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Identification and analysis of the gene responsible for periodic strabismus
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Periodic strabismus is a special ty?e of strabismus in which days of

strabismus and days without strabismus alternate periodically. However, its molecular mechanism is
unknown. In this study, we aimed to identify the genetic factors of periodic strabismus. We have

examined genomic analysis (exon analysis) of patients with periodic strabismus and their families.

As a result, we identified a gene involved in the regulation of neural function and circadian rhythm
on the X chromosome as one of the candidate genes.



BRI . ETF - mheRHEIC S D, TIPS 2 B Mo @O FLsh SRR

QL & & & 7= THHAMKR TH S, RHLOBEIZ, AFEETH D S ODERNIH T2~
4% &, BHRIZITRR < 2285075 & 0 A AR JEH | 7 - PRIRRRRIEL, T - FRER S 70 &

Congenital fibrosis of the extraocular muscles: CFEOM
1 AD KIF2IA 12912 2 AR PHOX2A 11913
Duane 2 CHNI AD 2q31






24 9 0 6

Nishina Sachiko Hosono Katsuhiro Ishitani Shizuka Kosaki Kenjiro Yokoi Tadashi Yoshida
Tomoyo Tomita Kaoru Fukami Maki Saitsu Hirotomo Ogata Tsutomu Ishitani Tohru Hotta
Yoshihiro Azuma Noriyuki

Biallelic CDK9 variants as a cause of a new multiple-malformation syndrome with retinal 2021

dystrophy mimicking the CHARGE syndrome

Journal of Human Genetics -
DOl

10.1038/s10038-021-00909-x

Haque Muhammad Nazmul Ohtsubo Masafumi Nishina Sachiko Nakao Shiro Yoshida Kazue Hosono 66

Katsuhiro Kurata Kentaro Ohishi Kentaro Fukami Maki Sato Miho Hotta Yoshihiro Azuma

Noriyuki Minoshima Shinsei

Analysis of IKBKG/NEMO gene in five Japanese cases of incontinentia pigmenti with retinopathy: 2020

fine genomic assay of a rare male case with mosaicism

Journal of Human Genetics 205 214
DOl

10.1038/s10038-020-00836-3

Tanaka Shin Yokoi Tadashi Katagiri Satoshi Yoshida-Uemura Tomoyo Nishina Sachiko Azuma -

Noriyuki

Structure of the Retinal Margin and Presumed Mechanism of Retinal Detachment in Choroidal 2020

Coloboma

Ophthalmology Retina -
DOl

10.1016/j .oret.2020.10.012

Nakao Shiro Nishina Sachiko Tanaka Shin Yoshida Tomoyo Yokoi Tadashi Azuma Noriyuki 64

Early laser photocoagulation for extensive retinal avascularity in infants with incontinentia 2020

pigmenti

Japanese Journal of Ophthalmology 613 620

DOl
10.1007/s10384-020-00768-7




124

9 2020
995-1002
DOl
13
2020
655-661
DOl
13
A 2020
419-423
DOl
13
2020
42-47

DOl




13
Information and communication technology 2020
34-41
DOI
13
2020
105-110
DOI
93
— . 2020
20-28
DOI
88
Prosé&Cons. 2020
21-27
DOI




52

2020

1095-1099

DOl

91

2020

338-339

DOl

26

2020

102-104

DOl

2020

11-113

DOl




2020
349-351
DOI
124
VEGF 2020
1013-1019
DOI
124
, 2020
89-95
DOI
Miyamichi Daisuke Nishina Sachiko Hosono Katsuhiro Yokoi Tadashi Kurata Kentaro Sato 6
Miho Hotta Yoshihiro Azuma Noriyuki
Retinal structure in Leber’ s congenital amaurosis caused by RPGRIP1 mutations 2019
Human Genome Variation 1
DOI
10.1038/s41439-019-0064-8




Tanaka Shin Yokoi Tadashi Katagiri Satoshi Yoshida Tomoyo Nishina Sachiko Azuma Noriyuki

SEVERE RECURRENT FIBROVASCULAR PROLIFERATION AFTER COMBINED INTRAVITREAL BEVACIZUMAB INJECTION 2019

AND LASER PHOTOCOAGULATION FOR AGGRESSIVE POSTERIOR RETINOPATHY OF PREMATURITY

Retinal Cases & Brief Reports 11
DOl

10.1097/1CB.0000000000000887

Kurata Kentaro Hosono Katsuhiro Hayashi Takaaki Mizobuchi Kei Katagiri Satoshi Miyamichi 20

Daisuke Nishina Sachiko Sato Miho Azuma Noriyuki Nakano Tadashi Hotta Yoshihiro

X-linked Retinitis Pigmentosa in Japan: Clinical and Genetic Findings in Male Patients and 2019

Female Carriers

International Journal of Molecular Sciences 1518 1518
DOl

10.3390/i jms20061518

Yoshida Tomoyo Katagiri Satoshi Yokoi Tadashi Nishina Sachiko Azuma Noriyuki 13

Optical coherence tomography and video recording of a case of bilateral contractile 2019

peripapillary staphyloma

American Journal of Ophthalmology Case Reports 66 69
DOl

10.1016/j .ajoc.2018.12.002

Hirayama Jun Alifu Yikelamu Hamabe Rin Yamaguchi Sho Tomita Jun Maruyama Yusuke Asaoka 9

Yoichi Nakahama Ken-ichi Tamaru Teruya Takamatsu Ken Takamatsu Nobuhiko Hattori Atsuhiko

Nishina Sachiko Azuma Noriyuki Kawahara Atsuo Kume Kazuhiko Nishina Hiroshi

The clock components Period2, Cryptochromela, and Cryptochrome2a function in establishing 2019

light-dependent behavioral rhythms and/or total activity levels in zebrafish

Scientific Reports 196

DOl
10.1038/s41598-018-37879-8




PRPS1

Leber

59

2020

CDK9

45

2020

45

2020

23

73

2019




75

44

2019

123

2019

30

2019

2020




2020

1768

2019

259

2019

768

2019

392

2019-2021







