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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︓2026 年 1 ⽉ 21 ⽇ 

 
種類 

新規件数 
2025/10/2-2026/1/6 

これまでの件数 
2015 – 2025/10/1 合計 

件数 ⽂献番号 件数 ⽂献番号 

原
著
論
⽂
︵
利
⽤
ख
ञ
試
料
؞
情
報
別
︶ 

1. ゲノム情報      

1_1. 頻度情報 45 件  (1-45) 1223 件  (46-1268) 1268 件 

1_2. 標準ゲノム 0 件  11 件  (737, 756, 851, 939, 
1269-1275) 

11 件 

1_3. 全ゲノム 1 件  (21) 10 件  (637, 868, 1189, 
1276-1282) 

11 件 

1_4. SNP Array データ      
1_4_1. Japonica Array 2 件  (1283, 1284) 116 件  (108, 125, 126, 138, 

172, 217, 241, 390, 
393, 511, 637, 643, 
655, 837, 951, 1017, 
1036, 1277-1280, 
1282, 1285-1378) 

118 件 

1_4_2. OmniExpressExome 0 件  10 件  (637, 1339, 1379-
1386) 

10 件 

1_5. iMETHYL 1 件  (1387) 39 件  (643, 1388-1425) 40 件 
1_6. その他のゲノム 1 件  (1426) 1 件  (1427) 2 件 

2. メタゲノム 1 件  (1428) 1 件  (1429) 2 件 
3. メタボローム情報 0 件  9 件  (511, 1353, 1430-

1436) 
9 件 

4. GWAS レポジトリ 0 件  5 件  (1339, 1437-1440) 5 件 
5. 試料      

5_1. 細胞 0 件  1 件  (175) 1 件 

5_2. ⾎清・⾎漿 0 件  4 件  (1441-1444) 4 件 
5_3. DNA 1 件  (1426) 4 件  (1336, 1427, 1445, 

1446) 
5 件 

5_4. ⺟乳 1 件  (1447) 1 件  (1448) 2 件 
６. 健康調査情報      
  6_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 
6 件  (21, 1283, 

1284, 1426, 
1447, 1449) 

44 件  (637, 837, 868, 951, 
1017, 1189, 1281, 
1282, 1322, 1336, 
1339, 1353, 1355, 
1367, 1427, 1432, 
1433, 1443-1445, 
1448, 1450-1472) 

50 件 

  6_2. MRI 検査情報 0 件  1 件  (1464) 1 件 
７. 施設、技術・⽅法、データベース 0 件  28 件  (334, 837, 1473-

1498) 
28 件 

⼩計（※重複を除いた件数） 52 件  1446 件  1498 件 

知
財

申
請 

1. ゲノム情報 0 件  2 件  (1499, 1500) 2 件 
2. 健康調査情報 0 件  2 件  (1500, 1501) 2 件 
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分譲利⽤による成果 

 
  

3. ⾎清 0 件  1 件  (1501) 1 件 

⼩計（※重複を除いた件数） 0 件 ― 3 件  3 件 

引
⽤
؞
ঞ
অ
⑃
␗
؞
学

会
抄
録
等 

1. 論⽂・本での引⽤ 2 件  (1502, 1503) 302 件  (1504-1805) 304 件 
2. レビュー 1 件  (1806) 167 件  (1807-1973) 168 件 
3. 学会抄録 3 件  (1974-1976) 58 件  (1977-2034) 61 件 
4. 学位論⽂ 0 件  37 件  (2035-2071) 37 件 

⼩計（※重複を除いた件数） 6 件  564 件  570 件 
合計（※重複を除いた件数） 58 件 ― 2013 件 ― 2071 件 

 
種類 

新規件数 
2025/10/2-2026/1/6 

これまでの件数 
– 2025/10/1 合計 

件数 ⽂献番号 件数 ⽂献番号 

原
著
論
⽂
︵
利
⽤
ख
ञ
試
料
؞
情
報
別
︶ 

ゲノム情報      

頻度情報 1 件 (21) 2 件 (637, 951) 3 件 

全ゲノムデータ 1 件 (21) 2 件 (637, 1282) 3 件 

SNP Array データ 0 件  4 件 (637, 951, 1282, 
1336) 

4 件 

その他のゲノムデータ（ミトコンドリアゲノ
ム） 

1 件 (1426) 1 件 (1427) 2 件 

メタボローム情報 0 件  2 件 (1432, 1433) 2 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 

2 件 (21, 1426) 17 件 (637, 951, 1282, 
1336, 1427, 1432, 
1433, 1443-1445, 
1452-1454, 1461, 
1464. 1466, 1468- 
1470) 

19 件 

MRI 検査情報 0 件  1 件 (1464) 1 件 
試料:⾎清 0 件  2 件 (1443. 1444) 2 件 

試料:DNA 1 件 (1426) 3 件 (1336, 1427, 1445) 4 件 

⼩計（※重複を除いた件数） 2 件  19 件  21 件 

知
財
申
請 

ゲノム情報 0 件  1 件 (1500) 1 件 
健康調査情報 0 件  2 件 (1500, 1501) 2 件 

試料︓⾎清 0 件  1 件 (1501) 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） 2 件 ― 21 件 ― 23 件 
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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、54KJPN、60KJPN、61KJPN、iJGVD、Integrative Japanese 

Genome Variation、JG1、JG2、JRGA、Japonica Array、jMorp、iMethyl、JSV1、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）。 

 

 

■⽂献（年毎にアルファベット順） 
ゲノム頻度情報（1-1268） 
1. Abe, T., Yamashita, K., Kikuchi, K., Hatai, E., Fujii, F., Chong, P. F. et al. (2024) Diagnostic MR imaging features 

of hypomyelination of early myelinating structures: A case report Neuroradiol J 37, 758-760 

10.1177/19714009231224419 

2. Endo, Y., Koga, T., Kurushima, S., Tomokawa, T., Mishima, H., Yoshiura, K. I. et al. (2025) Case Report: Novel 

IRF2BP2 variant in a Japanese patient with impaired B-cell differentiation, Th1 polarization, and systemic 

immune dysregulation Front Immunol 16, 1662899 10.3389/fimmu.2025.1662899 

3. Fujita, S., Kabashima, S., Yanagi, K., Toyokuni, K., Yoshida, K., Miyaji, Y. et al. (2025) JAK1 gain-of-function 

variant causes alopecia areata, atopic dermatitis, and autoimmune thyroid disease J Allergy Clin Immunol 156, 

1769-1771 10.1016/j.jaci.2025.09.012 

4. Guevara-Ramirez, P., Cadena-Ullauri, S., Tamayo-Trujillo, R., Ruiz-Pozo, V. A., Paz-Cruz, E., Ibarra-Castillo, R. et 

al. (2025) Spectrum and Clinical Interpretation of TTN Variants in Ecuadorian Patients with Heart Disease: 

Insights into VUS and Likely Pathogenic Variants Int J Mol Sci 26, 10.3390/ijms262411896 

5. Hao, C., Hu, X., Guo, R., Qi, Z., Xie, L., Jin, F. et al. (2025) Targeted genetic screening for identifying carrier 

status and early-onset disease risks in Chinese newborns Commun Med (Lond) 5, 466 10.1038/s43856-025-

01208-8 

6. Hayashi, Y., Kajiwara, K., Mizuno, S., Okamoto, N., Chan, M. Y., Goto, T. et al. (2025) Monoallelic and biallelic 

RNU4-2 variants in neurodevelopmental disorders Journal of human genetics 10.1038/s10038-025-01442-x 

7. Hirai, K., Kobayashi, S., Ogasawara, Y., Uehara, S., Akamatsu, T., Shirai, T. et al. (2025) IL1RL1 rs11685480 

polymorphism is associated with IL-33/IL1RL1 pathway activity and asthma severity in a Japanese population 

Respir Investig 64, 101362 10.1016/j.resinv.2025.101362 

8. Izumi, R., Fukasaka, I., Matsumura, T., Nakamura, N., Takahashi, T., Suzuki, N. et al. (2025) KLHL9-linked distal 

myopathy: a second family suggesting broad phenotypic variability Neuromuscul Disord 55, 105450 

10.1016/j.nmd.2025.105450 

9. Jiang, F., Sugiura, A., Kishita, Y., Nakamura, K., Qi, X., Liu, Y. et al. (2025) Functional Screening of NDUFAF6 
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Variants in Knockout Cells and Complementary Computational Analysis J Clin Lab Anal e70147 

10.1002/jcla.70147 

10. Jinzai, H., Kato, K., Sawayama, Y., Makiyama, T., Kurosawa, R., Kida, R. et al. (2025) Characterization of a 

Splice-Altering Variant in Associated With Brugada Syndrome ― Insights Into Splice Error Correction ― 

Circulation Journal CJ-25-0447 10.1253/circj.CJ-25-0447 

11. Kajiwara, K., Liang, Q., Uchiyama, Y., Chong, P. F., Ichimiya, Y., Monji, N. et al. (2025) Persistent lymphopenia 

in a Japanese boy with neuronal ceroid lipofuscinosis type 3 Eur J Med Genet 78, 105058 

10.1016/j.ejmg.2025.105058 

12. Kasuya, K., Kinose, Y., Wang, Y., Koizumi, M., Shimizu, A., Kawano, M. et al. (2025) Patient-Derived Xenograft 

Mouse Model of a Rare Gynecologic Malignancy: Personalized Medicine for the Treatment of Mesonephric-Like 

Adenocarcinoma Cureus 17, e95530 10.7759/cureus.95530 

13. Kino, T., Nogami, A., Hanaki, Y., Komatsu, Y., andYumoto, K. (2025) Polymorphic Ventricular Tachycardia From 

Purkinje Network Within Deep Intertrabecular Recesses in Left Ventricular Excessive Trabeculation JACC Case 

Rep 30, 105982 10.1016/j.jaccas.2025.105982 

14. Kohama, N., Yamaguchi, S., Yanagi, T., Akamine, Y., Nonaka, K., Utsumi, D. et al. (2025) First Report of 

Homozygous c.5756delG Mutation Causing Recessive Dystrophic Epidermolysis Bullosa in a Non-

Consanguineous Japanese Family Jeadv Clinical Practice 10.1002/jvc2.70213 

15. Kondoh, T., Ando, T., Matsumoto, Y., Kumagai, N., Tanaka, Y., Morisada, N. et al. (2025) A novel PKD1 variant 

in a patient with very-early-onset ADPKD Hum Genome Var 12, 28 10.1038/s41439-025-00333-z 

16. Konomoto, T., Wakamatsu, F., Sakaguchi, H., Kurogi, J., Tanaka, E., andMoritake, H. (2025) Re-evaluating the 

MYH9 p.I1816V variant in a patient with atypical clinical presentation Pediatr Nephrol 10.1007/s00467-025-

07059-8 

17. Li, Y., Wang, L., Han, L., Zheng, Z., andYan, J. (2025) A novel missense mutation c.1381T>C: p.(S461P) in 

POLE causes multiple molecular features of endometrial carcinoma in China: a case report Front Oncol 15, 

1652864 10.3389/fonc.2025.1652864 

18. Matsuoka, A., Shien, K., Tomida, S., Ohki, M., Hisamatsu, K., Fujiwara, R. et al. (2025) Single-cell and spatial 

transcriptomic characterization of pulmonary pleomorphic carcinoma Commun Biol 8, 1773 10.1038/s42003-

025-09162-w 

19. Mitsutake, A., Osaki, M., Matsukawa, T., Osako, M., Takeuchi, C., Ishiura, H. et al. (2025) Dorsolateral Cervical 

Cord T2 Hyperintensity in KIF1C-Related Disease (Spastic Paraplegia 58): Two Long-Duration Cases Ann Clin 

Transl Neurol 10.1002/acn3.70248 

20. Miyakoshi, J., Yoshida, T., Uehara, Y., Takeyasu, Y., Shirasawa, M., Fukuda, A. et al. (2025) PD-L1 phenotype 

classification based on expression in tumor and immune cells as a potential biomarker for optimizing anti-PD-

1/CTLA-4 immunotherapies in NSCLC J Immunother Cancer 13, 10.1136/jitc-2025-012880 

21. Miyashita, A., Obinata, A., Hara, N., Mitsumori, R., Kaneda, D., Hashizume, Y. et al. (2025) Association of rare 

APOE missense variants with Alzheimer's disease in the Japanese population J Alzheimers Dis 106, 363-377 

10.1177/13872877251340710 

22. Momma, T., Saito, M., Nakajima, S., Saito, K., Machida, E., Miyabe, K. et al. (2025) Evaluation of NTRK Fusions 

Detection Method in Esophageal Squamous Cell Carcinoma and Gastric Adenocarcinoma International Journal 

of Molecular Sciences 27, 336,  

23. Moteki, H., Nishio, S. Y., andUsami, S. I. (2025) Targeted long-read nanopore sequencing as a complementary 
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approach for detecting STRC variants and distinguishing the STRCP1 pseudogene Sci Rep 15, 44261 

10.1038/s41598-025-27816-x 

24. Nakajima, M., Naruse, H., Riku, Y., Ueda, K., Matsukawa, T., Mitsui, J. et al. (2025) Novel in-frame duplication 

variant of SOD1 in a Japanese family with familial amyotrophic lateral sclerosis Amyotroph Lateral Scler 

Frontotemporal Degener 1-11 10.1080/21678421.2025.2593302 

25. Nakano, Y., Fukui, Y., Deguchi, K., Matsuoka, C., Kawano, T., Taira, Y. et al. (2025) A Case of Retinopathy-

Sensory Neuropathy Syndrome With a Novel Compound Heterozygous FLVCR1 Variant Journal of the peripheral 

nervous system : JPNS 30, e70082 10.1111/jns.70082 

26. Nakata, E., Ninomiya, K., Osone, T., Ennishi, D., Tomida, S., Fujiwara, T. et al. (2025) Comparative Analysis of 

a Dual DNA-RNA Panel and a DNA-Only Panel for Sarcoma: Real-World Data From a Nationwide Genomic 

Database Cancer Sci 10.1111/cas.70214 

27. Naruse, H., Mitsui, J., Kubota, A., Okubo, S., Mitsuchi, S., Sumi, K. et al. (2025) A Novel Transcriptional Slippage 

Mechanism Rescues Dystrophin Expression from a DMD Frameshift Variant Ann Neurol 10.1002/ana.78096 

28. Nezu, M., Eguchi, H., andMakino, A. (2025) From Spine to Syndrome: Incidental Spine MRI Red Flags Leading 

to PMEPA1-Related Loeys-Dietz Syndrome Intern Med 10.2169/internalmedicine.6513-25 

29. Oba, D., Sagara, M., Oda, S., Fukushima, M., Hasumi, K., andOhashi, H. (2025) Biallelic CPAMD8 variants in a 

patient with ectopia lentis associated with extraocular systemic features reminiscent of Marfan syndrome Hum 

Genome Var 12, 24 10.1038/s41439-025-00329-9 

30. Ohnami, S., Hatakeyama, K., Nagashima, T., Maruyama, K., Isaka, M., Kamada, F. et al. (2025) Novel 

CYP2A7/CYP2A6 germline hybrids associated with mutation burden in lung cancer revealed by whole-genome 

long-read sequencing Sci Rep 15, 44989 10.1038/s41598-025-29542-w 

31. Ozaki, A., Sakamoto, M., Kumada, S., Hamada, K., Ogata, K., Ikezawa, J. et al. (2025) Biallelic variants in TNR 

cause neurodevelopmental disorders with variable expressivity Journal of human genetics 10.1038/s10038-

025-01431-0 

32. Sarmadi, A., Javanmard, S. H., Zeinalian, M., Hosseinzadeh, M., andTabatabaiefar, M. A. (2025) Prevalence of 

Novel and Recurrent Pathogenic Variants in BRCA Genes in a Cohort of Iranian Hereditary Breast Cancer Patients 

Advanced Biomedical Research 14, 175,  

33. Satake, T., Kawai, Y., Nagai, K., Naruto, T., andKuroda, Y. (2025) A Novel Intronic Variant in FRMPD4 Disrupts 

Splicing: Case Report of an X-Linked Neurodevelopmental Disorder Am J Med Genet A e64306 

10.1002/ajmg.a.64306 

34. Takarada, S., Hata, Y., Yaku, K., Izumi, H., Fujii, K., Omura, M. et al. (2025) Metabolic remodeling and cardiac 

dysfunction in left ventricular noncompaction: Insights from the MYH7 Q315R model PLoS One 20, e0336131 

10.1371/journal.pone.0336131 

35. Umeda, A., Kiyosawa, H., Miyagawa, K., Ohira, Y., Higuchi, M., Namkoong, H. et al. (2025) Biallelic c.2709del 

and c.3020T>G cause DNAH11-related primary ciliary dyskinesia presenting with Kartagener syndrome: 

Possible novel phenotype of diffuse-twisting wave-like movements of airway epithelial cell populations Respir 

Investig 63, 1243-1245 10.1016/j.resinv.2025.09.023 

36. Yamada, N., Sakamoto, A., Nagoshi, R., Endo, S., Yamamoto, M., Saito, S. et al. (2025) CYCS-related 

thrombocytopenia in three Japanese families with a novel variant in one family Int J Hematol 1-6 

10.1007/s12185-025-04145-3 

37. Yamaguchi, T., Kawai, K., Takao, M., Takao, A., Mori, Y., Arai, M. et al. (2025) Prevalence of germline pathogenic 
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variants in cancer predisposition genes in the Japanese population Jpn J Clin Oncol 10.1093/jjco/hyaf181 

38. Yamauchi, K., Kato, K., Ohno, S., Nakada, M., Yamashita, S., Morita, H. et al. (2025) Novel Loss-of-Function 

Variant, Cys1384Phe, in SCN5A Is Associated With an Overlapping Phenotype of Brugada Syndrome, Sick Sinus 

Syndrome, and Dilated Cardiomyopathy Circ J 90, 69-74 10.1253/circj.CJ-25-0283 

39. Yang, Z., Chen, Y., Tian, G., Wang, X., andWang, Z. (2025) Association Study of OATP1B3 Polymorphisms on 

Hepatic Uptake and Drug-Drug Interaction In Vitro ACS Omega 10, 52562-52575 10.1021/acsomega.5c05726 

40. Yuan, J. H., Higuchi, Y., Ando, M., Hashiguchi, A., Okamoto, Y., Hiramatsu, Y. et al. (2025) Respiratory complex 

I deficiency caused by a novel multi-exonic PUS1 deletion Journal of human genetics 10.1038/s10038-025-

01437-8 

41. Yuan, J. H., Higuchi, Y., Ando, M., Hiramatsu, Y., Yoshimura, A., Hobara, T. et al. (2025) Frameshift and Copy 

Number Variants in SACS-Related Neuropathy Neurol Genet 11, e200318 10.1212/NXG.0000000000200318 

42. Miura, Y., Ohnami, S., Ohshima, K., Nagashima, T., Okamura, Y., Hatakeyama, K. et al. (2026) Comparison of 

Familial and Sporadic Pancreatic Cancer: Clinicopathological and Genomic Features Ann Surg Oncol 33, 1748-

1759 10.1245/s10434-025-18556-3 

43. Nakamura, K., Kishita, Y., Sugiura, A., Ozaki, K., Yatsuka, Y., Matsumoto, N. et al. (2026) Identification of Intronic 

Variants in NDUFA3 as a Cause of Leigh Syndrome by Whole Genome Sequencing and RNA Sequencing Neurol 

Genet 12, e200330 10.1212/NXG.0000000000200330 

44. Ono, H., Kido, J., andMatsumoto, S. (2026) Impact of high-dose vitamins on a patient with hyperornithinemia-

hyperammonemia-homocitrullinuria syndrome Brain and Development Case Reports 4, 100117,  

45. Uchida, N., Ohara, O., Yukisawa, S., andTakahashi, T. (2026) A Novel In-Frame Deletion of FLNA in X-Linked 

Cardiac Valvular Dysplasia With Variable Clinical Spectrum Congenit Anom (Kyoto) 66, e70034 

10.1002/cga.70034 

46. 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 

47. 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 

48. 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 

49. 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 

50. 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 

51. 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 

52. Kohmoto, T., Tsuji, A., Morita, K., Naruto, T., Masuda, K., Kashimada, K. et al. (2016) A novel COL11A1 missense 
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mutation in siblings with non-ocular Stickler syndrome Hum Genome Var 3, 16003 10.1038/hgv.2016.3 

53. 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 

54. 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 

55. 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 

56. 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 

57. 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 

58. 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 

59. 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, 
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