26

27 2015

3






26

27 2015

3






H26

Life

Quality of



HEERICEATRHIEREREREOR R

RO RERTMES (HE)
* SR FROREE CGROR. & 6R)
* 3l A (20D, 28D)
x BRIEDAS

(R=)

SELEUOENT 3. CEERRS
T ORI

O BREHRC A R L BT
@ BRENASI KRBT

TS IR SRR D IS
* NP L O— L DAYE
X ARG L B RO IRk

!

O #H#EEFRSCHIZHORLREREDORT
@ EHRE A0 A

(LF 3™

ERG
ERG

ERG
VI AN KB G A UV —=0 T DR

ERG 8
61 33 33

30Hz ERG
—2SD



2V TR T, RITR EE 3.0cds/mm
28Hz
30 30

22.8+5.4uV
30.9+1.5msec

2.4£3.4pV 34.44+3.2 msec
p<0.01, Mann Whitney U test
32
2SD
33 13
1
ERG 8

G
1

Kazuki Kuniyoshi, Hiroyuki Sakuramoto,
Kazutoshi Yoshitake, Kosuke Abe, Kazuho Ikeo,
Masaaki Furuno, Kazushige Tsunoda, Shunji
Takeshi

Kusaka, Yoshikazu Shimomura,
Iwata

Longitudinal clinical course of three Japanese
patients with Leber congenital amaurosis/early
onset retinal dystrophy with RDH12 mutation
Documenta Ophthalmologica, June 2014,
Volume 128, Issue 3, pp 219-228

Fujinami K, Zernant J, Chana RK, Wright GA,
Tsunoda K, Ozawa Y, Tsubota K, Robson AG,
Holder GE, Allikmets R, Michaelides M, Moore
AT.

Clinical and Molecular Characteristics of
Childhood-Onset Stargardt Disease.
Ophthalmology. 2014 Oct 12. [Epub ahead of
print]

Kazuki Kuniyoshi, Kazuho Ikeo, Hiroyuki
Sakuramoto, Masaaki Furuno, Kazutoshi
Yoshitake, Yoshikazu Hatsukawa, Akira Nakao,

Kazushige Tsunoda, Shunji Kusaka, Yoshikazu

Shimomura, Takeshi lwata

Novel nonsense and splice site mutations in
CRB1 gene in two Japanese patients with
early-onset retinal dystrophy

Documenta Ophthalmologica, 2014 Oct 17
(ahead of print)

Katagiri S, Akahori M, Sergeev Y, Yoshitake K,
Ikeo K, Furuno M, Hayashi T, Kondo M, Ueno
S, Tsunoda K, Shinoda K, Kuniyoshi K,



Tsurusaki Y, Matsumoto N, Tsuneoka H, Iwata
T.

Whole exome analysis
CNGAl1l mutations

identifies frequent
in Japanese population
with autosomal recessive retinitis pigmentosa.
PL0S One. 2014 Sep 30;9(9):e108721.

Nishikawa Y, Fujinami K, Watanabe K, Noda T,
Tsunoda K, Akiyama K.

Clinical course of focal choroidal excavation in
Vogt-Koyanagi-Harada disease.

Clin Ophthalmol. 2014 Dec 4;8:2461-5..

Miyake Y and Tsunoda K
Occult macular dystrophy
Japanese Journal of Ophthalmology, 2015, in

press

Satoshi Katagiri, Takaaki Hayashi, Kazutoshi
Yoshitake, Yuri Sergeev, Masakazu Akahori,
Masaaki Furuno, Jo Nishino, Kazuho Ikeo,
Kazushige Tsunoda, Hiroshi Tsuneoka, and
Takeshi Iwata

Congenital achromatopsia and macular
atrophy caused by a novel recessive PDE6C
mutation (p.E591K)

Ophthalmic Genetics, Early Online, 1-8, 2015

Risa Yamazaki, Kazushige Tsunoda, Kaoru
Fujinami, Toru Noda, Kazuo Tsubota.

‘Fundus auofluorescence imaging in patient
with juvenile form of galactosialidosis’
Ophthalmic Surgery Lasers & Imaging Retina.
May/June 2014 - Vol. 45, No. 3

Yu Kato, Kazushige Tsunoda, Kaoru Fujinami,
Takeshi Iwata, Masamichi Saga, Yoshihisa
Oguchi

‘Association of retinal artery and other inner

retinal  structures with distribution of
tapetal-like reflex in Oguchi's disease’

Invest Ophthalmol Vis Sci. 2015, in press

Vol. 56, No. 5, 2014; 575-584

ERG
No. 20; 57-67, 2014

OCT
68 5 624-628 2014
ERG
56(4): 511-521 2014.4
Functional OCT
68 11 298-304

2014 10 30

2015

Chapter 10. Fundus Autofluorescence in
occult macular dystrophy

Luis and Forrester, “Fundus
Autofluorescence”

Lippincott, Williams and Wilkins



ERG

2014 4 10

ERG

2

Toshihiko Hirakata, Kaoru Fujinami, Kazunori
Tsunoda, Akito Hirakata, Yozo Miyake

Case report of Monocular rod-cone dystrophy,
which
retinopathy.
World Ophthalmology
International Council of Ophthalmology Tokyo,
4.2-4.6 2014

suspected  Melanoma  associated

Congress of the

Ikko
Nakamura, Toru Noda, Kazushige Tsunoda
Siblings with Childhood-Onset Stargardt

Disease Associated with External Limiting

Iehisa, Kaoru Fujinami, Natsuko

Membrane Thickening.
World Ophthalmology
International Council of Ophthalmology Tokyo,
4.2-4.6 2014

Congress of the

Kato Y, Fujinami K, Noda T, Miyake Y,
Tsunoda K.

Fundus Manifestations of Hereditary
Hemorrhagic Telangiectasia
(Rendu-Osler-Weber Disease).

WOC 2014 (Word Ophthalmic Congress), Tokyo,
Japan, April, 2nd-6th, 2014

Nakanishi A, Ueno S, Kawano K, Ito Y,

Tsunoda K, Akahori M, Iwata T, Terasaki H
Observations of cone photoreceptor by

adaptive optics fundus camera in eyes with

occult macular dystrophy

ARVO 2014 Annual Meeting

2014.5.4-8

Orlando

Toshiaki Hirakata, Yuko Nishikawa, Kaoru
Fujinami, Ken Watanabe, Kazushige Tsunoda,
Toru Noda, Kunihiko Akiyama.

Efficacy of Aflibercept in Japanese Patients

with  Polypoidal Choroidal Vasculopathy
Insensitive to  Ranibizumab  Treatment
(poster).

ARVO 2014 Annual Meeting  Orlando
2014.5.4-8

Fujinami K, Zernant J, Ozawa Y, Tsubota K,
Robson AG, Holder GE, Webster AR, Alikmets
R, Michaelides M, Moore AT

Clinical and Genetic Characteristics of
Childhood-onset Stargardt Disease
ARVO annual meeting 2014 (The Association
for Research in Vision and Ophthalmology),
Orlando, FL, USA, April, 4th-8th, 2014

Kato Y, Fujinami K, Noda T, Akahori M, Iwata
T, Miyake Y, Tsunoda K.

The case of occult macular dystrophy which
developed local retinal detachment at fovea
with vitreous traction
ARVO annual meeting 2014, Orlando, FL, USA,
April, 4th-8th, 2014

Nakanishi A, Ueno S, Kawano K, Ito Y,
Tsunoda K, Akahori M, Iwata T, Terasaki H
Observations of cone photoreceptor by

adaptive optics fundus camera in eyes with



occult macular dystrophy
ARVO 2014 Annual Meeting
2014.5.4-8

Orlando

Toshihiko Hirakata, Kaoru Fujinami, Yu Kato,
Natsuko Noda, Akito
Hirakata, Shinji Ueno, Hiroshi Ohguro, Yozo

Nakamura, Toru

Miyake, Kazushige Tsunoda

Unilateral Cone-rod Dysfunction associated
with Electronegative bright flash
Electroretinography

ISCEYV, Boston, 2014/7/20

Fujinami K, Zernant J, Ozawa Y, Tsunoda K,
Tsubota K, Robson AG,, Alikmets R,
Michaelides M, Moore AT, Holder GE.

Clinical and Genetic Characteristics of
Childhood-onset Stargardt Disease.
ISCEV symposium 2014 (International Society
for Clinical Electrophysiology of Vision),
Boston, MA, USA, July, 21st-24th, 2014

Kato Y, Tsunoda K, Fujinami K, Noda T,
Oguchi Y.

Novel funduscopic features in patients with
Oguchi’s disease.
ISCEV symposium 2014, Boston, MA, USA,
July, 21st-24th, 2014

genotyping

62
2014 10 3 -10 4

62
2014 10 3 -10 4

62
2014 10 3 -10 4

GUCYZ2D
2
62
2014 10 3 -10 4

Bradyopsia
ERG
62
2014 10 3 -10 4

Pathogenesis of occult macular

dystrophy  (Miyake’s disease) and its
therapeutic approach.

68 2014.11.13
4 gL

68 2014.11.13



68

68

68

R Macular coloboma
53
2014.11.13 2014.11.28-30
H
1
2014.11.13 )

2014.11.15



Quality of life

(CCD

)




Bgr X
n 1333

SR (B AR B R 65E)
A

FoA VX =
(ccot *7)

A)

4-1



BER  emirms LR (R
=

| =
§ i
HRIR Bl X BREFR
4-1
3.
2
(41 o
B) / ' ‘
HRIR Bl X BREFR
4-3
(5 )
Bl X
e 7= . 5 ()
BRRIR kma 737 BRER ( )






1. Boon CJ, Klevering BJ, den Hollander Al, et al. Clinical and genetic heterogeneity in
multifocal vitelliform dystrophy. Arch Ophthalmol. 2007;125(8):1100-1106.

2. Mohler CW, Fine SL. Long-term evaluation of patients with Best's vitelliform
dystrophy. Ophthalmology. 1981;88(7):688-692.

3. Renner AB, Tillack H, Kraus H, et al. Late onset is common in best macular
dystrophy associated with VMD2 gene mutations. Ophthalmology.
2005;112(4):586-592.

4. Bakall B, Radu RA, Stanton JB, et al. Enhanced accumulation of A2E in individuals
homozygous or heterozygous for mutations in BEST1 (VMD2). Exp Eye Res.
2007;85(1):34-43.

5. Gass JD. Stereoscopic Atlas of Macular Diseases: Diagnosis and Treatment. 4th ed.
ed. St. Luis: Mosby, Inc.; 1997:304-325.

6. Boon CdJ, Klevering Bd, Leroy BP, Hoyng CB, Keunen JE, den Hollander Al. The
spectrum of ocular phenotypes caused by mutations in the BEST1 gene. Prog Retin
Eye Res. 2009;28(3):187-205.

7. Petrukhin K, Koisti MdJ, Bakall B, et al. Identification of the gene responsible for
Best macular dystrophy. Nature genetics. 1998;19(3):241-247.

8. Marmorstein AD, Marmorstein LY, Rayborn M, Wang X, Hollyfield JG, Petrukhin K.
Bestrophin, the product of the Best vitelliform macular dystrophy gene (VMD2),
localizes to the basolateral plasma membrane of the retinal pigment epithelium.

Proc Natl Acad Sci U S A. 2000;97(23):12758-12763.

9. Felbor U, Schilling H, Weber BH. Adult vitelliform macular dystrophy is frequently
associated with mutations in the peripherin/RDS gene. Hum Mutat.
1997;10(4):301-309.

10. Kramer F, White K, Pauleikhoff D, et al. Mutations in the VMD2 gene are associated
with juvenile-onset vitelliform macular dystrophy (Best disease) and adult

vitelliform macular dystrophy but not age-related macular degeneration. European
journal of human genetics : EJHG. 2000;8(4):286-292.

11. Seddon JM, Afshari MA, Sharma S, et al. Assessment of mutations in the Best
macular dystrophy (VMD2) gene in patients with adult-onset foveomacular

vitelliform dystrophy, age-related maculopathy, and bull's-eye maculopathy.
Ophthalmology. 2001;108(11):2060-2067.

12. Meunier I, Senechal A, Dhaenens CM, et al. Systematic screening of BEST1 and

PRPH2 in juvenile and adult vitelliform macular dystrophies: a rationale for



molecular analysis. Ophthalmology. 2011;118(6):1130-1136.

13. Burgess R, Millar ID, Leroy BP, et al. Biallelic mutation of BEST1 causes a distinct
retinopathy in humans. Am J Hum Genet. 2008;82(1):19-31.

14. Boon CJ, van den Born LI, Visser L, et al. Autosomal recessive bestrophinopathy:
differential diagnosis and treatment options. Ophthalmology. 2013;120(4):809-820.

15. Lotery Ad, Munier FL, Fishman GA, et al. Allelic variation in the VMDZ2 gene in best
disease and age-related macular degeneration. Invest Ophthalmol Vis Sci.
2000;41(6):1291-1296.

16. Davidson AE, Millar ID, Urquhart JE, et al. Missense mutations in a retinal
pigment epithelium protein, bestrophin-1, cause retinitis pigmentosa. Am J Hum
Genet. 2009:85(5):581-592.

17. Kaufman Sd, Goldberg MF, Orth DH, Fishman GA, Tessler H, Mizuno K. Autosomal
dominant vitreoretinochoroidopathy. Arch Ophthalmol. 1982;100(2):272-278.

18. Yardley J, Leroy BP, Hart-Holden N, et al. Mutations of VMD2 splicing regulators
cause nanophthalmos and autosomal dominant vitreoretinochoroidopathy

(ADVIRC). Invest Ophthalmol Vis Sci. 2004:45(10):3683-3689.



