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Clinical Utility of Methylation-Specific Multiplex Ligation-Dependent Probe Amplification for the
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42,79-88.

Strabismus in chronic progressive external ophthalmoplegia. Acta Ophthalmologica, 2021, 99, 11 o
e274-e280. :

Cigarette smoke extract-induced downregulation of p300 is responsible for the impaired inflammatory
cytoRine response of macrophages. Cellular Signalling, 2021, 85, 110050.

No association between POU4F1, POU4F2, ISL1 polymorphisms and normal-tension glaucoma. 12 1
Ophthalmic Genetics, 2020, 41, 427-431. )

Replication&€Based Rearrangements Are a Common Mechanism for SNCA Duplication in Parkinson's
Disease. Movement Disorders, 2020, 35, 868-876.

Genomic Characterization of TBK1 Duplication in Korean Normal-tension Glaucoma Patients. Journal 16 8
of Glaucoma, 2020, 29, 331-336. :

Evaluation of the new Abbott Real-Time EBV assay: fully automated quantification of EBV in whole
blood by targeting BLLF1. Diagnostic Microbiology and Infectious Disease, 2019, 94, 135-139.

Novel MT-ND5 gene mutation identified in Leber's hereditary optic neuropathy patient using

mitochondrial genome sequencing. Journal of the Neurological Sciences, 2017, 375, 301-303. 0-6 4

Author reply: #€ceMtDNA m.3472T > C could be classified as a primary mutation of Leber's hereditary optic
neuropathya€: Journal of the Neurological Sciences, 2017, 382, 166-167.

MtDNA m.3472T > C could be classified as a primary mutation of Leber's hereditary optic neuropathy. 0.6 3
Journal of the Neurological Sciences, 2017, 380, 174-176. :

The Relation Between Endothelial Nitric Oxide Synthase Polymorphisms and Normal Tension
Glaucoma. Journal of Glaucoma, 2017, 26, 1030-1035.

Large Deletions of <i>TSPAN12<[i> Cause Familial Exudative Vitreoretinopathy (FEVR)., 2016, 57, 6902. 11

Pitfalls of Multiple Ligation-Dependent Probe Amplifications in Detecting DMD Exon Deletions or
Duplications. Journal of Molecular Diagnostics, 2016, 18, 253-259.

Performance of two commercially available BCR-ABL1 quantification assays that use an international

reporting scale. Clinical Chemistry and Laboratory Medicine, 2016, 54, 1157-60. 2.3 0

Molecular Characterization of<i>FZD4<[i>,<i>LRP5<[i>, and<i>TSPAN12<[i>in Familial Exudative
Vitreoretinopathy. , 2015, 56, 5143.

Case of mild Schmid-type metaphyseal chondrodysplasia with novel seauence variation involving an 13 12
unusual mutational site of the COL10A1 gene. European Journal of Medical Genetics, 2015, 58, 175-179. )

Mutational spectrum of the SPAST and ATL1 genes in Korean patients with hereditary spastic

paraplegia. Journal of the Neurological Sciences, 2015, 357, 167-172.

Diagnostic Application of an Extensive Gene Panel for Leber Congenital Amaurosis with Severe Genetic

Heterogeneity. Journal of Molecular Diagnostics, 2015, 17, 100-105. 2.8 17
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Chimerism Monitoring after Allogeneic Hematopoietic Stem Cell Transplantation Using Quantitative
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Clinical Oncology, 2012, 30, 4544-4544. :

Relative contribution of SCA2, SCA3 and SCA17 in Korean patients with parkinsonism and ataxia.
Parkinsonism and Related Disorders, 2011, 17, 338-342.
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Molecular and Clinical Characteristics of Myotonic Dystrophy Type 1 in Koreans. Annals of
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Spectrum of the mitochondrial DNA mutations of Leber's hereditary optic neuropathy in Koreans.
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