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東北メディカル・メガバンク計画 バイオバンク利⽤による主要業績リスト 

作成⽇︓2024 年 3 ⽉ 7 ⽇ 

 
種類 

新規件数 
2023/11/1 -2024/1/31 

これまでの件数 
2015 – 2023/10/31 合計 

件数 ⽂献番号 件数 ⽂献番号 

原
著
論
⽂
︵
利
⽤
し
た
試
料
・
情
報
別
︶ 

1. ゲノム情報      

1_1. 頻度情報 34 件 (1-34) 826 件 (35-860) 860 件 

1_2. 標準ゲノム 2 件 (2, 19) 8 件 (730, 828, 861-866) 10 件 

1_3. 全ゲノム 0 件  7 件 (614, 846, 867-871) 7 件 

1_4. SNP Array データ      
1_4_1. Japonica Array 2 件 (872, 873) 79 件 (96, 113, 114, 126, 

160, 205, 229, 372, 
375, 492, 614, 620, 
631, 812, 868-871, 
874-934) 

81 件 

1_4_2. OmniExpressExome 0 件  10 件 (614, 926, 935-942) 10 件 
1_5. iMETHYL 2 件 (943, 944) 31 件 (620, 945-974) 33 件 
1_6. その他のゲノムデータ 1 件  (975) 0 件  1 件 

2. メタボローム情報 0 件  3 件 (492, 976, 977) 3 件 
3. GWAS レポジトリ 0 件  4 件 (926, 978-980) 4 件 
4. 試料      

4_1. 細胞 0 件  1 件 (163) 1 件 
4_2. ⾎清・⾎漿 0 件  2 件 (981, 982) 2 件 
4_3. DNA 1 件 (975) 3 件 (923, 983, 984) 4 件 
4_4. ⺟乳 1 件 (985) 0 件  1 件 

5. 健康調査情報      
  5_1. 調査票情報、検体検査情報、

特定健診情報、⽣理機能検査情報 
5 件 (975, 985-

988) 
20 件 (614, 812, 846, 

911, 923, 926, 983, 
989-1001) 

25 件 

  5_2. MRI 検査情報 1 件 (987) 0 件  1 件 
6. 施設、技術・⽅法 0 件  19 件 (320, 1002-1019) 19 件 

⼩計（※重複を除いた件数） 43 件  976 件  1019 件 

知
財
申
請 

1. ゲノム情報 0 件  2 件 (1020, 1021) 2 件 
2. 健康調査情報 0 件  2 件 (1021, 1022) 2 件 

3. ⾎清 0 件  1 件 (1022) 1 件 
⼩計（※重複を除いた件数） 0 件 ― 3 件  3 件 

引
⽤
・
レ
ビ
ュ
ー
・
学

会
抄
録
等 

1. 論⽂・本での引⽤ 8 件 (1023-1030) 231 件 (1031-1261) 239 件 
2. レビュー 3 件 (1262-1264) 131 件 (1265-1395) 134 件 
3. 学会抄録 1 件 (1396) 43 件 (1397-1439) 44 件 
4. 学位論⽂ 1 件 (1440) 20 件 (1441-1460) 21 件 

⼩計（※重複を除いた件数） 13 件  425 件  438 件 

合計（※重複を除いた件数） 56 件 ― 1404 件 ― 1460 件 
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分譲利⽤者による成果 

 

検索⽅法︓ 

① Google Scholar を⽤いて次のキーワードで検索した。キーワード︓1KJPN、2KJPN、3.5KJPN、

4.7KJPN、8.3KJPN、14KJPN、38KJPN、iJGVD、Integrative Japanese Genome Variation、JG1、

JG2、JRGA、JSV1、Japonica Array、jMorp、iMethyl、Tohoku Medical Megabank Project、Tohoku 

Medical Megabank Organization、ToMMo。 

② ToMMo 所属の先⽣によって発表された論⽂を PubMed でひき、Cited by にリストされた論⽂を検索し

た。 

③ 分譲申請による利⽤者から提出された「研究実施経過報告書」に記載されていた発表論⽂等を検索した。 

除外基準︓ first author、corresponding author もしくは last author が岩⼿医科⼤学いわて東北メディカ

ル・メガバンク機構もしくは東北⼤学東北メディカル・メガバンク機構に所属している論⽂。 

検索結果のなかで、明らかに該当しない論⽂（例えば、⾔語名 Tommo So についての論⽂等）。 

 
種類 

新規件数 
2023/11/1 -2024/1/31 

これまでの件数 
2015 – 2023/10/31 合計 

件数 ⽂献番号 件数 ⽂献番号 

原
著
論
⽂
︵
利
⽤
し
た
試
料
・
情
報
別
︶ 

ゲノム情報      

全ゲノムデータ 0 件  1 件 (614) 1 件 

SNP Array データ 0 件  2 件 (614, 923) 2 件 
その他のゲノムデータ （ミトコンドリア
ゲノム） 

1 件 (975) 0 件  1 件 

メタボローム情報 0 件  0 件  0 件 
健康調査情報      

調査票情報、検体検査情報、特定健
診情報、⽣理機能検査情報 

3 件 (975, 987, 
988) 

7 件  (614, 923, 983, 
991-993, 1001) 

10 件 

MRI 検査情報 1 件 (987) 0 件  1 件 
試料:DNA 1 件 (975) 2 件 (923, 983) 3 件 

       

⼩計（※重複を除いた件数） 3 件  7 件  10 件 

知
財
申
請 

ゲノム情報 0 件  1 件  (1021) 1 件 
健康調査情報 0 件  2 件  (1021, 1022) 2 件 

試料︓⾎清 0 件  1 件  (1022) 1 件 

⼩計（※重複を除いた件数） 0 件 ― 2 件  2 件 

合計（※重複を除いた件数） 3 件 ― 9 件 ― 12 件 
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■⽂献（年毎にアルファベット順） 
ゲノム頻度情報（1-860） 

1. Ito, S., Sato, I., Mochizuki, M., Yamaguchi, K., Tamai, K., Minato, T. et al. (2021) Robustness of a Cancer 

Profiling Test Using Formalin-fixed Paraffin Embedded Tumor Specimens Anticancer Res 41, 1341-1348 

10.21873/anticanres.14891 

2. Daida, K., Funayama, M., Billingsley, K. J., Malik, L., Miano-Burkhardt, A., Leonard, H. L. et al. (2023) Long-

Read Sequencing Resolves a Complex Structural Variant in PRKN Parkinson's Disease Mov Disord 38, 2249-

2257 10.1002/mds.29610 

3. Gao, J., Makiyama, T., Yamamoto, Y., Kobayashi, T., Aoki, H., Maurissen, T. L. et al. (2023) Novel Calmodulin 

Variant p.E46K Associated With Severe Catecholaminergic Polymorphic Ventricular Tachycardia Produces 

Robust Arrhythmogenicity in Human Induced Pluripotent Stem Cell-Derived Cardiomyocytes Circ Arrhythm 

Electrophysiol 16, e011387 10.1161/CIRCEP.122.011387 

4. Higuchi, T., Oka, S., Furukawa, H., Shimada, K., Tsunoda, S., Ito, S. et al. (2023) Association of a Single 

Nucleotide Variant in TERT with Airway Disease in Japanese Rheumatoid Arthritis Patients Genes (Basel) 14, 

10.3390/genes14112084 

5. Komura, K., Hirosuna, K., Tokushige, S., Tsujino, T., Nishimura, K., Ishida, M. et al. (2023) The Impact of 

FGFR3 Alterations on the Tumor Microenvironment and the Efficacy of Immune Checkpoint Inhibitors in 

Bladder Cancer Mol Cancer 22, 185 10.1186/s12943-023-01897-6 

6. Niida, Y., Kobayashi, A., Togi, S., andUra, H. (2023) Recessive dystrophic epidermolysis bullosa caused by a 

novel COL7A1 variant with isodisomy Hum Genome Var 10, 29 10.1038/s41439-023-00257-6 

7. Niida, Y., Togi, S., andUra, H. (2023) Streamlining Genetic Diagnosis With Long-Range Polymerase Chain 

Reaction (PCR)-Based Next-Generation Sequencing for Type I and Type II Collagenopathies Cureus 15, 

e50482 10.7759/cureus.50482 

8. Satake, T., Kondo, S., Tanabe, N., Mizuno, T., Katsuya, Y., Sato, J. et al. (2023) Pathogenic Germline Variants 

in BRCA1/2 and p53 Identified by Real-world Comprehensive Cancer Genome Profiling Tests in Asian Patients 

Cancer Res Commun 3, 2302-2311 10.1158/2767-9764.CRC-23-0018 

9. Shimizu, M., Makiguchi, M., Hishinuma, E., Saito, S., Hiratsuka, M., andYamazaki, H. (2023) Rare but impaired 

flavin-containing monooxygenase 3 (FMO3) variants reported in a recently updated Japanese mega-databank 

of genome resources Drug Metab Pharmacokinet 55, 100539 10.1016/j.dmpk.2023.100539 

10. Takase, K., Susa, S., Sato, H., Hada, Y., Nagaoka, K., Takakubo, N. et al. (2023) Identification of causative 

gene variants for patients with known monogenic diabetes using a targeted next-generation sequencing panel 

in a single-center study Diabetology International 10.1007/s13340-023-00669-3 

11. Tomofuji, Y., Kishikawa, T., Sonehara, K., Maeda, Y., Ogawa, K., Kawabata, S. et al. (2023) Analysis of gut 

microbiome, host genetics, and plasma metabolites reveals gut microbiome-host interactions in the Japanese 

population Cell Rep 42, 113324 10.1016/j.celrep.2023.113324 

12. Yoshida, T., Matsubara, K., Ogata-Kawata, H., Miyado, M., Ishiwata, K., Nakabayashi, K. et al. (2023) 

Variations in gender identity and sexual orientation of university students Sex Med 11, qfad057 

10.1093/sexmed/qfad057 

13. Feng, X., Liu, S., Li, K., Bu, F., andYuan, H. (2024) NCAD v1.0: a database for non-coding variant annotation 

and interpretation J Genet Genomics 51, 230-242 10.1016/j.jgg.2023.12.005 

14. Guo, M., Lin, J., Cao, X., Zhou, J., Ben, S., Chen, S. et al. (2024) Genetic variants in hypoxia-inducible factor 
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pathway are associated with colorectal cancer risk and immune infiltration J Cell Mol Med 28, e18019 

10.1111/jcmm.18019 

15. Hao, L., Liang, L., Gao, X., Zhan, X., Ji, W., Chen, T. et al. (2024) Screening of 1.17 million newborns for 

inborn errors of metabolism using tandem mass spectrometry in Shanghai, China: A 19-year report Molecular 

Genetics and Metabolism 141, 108098 10.1016/j.ymgme.2023.108098 

16. Higuchi, T., Oka, S., Furukawa, H., andTohma, S. (2024) The contributions of deleterious rare alleles in 

NLRP12 and inflammasome-related genes to polymyalgia rheumatica Sci Rep 14, 490 10.1038/s41598-024-

51320-3 

17. Honda, S., Yamaguchi, H., Aimono, E., Hara, S., Minamiguchi, S., Norose, T. et al. (2024) High-grade Solid 

Pseudopapillary Neoplasms of the Pancreas American Journal of Surgical Pathology 48, 353-363 

10.1097/pas.0000000000002177 

18. Itonaga, T., Maeda, M., Koga, H., Hasegawa, Y., andIhara, K. (2024) Asymptomatic 3-methylglutaconic 

aciduria type 1 detected by high C5-OH on newborn screening Mol Genet Metab Rep 38, 101024 

10.1016/j.ymgmr.2023.101024 

19. Kawakami, R., Hiraide, T., Watanabe, K., Miyamoto, S., Hira, K., Komatsu, K. et al. (2024) RNA sequencing 

and target long-read sequencing reveal an intronic transposon insertion causing aberrant splicing Journal of 

human genetics 69, 91-99 10.1038/s10038-023-01211-8 

20. Koshimizu, E., Kato, M., Misawa, K., Uchiyama, Y., Tsuchida, N., Hamanaka, K. et al. (2024) Detection of 

hidden intronic DDC variant in aromatic L-amino acid decarboxylase deficiency by adaptive sampling Journal of 

human genetics 10.1038/s10038-023-01217-2 

21. Lu, H. F., Chou, C. H., Lin, Y. J., Uchiyama, S., Terao, C., Wang, Y. W. et al. (2024) The genome-wide 

association study of serum IgE levels demonstrated a shared genetic background in allergic diseases Clin 

Immunol 260, 109897 10.1016/j.clim.2024.109897 

22. Masunaga, Y., Ono, H., Fujisawa, Y., Taniguchi, K., Saitsu, H., andOgata, T. (2024) Sotos syndrome with 

marked overgrowth in three Japanese patients with heterozygous likely pathogenic NSD1 variants: case 

reports with review of literature Endocr J 71, 75-81 10.1507/endocrj.EJ23-0502 

23. Nakashima, M., Shiroshima, T., Fukaya, M., Sugawara, T., Sakagami, H., andYamazawa, K. (2024) C-terminal 

truncations in IQSEC2: implications for synaptic localization, guanine nucleotide exchange factor activity, and 

neurological manifestations Journal of human genetics 10.1038/s10038-023-01210-9 

24. Nishida, T., Naito, Y., Takahashi, T., Saito, T., Hisamori, S., Manaka, D. et al. (2024) Molecular and 

clinicopathological features of KIT/PDGFRA wild-type gastrointestinal stromal tumors Cancer Sci 

10.1111/cas.16058 

25. Ohhara, Y., Tomaru, U., Kinoshita, I., Hatanaka, K. C., Noguchi, T., Hatanaka, Y. et al. (2024) Polymorphisms 

of the PD-L1 gene 3'-untranslated region are associated with the expression of PD-L1 in non-small cell lung 

cancer Genes Chromosomes Cancer 63, e23216 10.1002/gcc.23216 

26. Samejima, M., Nakashima, M., Shibasaki, J., Saitsu, H., andKato, M. (2024) Splicing variant of WDR37 in a 

case of Neurooculocardiogenitourinary syndrome Brain Dev 46, 154-159 10.1016/j.braindev.2023.11.007 

27. Shiga, Y., Hashimoto, K., Fujita, K., Maekawa, S., Sato, K., Kubo, S. et al. (2024) Identification of OPTN 

p.(Asn51Thr): A novel pathogenic variant in primary open-angle glaucoma Genetics in Medicine Open 2, 

100839 10.1016/j.gimo.2023.100839 

28. Takami, K., Tsuji, S., Jokoji, R., Okubo, Y., andHigashiyama, M. (2024) Paediatric pustulotic arthro-osteitis 
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patient with an IL36RN variant, heterozygous c.115+6T>C, who was successfully treated with tonsillectomy: 

A case report and literature review Exp Dermatol 33, e15016 10.1111/exd.15016 

29. Tokunaga, S., Shimomura, H., Taniguchi, N., Yanagi, K., Kaname, T., Okamoto, N. et al. (2024) A novel DLG4 

variant causes DLG4-related synaptopathy with intellectual regression Hum Genome Var 11, 1 

10.1038/s41439-023-00260-x 

30. Utsuno, Y., Hamada, K., Hamanaka, K., Miyoshi, K., Tsuchimoto, K., Sunada, S. et al. (2024) Novel missense 

variants cause intermediate phenotypes in the phenotypic spectrum of SLC5A6-related disorders Journal of 

human genetics 69, 69-77 10.1038/s10038-023-01206-5 

31. Wu, X., Yoshino, T., Maeda-Minami, A., Ishida, S., Tanaka, M., Nishi, A. et al. (2024) Exploratory study of cold 

hypersensitivity in Japanese women: genetic associations and somatic symptom burden Sci Rep 14, 1918 

10.1038/s41598-024-52119-y 

32. Yamamura, Y., Fukami, M., Matsuyama, M., andSawada, H. (2024) A novel variant of IGSF1 in siblings with 

congenital central hypothyroidism whose diagnosis was prompted by school health checkups Clin Pediatr 

Endocrinol 33, 17-22 10.1297/cpe.2023-0046 

33. Yamasaki, S., Shintani, T., Ando, T., Miyauchi, M., andYanamoto, S. (2024) Transformation of an odontogenic 

keratocyst into a solid variant of odontogenic keratocyst/keratoameloblastoma during long-term follow-up: A 

case report Mol Med Rep 29, 10.3892/mmr.2024.13168 

34. Yamoto, K., Kato, F., Yamoto, M., Fukumoto, K., Shimizu, K., Saitsu, H. et al. (2024) TBX5 pathogenic variant 

in a patient with congenital heart defect and tracheal stenosis Congenit Anom (Kyoto) 64, 23-27 

10.1111/cga.12548 

35. Gouda, N., Shiwa, Y., Akashi, M., Yoshikawa, H., Kasahara, K., andFurusawa, M. (2016) Distribution of human 

single-nucleotide polymorphisms is approximated by the power law and represents a fractal structure Genes 

Cells 21, 396-407 10.1111/gtc.12344 

36. Hayano, T., Matsui, H., Nakaoka, H., Ohtake, N., Hosomichi, K., Suzuki, K. et al. (2016) Germline Variants of 

Prostate Cancer in Japanese Families PLoS One 11, e0164233 10.1371/journal.pone.0164233 

37. Ichikawa, M., Aiba, T., Ohno, S., Shigemizu, D., Ozawa, J., Sonoda, K. et al. (2016) Phenotypic Variability of 

ANK2 Mutations in Patients With Inherited Primary Arrhythmia Syndromes Circ J 80, 2435-2442 

10.1253/circj.CJ-16-0486 

38. Ishizuka, K., Kimura, H., Yoshimi, A., Banno, M., Kushima, I., Uno, Y. et al. (2016) Investigation of single-

nucleotide variants in MBD5 associated with autism spectrum disorders and schizophrenia phenotypes Nagoya 

J Med Sci 78, 465-474 10.18999/nagjms.78.4.465 

39. Kawase, K., Sugiura, T., Nagaya, Y., Yamada, T., Sugimoto, M., Ito, K. et al. (2016) Single nucleotide 

polymorphisms in AGTR1, TFAP2B, and TRAF1 are not associated with the incidence of patent ductus 

arteriosus in Japanese preterm infants Pediatrics international : official journal of the Japan Pediatric Society 

58, 461-466 10.1111/ped.12861 

40. Kohda, M., Tokuzawa, Y., Kishita, Y., Nyuzuki, H., Moriyama, Y., Mizuno, Y. et al. (2016) A Comprehensive 

Genomic Analysis Reveals the Genetic Landscape of Mitochondrial Respiratory Chain Complex Deficiencies 

PLoS Genet 12, e1005679 10.1371/journal.pgen.1005679 

41. Kohmoto, T., Tsuji, A., Morita, K., Naruto, T., Masuda, K., Kashimada, K. et al. (2016) A novel COL11A1 

missense mutation in siblings with non-ocular Stickler syndrome Hum Genome Var 3, 16003 

10.1038/hgv.2016.3 
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42. Masamune, A., Nakano, E., Niihori, T., Hamada, S., Nagasaki, M., Aoki, Y. et al. (2016) Variants in the UBR1 

gene are not associated with chronic pancreatitis in Japan Pancreatology 16, 814-818 

10.1016/j.pan.2016.06.662 

43. Mitsui, S. N., Yasue, A., Masuda, K., Naruto, T., Minegishi, Y., Oyadomari, S. et al. (2016) Novel human 

mutation and CRISPR/Cas genome-edited mice reveal the importance of C-terminal domain of MSX1 in tooth 

and palate development Sci Rep 6, 38398 10.1038/srep38398 

44. Watanabe, M., Hayabuchi, Y., Ono, A., Naruto, T., Horikawa, H., Kohmoto, T. et al. (2016) Detection of 1p36 

deletion by clinical exome-first diagnostic approach Hum Genome Var 3, 16006 10.1038/hgv.2016.6 

45. Watanabe, M., Nakagawa, R., Naruto, T., Kohmoto, T., Suga, K., Goji, A. et al. (2016) A novel missense 

mutation of COL5A2 in a patient with Ehlers-Danlos syndrome Hum Genome Var 3, 16030 

10.1038/hgv.2016.30 

46. Yamaguchi, K., Nagayama, S., Shimizu, E., Komura, M., Yamaguchi, R., Shibuya, T. et al. (2016) Reduced 

expression of APC-1B but not APC-1A by the deletion of promoter 1B is responsible for familial adenomatous 

polyposis Sci Rep 6, 26011 10.1038/srep26011 

47. Yamaguchi, K., Urakami, K., Nagashima, T., Shimoda, Y., Ohnami, S., Ohnami, S. et al. (2016) Prevalence of 

low-penetrant germline TP53 D49H mutation in Japanese cancer patients Biomed Res 37, 259-264 

10.2220/biomedres.37.259 

48. Akiyama, M., Okada, Y., Kanai, M., Takahashi, A., Momozawa, Y., Ikeda, M. et al. (2017) Genome-wide 

association study identifies 112 new loci for body mass index in the Japanese population Nature genetics 49, 

1458-1467 10.1038/ng.3951 

49. Ando, M., Hashiguchi, A., Okamoto, Y., Yoshimura, A., Hiramatsu, Y., Yuan, J. et al. (2017) Clinical and genetic 

diversities of Charcot-Marie-Tooth disease with MFN2 mutations in a large case study Journal of the peripheral 

nervous system : JPNS 22, 191-199 10.1111/jns.12228 

50. Ando, M., Okamoto, Y., Yoshimura, A., Yuan, J. H., Hiramatsu, Y., Higuchi, Y. et al. (2017) Clinical and 

mutational spectrum of Charcot-Marie-Tooth disease type 2Z caused by MORC2 variants in Japan Eur J Neurol 

24, 1274-1282 10.1111/ene.13360 

51. Eriguchi, Y., Kuwabara, H., Inai, A., Kawakubo, Y., Nishimura, F., Kakiuchi, C. et al. (2017) Identification of 

candidate genes involved in the etiology of sporadic Tourette syndrome by exome sequencing American 

journal of medical genetics Part B, Neuropsychiatric genetics : the official publication of the International 

Society of Psychiatric Genetics 174, 712-723 10.1002/ajmg.b.32559 

52. Hamada, N., Negishi, Y., Mizuno, M., Miya, F., Hattori, A., Okamoto, N. et al. (2017) Role of a heterotrimeric G-

protein, Gi2, in the corticogenesis: possible involvement in periventricular nodular heterotopia and intellectual 

disability J Neurochem 140, 82-95 10.1111/jnc.13878 

53. Hamanaka, T., Kimura, M., Sakurai, T., Ishida, N., Yasuda, J., Nagasaki, M. et al. (2017) A Histologic 

Categorization of Aqueous Outflow Routes in Familial Open-Angle Glaucoma and Associations With Mutations 

in the MYOC Gene in Japanese Patients Invest Ophthalmol Vis Sci 58, 2818-2831 10.1167/iovs.16-20646 

54. Hirasawa, A., Imoto, I., Naruto, T., Akahane, T., Yamagami, W., Nomura, H. et al. (2017) Prevalence of 

pathogenic germline variants detected by multigene sequencing in unselected Japanese patients with ovarian 

cancer Oncotarget 8, 112258-112267 10.18632/oncotarget.22733 

55. Ikeda, F., Yoshida, K., Toki, T., Uechi, T., Ishida, S., Nakajima, Y. et al. (2017) Exome sequencing identified 

RPS15A as a novel causative gene for Diamond-Blackfan anemia Haematologica 102, e93-e96 
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10.3324/haematol.2016.153932 

56. Isaka, M., Serizawa, M., Kenmotsu, H., Koh, Y., Takahashi, S., Maniwa, T. et al. (2017) Comparison of Clinically 

Relevant Mutation Profiles Between Preoperative Biopsy and Corresponding Surgically Resected Specimens in 

Japanese Patients With Non-Small-cell Lung Cancer by Amplicon-based Massively Parallel Sequencing Clin 

Lung Cancer 18, 519-526 e511 10.1016/j.cllc.2016.11.022 

57. Ishizuka, K., Fujita, Y., Kawabata, T., Kimura, H., Iwayama, Y., Inada, T. et al. (2017) Rare genetic variants in 

CX3CR1 and their contribution to the increased risk of schizophrenia and autism spectrum disorders Transl 

Psychiatry 7, e1184 10.1038/tp.2017.173 

58. Iwama, K., Mizuguchi, T., Takanashi, J. I., Shibayama, H., Shichiji, M., Ito, S. et al. (2017) Identification of 

novel SNORD118 mutations in seven patients with leukoencephalopathy with brain calcifications and cysts Clin 

Genet 92, 180-187 10.1111/cge.12991 

59. Iwanaga, A., Okubo, Y., Yozaki, M., Koike, Y., Kuwatsuka, Y., Tomimura, S. et al. (2017) Analysis of clinical 

symptoms and ABCC6 mutations in 76 Japanese patients with pseudoxanthoma elasticum J Dermatol 44, 

644-650 10.1111/1346-8138.13727 

60. Kaneko, Y., Nakano, A., Arimoto, Y., Nara, K., Mutai, H., andMatsunaga, T. (2017) The first sporadic case of 

DFNA11 identified by next-generation sequencing Int J Pediatr Otorhinolaryngol 100, 183-186 

10.1016/j.ijporl.2017.07.007 

61. Kasahara, T., Ishiwata, M., Kakiuchi, C., Fuke, S., Iwata, N., Ozaki, N. et al. (2017) Enrichment of deleterious 

variants of mitochondrial DNA polymerase gene (POLG1) in bipolar disorder Psychiatry and clinical 

neurosciences 71, 518-529 10.1111/pcn.12496 

62. Kawasaki, Y., Oda, H., Ito, J., Niwa, A., Tanaka, T., Hijikata, A. et al. (2017) Identification of a High-Frequency 

Somatic NLRC4 Mutation as a Cause of Autoinflammation by Pluripotent Cell-Based Phenotype Dissection 

Arthritis & rheumatology (Hoboken, NJ) 69, 447-459 10.1002/art.39960 
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