TR Ky VR IEE

19934 38 JERERFEFHETREE

934  4H 8 7HEMEZRBRAK

9 34 50  [EMGFFRERAT  EEERER

9 34 5H AR REESRIHEIER 2 ERARE SR HEE~9 341 2 A

9 44 1A BEEET RSB R ARHEE~ 9 4 46 A

9 44 7TAH NERERFEM BN S E R IR R AR FHEE~ 9 54 3 A

9 54 47 ERERFRFREFER SESRIRR P EUGRRAT:

9 54 47 NERERTFEFHH B S EREIRE NEIRB T — LY E~9 646 A

9 54 47 ERERFEFDHBIER S EFRE SEEMSSREYE~9 6426 A

974 1A REMIREHEMARIERGEN~9 T4 1 2 A

9 84 3 A  K[E Laboratory of Molecular Genetics, Bascom Palmer Eye Institute, Department of Ophthalmology,
University of Miami School of Medicine #*# (post-doctoral associate) ~ 0 049 A

9 94 3A JERERFRFHEFER SABRRIERFHIGIRET EFELPERES
FNFH L4 Large-scale sequencing of the rabbit corneal endothelial cDNA library.
Fujimaki T, Hotta Y, Sakuma H, Fujiki K, Kanai A. Cornea 18 109-14 1999
(ZRAMANEL cDNA 74 77 U — O KB ELBLS R E)

20004  9H  HEATRMARNY ALy ViR~ O0 143 A

004 9A MERERZFEFHHBIAREERIRE  SrNEEPIA RIS E~0 5426 A

004 104 NERERZFESBIRFAZEDF~0 141 21

014 64 H1 3EHARBFLEMERERRAHE  HARB FSEME R &R

014 104 CFRERA /AR AAERGHI~ 0 2489 1

024 14 SLIEREEMEEERBIRFHBE~ 0 246 A

024 1A SRS R R R AR~ 0 246 A

024 1A LA RIS A BRI R R = o ¥ —EBIEFE~0 246 A

02% 7H HASHIBERIRD v S NFIERATE o ¥ —EEHRIE~1 641 1

02% 7H NERERZEFSBIRFAEEDF~0541 04

024 11H JERERZPELIHBIERZERRER NNERBF—2HYE~O0 546 A
024 118 EFEEANMEERSEHbEEESHIRFHEM~0 241 2 A

024 11H HEHENZEFRERIEFTEEM~1 245 A

024 11H HEHEE~164F1H

034 27 CEFEEHRASHAERETAIEZSIFEIIREIESEL~1 545 A

0 54 1A EBERWHBIETEIEM G4 REFIRESE  NICU) ~1 643 A

054  7H ERBERPELWBIERZERRER NERBF—AFBEE~1 6414
054 8HA KHIBERIFEEHEM~1641A

054 104 JERBEKXKFERHEH~0 646 A

054 10H NERBERERKEGLELVERHIRR 2RI ~0 743 A

0 64 1A HEVEFRIEFHEM~0 941 2 A

064 1H HIEHEUFHEELY ¥ —IEFEEmM~1 64 1A

064 4H HIEHEAEEE Y ¥ —IEREEM~1 641 A

064 7TH EREXRFEME (ERE) ~0 746 H

064 7H JEREERIERERE REEKRFEEREST ME~0 746 A
064 7H JEREERIEFHERIEYE - (RREYESTE~1 541 2 1

074 4H NERBEREREGELTERHIREIAHESIE~1 61 A

074 47 NERERFEREREAFERIEEE Y 4 — AR TR EE EEAEE~1 043 A
074 TH  HEHENLESFEGEIET SIE (A REHIREE  NICU) ~0 846 A
084 4H HABRHEAEEE~164104H

094 47 HAHIRBESESE~1 3424

094  8A NERERFRFFEEFICEHRE FHEEMOUEHR YL EE~1 641 A
114 48 SERDNEEREZ—EFEEM~1 64 1A

124 6AH H AR TS i R T EREFE B S Am GO AR R4 HIEYRE - NICU) ~1 641 A
144 5HA  NPOEARFIRBE({GZH Bt & —fdi~1 448 A

144 8A NPOEAHFIRBE(GZH Rt ¥ —HfERk~1 6414

164 2H  EREKZEZSIIRE SHEIE T B~ BT

164 2H  ZOZRZIRFIHE ST ~I0E

214 7H —AEEREAN NEIERMS RS~ 2 3426 H

214 48 SUSRSPIRE~BIE

—



i

=

I

0014 8 MEREKFAIEABERES AR E

Tl

K
2

*b o A

B8 /ESF
20104108 HEMEEESFESRE1SEKRE 1 HOBEICL D2 HKRIZWEDH 2HOZK & H 23 5 ER
(REREEZE OB FHEE CGROTHE)

20144128 #EREEE CGERE)
20154 17 /NEEEREEEEEEE GEEEL)
HFFFRE

20064 1H13HHME Fk234F11H 4FXE
FraTH54855782%  TIROBE FIHHICHW S D A Fa F VIR L > X

PEREMERR, FEPREIR. BRRES, A B & BFFT) BEE (BrF) {5 JP4855782B
20074 3H15HMHE F24%11H1 6 0BG

FFRFEE5132958% TR FIRRICHW O A Fr AV BIRF L v X
VERRFMAERR, fak 3, FERHREL, Ak & (BFEFT) B8k (5P &5 JP5132958B

SRR« BARHHERARI A S (e E%& 5 1 50333042)
200244 47 CEREFEA - AASFIFERS YRk 1 4FEEREIREMIE  BEFEB IR e RESE
TR S 14770977 FARENE D A F a7 ¢ OB RER R

200444 47 CEREFA - AAFIFHERS YRk 1 6 EERENIREMIS BEFMEB B WIFERES
PR B 16791069  AREN R AR BAY 7 1 T — X — DR R

20044 48 SCEHEMRE - BAFINERS TRk 1 6 FERAFEE MBS FEARIFZE C BRI BFgE A
FREE S 16591768 MY A b u T 4B AIRBELEEZ D X LIZERERNT 7o —F

20064 4H SCEHEMEE - BAFINERS TRk 1 S FEERAIFE M FEARIIZE C BRI BFgE R ES
PHE 20592061 B TIRIEHY 7 har 7 Lo XOBA%

201244 44 SCEREFA - AAFIFHERS YRk 2 4FEEREIRE M R C BN WFFERES
PR 24592654 IRV IR B OIS TIAT > A T L DR

20154 47 SUHBSYE - AASEINIRILS PRk 2 7HEERSAIIEEMEIEe RIEC R AEoiE
PR S 15K10904  #HREAHE R 1 K 2 R A REARRE IR K OMRREIE M & 41 L 7o f s b B ANG A R

Z O
19964 3] SEED#MASEI T —2AIKEIRNL X (S1-6PB) FRERTEER Sy HE ET

20024 9H HARKEITHESEESE
20024110 BRESEKASHE PE-001 SIRK (F2 2 F—/L 0.01%50RK) & IV AH. TR %ZERER SR BRTAER 5540 E f

20034 37 KREFEMIEEASH OPC-1085E Hfg /L7 4 v — L EHg M SR (2 47T 0 LA BIRIE2 %) @
55 TIT FH HEi g PR A SR VA B 2 =

20044 41 ZREEGEASH 0.0015% DE-085 sUIRIE (¥ 7' v A RHRHE 0.0015%) O JFFEBR B /A P X 1%
FHREE 2 %G & U 7= IEAE A L 3OS Bl A TR R LL iR
(0.005%7 # 7 7o A b ARG A xR & U= 2 sk L RaBR) 265 AR, RRaEAgiBRyaBR 0 A

2019% 2H ZREEEHRASH =AU 2 R0RIK 0.002% 5 E AR A (REERICBET 238d) HAERKERM



JiE

10.

11.

M
i

202548H

FRBHRIS, S ER, BT, MILR)sE, REEAET, REZER, LEEE, TWE—, Al LHEEIT, BARET,

&H V7 L—ULEO DNA 2l & 0K G:  ERRIREL 50 & 6 5 1179-82 1996

Nishimura C, Hotta Y, Gui T, Seko A, Fujimaki T, Ishikawa T, Hayakawa M, Kanai A, Saito T. The level of erythrocyte aldose reductase

is associated with the severity of diabetic retinopathy. Diabetes Res Clin Pract. 37(3) 173-7 1997

Hotta Y, Kitagawa H, Fujiki K, Fujimaki T, Ohnuki H, Sakuma H, Iwata F, Watanabe M, Nakayasu K, Kanai A. Plus/minus screening of

rabbit corneal endothelial cDNA library. Jpn J Ophthalmol. 41(6) 370-5 1997

Matsumoto M, Hayasaka S, Hotta Y, Fujiki K, Fujimaki T, Takeda M, Ishida N, Endo S, Kanai A. Mitochondrial DNA mutations in

Japanese patients with optic neuropathy unassociated with a mutation at nucleotide position 11,778. J Hum Genet. 43(4) 242-5 1998

RESIHSE, BEBHRRN, PRFR, WILEE, BARER, MUFI=E, &8 1% Duane JEMEHE  BUKREIZ SOV TOMRET

NREMEFER E 3 92 & 6 5 830-3 1998

Hotta Y, Fujiki K, Hayakawa M, Ohta T, Fujimaki T, Tamaki K, Yokoyama T, Kanai A, Hirakata A, Hida T, Nishina S, Azuma N.

Japanese juvenile retinoschisis is caused by mutations of the XLRSI gene. Hum. Genet. 103(2) 142-4 1998

Fujiki K, Hotta Y, Hayakawa M, Fujimaki T, Takeda M, Isashiki Y, Ohba N, Kanai A. Analysis of peripherin/RDS gene for Japanese

retinal dystrophies. Jpn J Ophthalmol. 42(3) 186-92 1998

Hotta Y, Fujiki K, Ono K, Fujimaki T, Nakayasu K, Yamaguchi T, Kanai A. Arg124Cys mutation of the Big-h3 gene in a Japanese family

with lattice corneal dystrophy type I. Jpn J Ophtalmol. 42(6) 450-5 1998

Sakuma H, Murakami A, Fujimaki T, Inana G. Isolation and characterization of the human X-arrestin gene. Gene. 224(1-2) 87-95 1998

Matsumoto M, Hayasaka S, Kadoi C, Hotta Y, Fujiki K, Fujimaki T, Takeda M, Ishida N, Endo S, Kanai A. Secondary mutations of

mitochondrial DNA in Japanese patients with Leber's hereditary optic neuropathy. Ophthalmic Genet. 20(3) 3153-60 1999

Fujimaki T, Hotta Y, Sakuma H, Fujiki K, Kanai A. Large-scale sequencing of the rabbit corneal endothelial cDNA library. Cornea. 18(1)

109-14 1999



12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

R =, MR, BEEER, HEERES, @F 17 ISR SNIZIRENERAGEED 1] H725 LWIRF 17555

755-7 2000

Kobayashi A, Higashide T, Hamasaki D, Kubota S, Sakuma H, An W, Fujimaki T, McLaren MJ, Weleber RG, Inana G. HRG4 (UNC119)

mutation found in cone-rod dystrophy causes retinal degeneration in a transgenic model. Invest Ophthalmol Vis Sci. 41(11) 3268-77 2000

FPIERSEA, BULFISE, REARRRSE, BRETRIR, FHRZETR, @F 1% Moebius JEMAFD 1ER]  HRFHEGIREEH 94 5 10 5 1241-3

2000

W ABEZ, HEBIRS, TR, JIRBK, AL & ARNBGBEFRAT 07 7 A VOB NEREESY 48 52 5 216-25

2002

e IF, PRIER, AL M, BEAREE T, BULRISE, KERERE, WEERMT, s, 01 5, KA, SERNE,
REZR, W (R, BEEIRAS, HaNT, & 3CF, AR, MRS, REEEF, WRER, BT, KSR, 1R 1,
MG, REIE, SREMF, SO 2, 585 72, (WEEsE, RETES, PAHE -, & 7%, ThanhTK, ChauHM, CungLX,
7, IRoe 5, R, =8 =, SFEPERG, WIRES, MmER, 0 mEek, S AEREOMRE & 16K

HAIREL 2 ME3E 106 25 12 B 757-77 2002

Murakami A, Kimura S, Fujiki K, Fujimaki T, Kanai A. Mutations in the membrane component, chromosome 1, surface marker 1 (M1S1)

gene in gelatinous drop-like corneal dystrophy. Jpn J Ophthalmol. 48(4) 317-20 2004

Fujimaki T, Huang ZY, Kitagawa H, Sakuma H, Murakami A, Kanai A, McLaren MJ, Inana G. Truncation and mutagenesis analysis of

the human X-arrestin gene promoter. Gene. 339(15) 139-47 2004

Ishikawa K, Funayama T, Ohtake Y, Tanino T, Kurosaka D, Suzuki K, Ideta H, Fujimaki T, Tanihara H, Asaoka R, Naoi N, Yasuda N,
Iwata T, Mashima Y. Novel MYOC Gene Mutation, Phe369Leu, in Japanese Patients with Primary Open-Angle Glaucoma Detected by

Denaturing High-Performance Liquid Chromatography. J Glaucoma. 13(6) 466-71 2004

Funayama T, Ishikawa K, Ohtake Y, Tanino T, Kurosaka D, Kimura I, Suzuki K, Ideta H, Nakamoto K, Yasuda N, Fujimaki T, Murakami
A, Asaoka R, Hotta Y, Tanihara H, Kanamoto T, Mishima H, Fukuchi T, Abe H, Iwata T, Shimada N, Kudoh J, Shimizu N, Mashima
Yukihiko. Variants in Optineurin Gene and Their Association with Tumor Necrosis Factor-alpha Polymorphisms in Japanese Patients with

Glaucoma. Invest Ophthalmol Vis Sci. 45(12) 4359-67 2004

PWNIK T, AATERE, IR &, FEARBET, BERIES, ATk & B L2 T A L 23 S AERENCIRIE D B E2 R
JIRMEGRENED 1 6] H7=5 LWIREL 21 % 8 5 1123-8 2004



22.

23.

24.

25.

26.

217.

28.

29.

30.

31

32.

BRATE, KITHE—RS, SEEZ, MBI, AR, MBI, ARE =, SiRIERES, RS, RERT, FEk 1,
HERF, &R, AHBASES, KHMRS, /DNASFA, Tk o, KGR, BEEM, BAS -, Al & HPEE, foolk
A, HEF W, @RS, s, SRS, AL &, SINSE, SRR, AN E, BESE, SANE, 2 L,
IRFHRAEZWHE  ERHEERORMUC T TOBEFBET  SNERGAITIIES AARIRFESMES 108 5 12 %5

863-86 2004

RFHEGE, ISR, BRI, BULRISE, WA —, A b 5 A BEMRRAEC X 2991000 561 IRBHRRIE®R 99 &

2 5 166-9 2005

HEE—, BPNEET, R, A ERT, BH &, #H — FLER, #E & #iiFREZIZ T Adenoid Cystic
Carcinoma & ZWr SN RIEEO 16l &7 6 LWRE 22 % 55 697-701 2005

REER, LEMZE, BERE, REARF, EERE, L M 1 BSGRENE T Lo Xl R IC 2 bl L o AR E

ICEM OB LOYEFORRT AR X7 ML X256 4684 5 196-200 2004

BT T, BRI, MRS, A, B, b S OIS | ) IRFHERRIEH® 99 % 6 % 474-7 2005

Ishikawa K, Funayama T, Ohtake Y, Kimura I, Ideta H, Nakamoto K, Yasuda N, Fukuchi T, Fujimaki T, Murakami A, Asaoka R, Hotta Y,
Kanamoto T, Tanihara H, Miyaki K, Mashima Y. Association between glaucoma and gene polymorphism of endothelin type A receptor.

Mol Vis. 23(11) 431-7 2005

Hashizume K, Mashima Y, Fumayama T, Ohtake Y, Kimura I, Yoshida K, Ishikawa K, Yasuda N, Fujimaki T, Asaoka R, Koga T,
Kanamoto T, Fukuchi T, Miyaki K. Glaucoma Gene Research Group. Genetic polymorphisms in the angiotensin II receptor gene and their

association with open-angle glaucoma in a Japanese population. Invest Ophthalmol Vis Sci. 46(6) 1993-2001 2005

BUBEEE, PR, HERRER, AR, AR, H L B 10ERICH REES FREE B LI-BREREOE RO
Bt MERERF EITHEBRBROEF S H-5 LWIRE 22 %7 5 965-8 2005

B, PERER, HEERER, AR, AR, M b & Rl 10 RIS RRES Fike 15 LIosNREE OF RO

Bt MERERSF: ETTHEBRBROER S SN 154 1 5 24-7 2005

B R, BEAREET-, 21 tHIE, £ BB, £ 8% PRt B 5, BREIRES, @0F 1, AL A PEA ORI

A ha 7 ¢ BEICBIT S TGFBI Bic DR FRKRIEE 604 4 5 493-6 2006

RILSEGL, RS, AARE, )ik, BARET, AR, EBTE, k& IA4v ) VEBEFAR(Ala363 Th) %
W U772 RSB A RN 1 552 AARIRRISESHEE 110 % 1 5 37-43 2006



33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

Takizawa Y, Hayashi S, Fujimaki T, Mizota A, Yokoyama T, Tanaka M, Murakami A. Central retinal vein occlusion caused

by human herpesvirus 6. J Pediatr Ophthalmol Strabismus. 43(3) 176-8 2006

Inagaki Y, Mashima Y, Fuse N, Ohtake Y, Fujimaki T, Fukuchi T. Glaucoma Gene Research Group. Mitochondrial DNA
mutations with Leber's hereditary optic neuropathy in Japanese patients with open-angle glaucoma. Jpn J Ophthalmol. 50(2)

128-34 2006

Kobayashi A, Fujiki K, Fujimaki T, Murakami A, Sugiyama K. In vivo laser confocal microscopic findings of corneal

stromal dystrophies. Arch Ophthalmol. 125(9) 1168-73 2007

Seto T, Fujiki K, Kishishita H, Fujimaki T, Murakami A, Kanai A. A novel mutation in the cornea-specific keratin 12 gene

in Meesmann corneal dystrophy. Jpn J Ophthalmol. 52(3) 3224-6 2008

Iino Y, Fujimaki T, Fujiki K, Murakami A. A novel mutation (967-970+2) delAAAGGT in the choroideremia gene found in

a Japanese family and related clinical findings. Jpn J Ophthalmol. 52(4) 289-97 2008

Futagami Y, Sugita S, Fujimaki T, Yokoyama T, Morio T, Mochizuki M. Bilateral anterior granulomatous keratouveitis with

sunset glow fundus in a patient with autoimmune polyglandular syndrome. Ocul Immunol Inflamm. 17(2) 88-90 2009

Himi M, Fujimaki T, Yokoyama T, Fujiki K, Takizawa T, Murakami A. A Case of Oculo Dento Digital Dysplasia

Syndrome with Novel GJ4! Gene Mutation. Jpn J Ophthalmol. 53(5) 541-5 2009

P 1, BRI AR, MERRMAT, EHER. ME S, SRR, BB SpitzRFEE & BRI REE TH - T FEED
BEGHAREEO 15 IRFHERARLE 28675 559-62 2009

HREEA, EERIRES, EMfth, ARG, EERMIT, AL S ORER AMEENERANERNE EZ6ND
INROEAREK O—F] IRFHERARLE 28675 555-8 2009

HAT B, KRATZRE, IR, BRRES, BLF]=, A & Fovlg b A 7 v % U (TFLX) RBR IR O BT HR G
BWHRICBIT A AEoRE H71-05 LWIREL 26595 1253-6 2009

FREEL, WA, FERIRER, NG —, B &, B, R, ERMIT, ML & O ICReERE R Lz
SRR O—F  IRREFRACE 35845 390-3 2010

Kartasasmita AS, Fujiki K, Iskandar E, Sovani I, Fujimaki T, Murakami A. A Novel nonsense mutation in rhodopsin gene

in two Indonesian families with autosomal recessive retinitis pigmentosa. Ophthalmic Genet. 32(1) 57-63 2011



45.

46.

47.

48.

49.

50.

51.

52.

53.

54.

55.

56.

EATHK, FREESTRES, BT, TR %, BRE, BHESY B, HEAN, M E & ABCAGEIZ RN %17 - 7= Stargardt
RO IREHRRACEE 45475 383-7 2011

YR AIACE, BREEER, WEEJRMAT, A L & Stevens-JohnsonJEMERED/NRBIOME  HRFHERIKACE 425575 459-6

2 2011

Honda R, Toshida H, Suto C, Fujimaki T, Kimura T, Ohta T, Murakami A. Effect of long-term treatment with eyedrops

for glaucoma on conjunctival bacterial flora. Infect Drug Resist. 4 191-6 2011

KHEBFNE, FREAE, A 7%, 1O W, BARE, #EN, A & NEIRE Y Y EO26]  IRBHRARLE 45

4% 373-7 2011

Hamahata T, Fujimaki T, Fujiki K, Miyazaki A, Mizota A, Murakami A. OPAl mutations in Japanese patients suspecting

with autosomal dominant optic atrophy. Jpn J Ophthalmol. 56(1) 91-7 2012

RHTER, METAE, HEERER, KRR, RFEE, KIGHSL AL W SotosiEMEEEOIRBHFARIFTI  IRFHERACE 5%

55 456-8 2012

mE S, B ATINE, FEERR, AIMARIT, A b IR & SIS R R S T NI 0361 IRBHIEIRACEE 5%

55 452-5 2012

Amano K, Ishiguchi M, Aikawa T, Kimata M, Kishi N, Fujimaki T, Murakami A, Kogo M. Cleft lip in oculodentodigital

dysplasia suggests novel roles for connexin 43. J Dent Res. 91(7) 38-44 2012

Toshida H, Mamada N, Fujimaki T, Funaki T, Ebihara N, Murakami A, Okisaka S. Incidence of Benign and Malignant

Eyelid Tumors in Japan. Int J Ophthalmic Pathol. 1:2. doi:10.4172/2324-8599.10001022012 2012

Arai E, Fujimaki T, Yanagawa A, Fujiki K, Yokoyama T, Okumura A, Shimizu T, Murakami A. Familial cases of Norrie

disease detected by copy number analysis. Jpn J Ophthalmol. 58(5) 448-54 2014

Suzuki T, Fujimaki T, Yanagawa A, Arai E, Fujiki K, Wada Y, Murakami A. A novel exon 17 deletion mutation of

RPGRIPI gene in two siblings with Leber congenital amaurosis. Jpn J Ophthalmol. 58(6) 528-35 2014

b A, EERRR, FEARBE T, WU &, BrEEE, LA, FFMBE, EET A, BH %, EHXT)
IRER L BET BREGETR2ELO S LZBEERMENT BARIERESMEE 11858375 283-98 2014



57.

58.

59.

60.

61.

62.

63.

64.

Okumura A, Arai E, Kitamura Y, Abe S, Ikeno M, Fujimaki T, Yamamoto T, Shimizu T. Epilepsy phenotypes in siblings with Norrie

disease. Brain Dev. 37(10) 978-82 2015

Coppieters F, Todeschini AL, Fujimaki T, Baert A, De Bruyne M, Van Cauwenbergh C, Verdin H, Bauwens M,
Ongenaert M, Kondo M, Meire F, Murakami A, Veitia RA, Leroy BP, De Baere E. Hidden Genetic Variation in
LCA9-Associated Congenital Blindness Explained by 5'UTR Mutations and Copy-Number Variations of NMNATI.

Hum Mutat. 36(12) 1188-96 2015

KITDNEF, BRIFEA, ERERF, FRER, K #17, TR, A8, IRFEEE, TFHEE—8, RRBREL, 5H =,
JEEHRER, AR E, EBEET, B A BIKHARERICRT 2 ARICHEE - RS MERATT B ARIRER MRS

122 %% 2 5 103-13 2018

Kawamura Y, Suga A, Fujimaki T, Yoshitake K, Tsunoda K, Murakami A, Iwata T. LRRTM4-C538Y novel gene mutation is associated

with hereditary macular degeneration with novel dysfunction of ON-type bipolar cells. ] Hum Genet. 63, 893-900 2018

L3, AR FE, BEEIRRS, MEEHEAC, AT b b, UAE—, VRS MR SEANEI R D 9-cis-B- T 1 T AT

#EFA Dunaliella bardawil f/m B OE A ARIBFIAESHEGS 1225 5 5 372-78 2018

Fr b &b, P S HRES, SR AR, 10 BRI JE—, R BE-, oa l S0, R TR, PR R, BEE R, N
i, A B, ORE RE, R R, A E B2 IR AT, BOL RS, B oo, MR A A H R 2 ST, Fnl
WA M B IRFRERY HFBET EEATEIREERRA~O R BAIRBSARMERES 1258375 210-29

2021

Akiko Suga, Kazutoshi Yoshitake, Naoko Minematsu, Kazushige Tsunoda, Kaoru Fujinami, Yozo Miyake, Kazuki Kuniyoshi,
Takaaki Hayashi, Kei Mizobuchi, Shinji Ueno, Hiroko Terasaki, Taro Kominami, Nobuhisa Nao-I, Go Mawatari, Atsushi Mizota,
Kei Shinoda, Mineo Kondo, Kumiko Kato, Tetsuju Sekiryu, Makoto Nakamura, Sentaro Kusuhara, Hiroyuki Yamamoto, Shuji
Yamamoto, Kiyofumi Mochizuki, Hiroyuki Kondo, Itsuka Matsushita, Shuhei Kameya, Takeo Fukuchi, Tetsuhisa Hatase, Masayuki
Horiguchi, Yoshiaki Shimada, Atsuhiro Tanikawa, Shuichi Yamamoto, Gen Miura, Nana Ito, Akira Murakami, Takuro Fujimaki,
Yoshihiro Hotta, Koji Tanaka, Takeshi Iwata Genetic characterization of 1210 Japanese pedigrees with inherited retinal diseases by

whole-exome sequencing Hum Mutat. 43(12) 2251-64 2022

R - i - Ok - o (OFCD) IEERED A AR MNER] s+ L ORI D45
IR =2, pRE A, R PRER, BE E, mi PR, ORF Tl B B, NS B0, SHIR STER, EE B,
AN BH, il FE—, Ak S JHE =, T 2 AARIRPIESHES 129515 28-35 2025


https://www.ncbi.nlm.nih.gov/pubmed/?term=Kawamura%20Y%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Suga%20A%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Fujimaki%20T%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Yoshitake%20K%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Tsunoda%20K%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Murakami%20A%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://www.ncbi.nlm.nih.gov/pubmed/?term=Iwata%20T%5BAuthor%5D&cauthor=true&cauthor_uid=29760528
https://search.jamas.or.jp/api/opensearch?q=%5B%E5%B1%B1%E5%B4%8E%E6%99%BA%E5%B9%B8%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%88%90%E7%80%AC%E7%BF%94%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E8%97%A4%E5%B7%BB%E6%8B%93%E9%83%8E%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E9%B3%A5%E5%B1%85%E8%96%AB%E5%AD%90%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E9%AB%98%E5%B1%B1%E7%90%86%E5%92%8C%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%9D%BE%E4%B8%8B%E4%BA%94%E4%BD%B3%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%97%A5%E5%90%89%E7%AF%A4%E5%8F%B2%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E5%B0%8F%E5%B3%B6%E6%A2%A8%E7%B4%97%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E5%B2%A9%E6%B3%89%E5%AE%88%E5%93%89%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E4%BD%90%E8%97%A4%E7%BE%8E%E4%BF%9D%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%9C%A8%E5%86%85%E8%89%AF%E6%98%8E%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%B1%A0%E7%94%B0%E6%AD%A3%E4%B8%80%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E6%9D%91%E4%B8%8A%E6%99%B6%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E5%A0%80%E7%94%B0%E5%96%9C%E8%A3%95%5D/AU
https://search.jamas.or.jp/api/opensearch?q=%5B%E8%BF%91%E8%97%A4%E5%AF%9B%E4%B9%8B%5D/AU

=
B
=
i
I

—_

10.

11.

12.

13.

14.

ERIRER BICES9 AHH8 = —J— Eye Bank Journal. 7% 1 5 60-12003

BEERAES IRBHEO 7D D ERERE  Heteroduplex Analysis & Invader Assay (2 & 54 B

H1-H LWIRE 2125 8 631-22004

FEEHES FEHMEZ OO OIREHRE AEREL2 S IREER  AAREFHM 42955 49-52 2006

FEERES [FE02 DRV LEocl ] SEIERRUTORE  TIRMEN] EE-o7c &

NREH#E 29%9%5 1197-9 2006

FEEIRRR, AR IREYELE 2 — AFAT v F#EE KU AT —VHEEHNIG(PCR)

H7=5 LWRE 23%12%5 1 579-80 2006

A b A, BEERHES ARl IRBIREMER] TN ETHE2RR 44-5 2007

B [fEIRDE IR EER  IRR - BamigERt] IREHEER BN AARHE AR 75565 068-74 2007

FREIRS (RS I 2R IRA - FEert] IR wkkE AVRHR A 7 598 6 5 075-822007

PEEIRRS (RS AT 2R IRA - FEert]  IRRHRE BERPTEIE  AARHE SRR 7 5 %5 6 %5 083-8 2007

BEAIRER  /NROJRREAFSLE IEVE 2R OMREAR KR - FAaERE SRR, s fE
~25FHR  325-312009

PEEIREE KUCRBIRORR FELDIRDFR NERRES 56 %3 5 209-14 2010

FEBARER, A L & R OMRIRBR BB G FRAEICOWTHA T ZE W (OCT, #Bin M)

BT 5 LIRS 27 Eidd 240-3 2010

BEAAAIR 44 - HBAEE - BB OF#RER 2 01 1 HapmR o mBlioF#Em# 1) BR (B cxi
WAL EEE 7 CIREHE R L G o 7 BE D HEEMERHI AR L TX 72 & X OFH#IT-OVT)JOHNS 27 4 3 5 445-8 2011

ERIRER [ D & - ERITIRDIEBED I DT-E 2 7220111 ENEEOF, FRIR(ELID) /NEAER 43,10 1747-9 2011



15. BEEIRER IROFR =0 kay 7 REFER] 0Lz 27 77 2011

16. BEEHEL AR ORHE BAREEFW 45945 81-4 2012

17. BEEWRER  [ER - JEENOZW2EL o] BoFifl NER 53&11%5 1473-7 2012

18. FEEIRES ERA 77 TR btk g (0 x9H) 2& (w4 IBE EFEEsE 48-9,60-1, 70-1 2014

19, BEAIRAL  WRAE - VEESEME RPN 3RS - R 3-1 [IRFF] LIRS R0 A 5L 5. 3E8LM AR
DESBE 2)7° ) X a9k ) REEFIRE STE%: 305-10 2014

20. FEEAREE  AREE : OR AT NERIRBE Felm JEITRE LRI 2 H 7 FLUXOEH arH s ML XOEH

“imEIE 095-8 2015

21. SRR MRAE AP B - EARA MEIREMREOS ST H3E  Sim EEEEMOLYE F o Leber/c KRN

EERE 3249 2016

22, EEHRER  MRAE - KB — - RSN - B R & IRBHRER RHTOTIRHE 2016-2018 FUE KIAEE 1 ERXENRE

FETLA 183 2016

23, BEEEL BB LY &H ! RAbRADORAH ERmMmn ~F0LT v I A XXyt Ay T ps4 2017

24, FERILEL ROFR &H | KRB AOFRF EFmini 72F0LT v I A Rxvk - AvT pl20-5 2017

25. BN KL< HAEEORN . MANLOBE- BB 7.0 & - 5 - BITRE - 550 NERERRETIE TS
HAVNBE S HAREE 2196-200 (372-6) 2018

26. BEEHEN KL< HDEEORN- MENLOBE- IRE 11 B NERERREETIE TS
HAV/NBES HRFE  2215-7 (391-3) 2018

27. BEEHEL BB LY B KRB ADREKHER EOLT Y IR RXxoE - Ay p54 2018

28. BEEHEL IROFR B RHLADORERIER 0L T vy 7R "Ryt Lvr pl20-5 2018

29. BEEHER MRS  KIEMR— - AT B S IRFURER BoTOTRSE 2019-2021  HIE ATIRMRE 5 R 12 NERRAEE

(RERENEE) LA 186-7 2019



30. BEBHER TH2E) OoFFlEx BERUNCL L) ~EfzEEdRnizoli~ &t A¥7 4 —~—— > b

MRS X 29 2019

31 FEERAR H - BEARICRD E&H ) 0~6F HR&F—LTFTHER “FEOLT v IR Rxok - Av 7 p80-2 2023

32. BEBHRER BZUN L7 s BB AT & 0~6F WR&B—L 7 7HEaR ZEFO0LT v A Nxvt - Ly

pl16-7 2023

33. FEEHAR HOWR AT 0~6F HR&F—LTTHER EOLT VIR RRXyk - LAvs ple0-2 2023

34. BEERER FETONLREAER JLET 70 B -1 K 0~6F R&A— LT THER LEOXT v A Ry

ALy 7 p209 2023

35. BEERMAR H - EARICRD  EH ! 0~6F HR&KF—LTFTHER EOLT v I A Rxvk - Av 7 p80-2 2025

36. HEBIRES BZUBN L7 s BB AT & 0~6F WR&B—2 7 7HaR ZEFO0LT v 77X N"xvt - Ly

pl16-7 2025

37. FEEHER HOWR AT 0~6F HXR&F—LTTHER EOLT VIR RRXyk - LvY ple0-2 2025

38 HEBIRER FETONLEAER JLET 70 B -1 K 0~6F RR&S— LT THER LEOXT v A Ry

ALy 7 p209 2025



WAL - TR - T OM

L B NERIRBZIRICR LB T2l BP0 E T 831 BIEANERB SRS v s I 50 SRV CGRY

AL FEEE kT 6H2H 2006

2. PEEIRER. HEARBE. S #, R FIeoF iR O, EAEW, e E AL S

YPeickiI b auA 7 L T EREOCHMEE T L KB

JEAE T BE A TE R BRI TR ARG - SRR ZEE AT IR P20 HE - Ay FIRFZE RS 15-7 2009

3. BERIES MR BEEAEOBLG IR 50 JRPS MNREEEME 7 +—7 & TEER JE%Eh 1118 2009

4. WEBRVRRR, A, BEARBE . B %, Arief S. Kartasasmit, & F )Y, EHE 2 A F

5. RMERIARRE S O B A#HT
FrE AR BT IR e 2 MAREIRAG AR - LARREZEMAE AR AL JEBE SRR 1AERE  FR 4TS - S 4RMFTEEE & 101-2 2010

6. HEEMEL MEAREMEOBEFIAR Fomn—vya s 7 TiGEHS THER TN 4H48 2010

7.8 L B BEEHRER, EAIEUL, EWR 3, RARBEAS FIEBT  EIRVEREIEARE IR O BRI O BUIR & R
JEAE T B AT R BRI TE R RIS - BRI AT IEE RIS KT - rFERFZEER i 98-100 2010

8. WREIRER, HWR . HEAREF. AL S LeberfoRKE 25 Lo Y ta R MBI 4 R AN OMERERI B A fRHT
JEAE T BE AT R BRI TE R MRS - BRI IR 224 T - I fERFZEEEE F 26-8 2011

9. Fujimaki T. How to Assess Vision in Children.
DIDACTIC COURSE PEDIATRIC OPHTHALMOLOGY- STRABISMUS, CICENDO CARES FOR VISION TO ACHIEVE A BETTER
QUALITY OF LIFE. 102 Years of Cicendo Eye Hospital, Bandung, Republik Indonesia 14.00-14.20 Friday, 07 January 2011

10. Fujimaki T. Management of Refractive Error in Children. SYMPOSIUM DAY I, SYMPOSIUM DAY I,

CICENDO CARES FOR VISION TO ACHIEVE A BETTER QUALITY OF LIFE.

102 Years of Cicendo Eye Hospital, Bandung, Republik Indonesia 14.45-15.00 Saturday, 08 January 2011

11, FEEEE /NEORME WBFITREDIC BAREHE ATl 7H29H 2011

12, B /NVPAOIREE Tl REEDSMIS L2y AU 4 A8 H 2011



130 FF bl SRR, EEEIRRR, BUMAML, ER 2, EEREEF, BUFIEA  Stargardtfi O ABCA4EAS T ENT
FrE AR BT IR TS 2 MERAR AR - SR ZEME A AT JEEE  SPRR234EEE  HRES - AT JE S 132-4 2012

14, BREIHER, iR %, BRSO BEREE T HHIUY, @Y BRESET FIEm . B AR
Leber /i K& & & Lo W Y AL MERIE R ETED~ A 7 0 7 LA I X DB FiEHT
JEAE T B A TE R BRI TE R FERRIRAEIE - BT IR 23R KT - S FIRFZE R E 135-6 2012

15, EBIRRR, IR B, R BRI, TG, SO, R A
Leber/t K & & & Lo W YRS IERIE R AEMED~ A 7 0 T LA & AW Ts @8 5FRbT
BT EIAMER R IR FE 2 IR - SRR AE AT SEEE o Rl244R

H
3
=
=2
&
i
_a
I
I

17-9 2013

16. FEERAR T ELOIROFR 7T —~ eSS TSR R S 5 5ERE )
tHafEiEAN BBWHRTEESRAETREE ¥ — FHu# X 7H248 2013

17. # E Fh. BESRRR., I B, FiHEsedr, JISFHEZRE, BEABE 1. ITHEIEA, Frauke Coppieters, Elfride De Baere
NMNATEIG 28 5 4 588D 7= Leber St K R AFE D24
T HNEM R BT R R IR - AR EIICEE RS FRFE - iR = 93-6 2014
18. FRSIREL, Ml 2, BB, AL S
Leberfc KEBNRE 2 & Lo YO RS IR O FE LM~ A 7 0 7 LA 1281 5 Quality Score Threshold

AT EEEIATER ORI TEEZE  TERIRKEEE - (AR SERIET AT EBE SRS S - SRR E 97-9 2014

19. BEEIREE  AAREERIRRI RS VR T AT
B« MM PE R RERRIA 2> D IRIE~D R SP7-211 Leber /e KEBNEDRHRE L RF kORI FEF =EH 117148 2014

20. HERREL  AAIRBIESHMERESORFEES (74~ - 47 - =2 (56) ]
PRI OIRER T4~V - FTOROOBEESE FHE:3) NNEREROEE FEF AT 11H158 2014

21, BN HIASERN B —RAEEAN EIERMS 65 3122 2016

22, BEEHER /NEONR & BEMREE 2 RESEAANHES HRHE FRX 7H17H 2018

23, PEEIRER /NROIR & BEMERE Holat AARIREVIZERT tEAGEITR ISR S HOE TREX 37148 2019

24, FEERER TPl HURPER ASE ERERKFEFTEESE 174 6122 2019



25.

26.

217.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

GRS /NFAEDIEINEH  TAyxV ) AT LEs@gkat H®yrFv—// 1152080 2019

BRI TREY B i RMofalb T2 ox V) BAT ekt F®rFv—/ 20108 2020

B T+ O BIREE S9tRICHH, TR TIEEIS)  ARBPAL @< v~ LN E XX HWEBA T 177 HAEDUAL 2020

REEES  EFRE~ORE R TUXVENEEZMS 4] FEHM T 1\ 12848 2020

FEEIRES kol T2 0% V) BAT ekt RV Fr—/ 11280 2021

BEARPRRR ARIR T1. 0K OFHtOBIE B E R /NPT, A TE8% EE A 74 TA28H 2021

https://www. yomiuri. co. jp/kyoiku/kyoiku/news/20210728-0YT1T50394/

FEBIEER A~ BRI MR FIMEET  TTH2RAM) SRS FEECH 07 22 7H29H 2021

FREHRAS A~ARAEE e AT T1 B 28 SRS HEECHEA S Z 0 TH29R 2021

https://www. yomiuri. co. jp/kyoiku/kyoiku/news/20210729-0YT1T50146/

FEBIRES INEeE O / — & IEREIRBHRIZASEE 38%  179-85 2021

BRI AEEHE Y Y — X UNESoE - T8 - JEITRE, 550 B AN ha)IERME 71 18-23 2022

FEEHEAS A3 OFICHET HPlReE AR 3 OFEaRm NEREIRBRARSEE 39 61-2 2022

PR TAR-BIE-HE, IRBHE 3 04 MFE  —MRAEEEA  NE)IERS 27 21-2 2023

A ERERROBVWE BERERENLONEE ML & 2d% B ELEERE
MR e R =R B R AP R RHIR B Rl 7 2023

EEES SRS (V) #2839 1% EEMEREM A 1SR A 2 BEEAA (—20244F1 H27H)
P AERORBRTRIN LSS T RCHIPTR 4 3 1 EH A £R 2023411 1 H ~2024423 4

HEERER w64 (TV) #2775 DEHIEREM 05 BB Pl R ORRES RN S L A A

WM GTFEHFTRESE 253D c & 202443 H 14 H ~f%24H  https://yuanmutti9. wixsite. com/kakonicontact

JESTEER AR EIZH R TWe2niz 2 & IR EIRBH R ZASEE 42 144-5 2025


https://www.yomiuri.co.jp/kyoiku/kyoiku/news/20210728-OYT1T50394/
https://www.yomiuri.co.jp/kyoiku/kyoiku/news/20210729-OYT1T50146/
https://yuanmutti9.wixsite.com/kakonicontact

41, RS MAEICar 27 ML X FFi 2EE FORRBER S 610 44-8 2025
42. BEEES  HRElICav 7 LU X)) B HREIRMRESR WMERES  TH HEREARERS 2025



