp</scp> as a transcriptional coregulator. Neurology and Clinical Neuroscience, O, , .




