USHZA

PDZD7
3
PDZD7
2
1 31
3
PDZD7 PDZD7
1.2

2 7

) PDZD7

21

1.2



PDZD7

1.2

MYO7A USHIC

CDH23 PCDH15 USHIG USH2A
GPR98/PDZD7 DFNB31 CLRN1
PDZD7
USHZA Modifier
Ebermann 2010 GPR98
Digenic Aparisi 2014
3
2
2 3
PDZD7

1.

1 Akiko Maeda-Katahira, Natsuko Nakamura,
Takaaki Hayashi, Satoshi Katagiri, Satoko
Shimizu, Hisao Ohde, Tatsuo Matsunaga,
Kimitaka Kaga, Tadashi Nakano, Shuhei
Kameya, Tomokazu Matsuura, Kaoru Fujinami,
Takeshi lwata, Kazushige Tsunoda
Autosomal dominant optic atrophy with OPAl
gene mutations accompanied by auditory
neuropathy and other systemic complications
in a Japanese cohort

Molecular Vision, 2019; 25:559-573

2 Nakamura N, Tsunoda K, Mizuno Y, Usui T,
Hatase T, Ueno S, Kuniyoshi K, Hayashi T,

22

Katagiri S, Kondo M, Kameya S, Yoshitake K,
Fujinami K, lwata T, Miyake Y, Clinical
Stages of Occult Macular Dystrophy Based on
Optical Coherence Tomographic Findings.
Invest Ophthalmol Vis Sci. 2019 Nov
1;60(14):4691-4700

3) )

2.

1 Yang L, Joo K, Tsunoda K, Kondo M,
Fujinami-Yokokawa Y, Arno G, Liu X, Kurihara
T, Tsubota K, Yoshitake K, lwata T, Yamazawa
K, Zou X, Li H, Park KH, Kim MS, Mun YS,
Robson AG, Miyake Y, Woo SJ, Sui R, Fujinami
K; on behalf of East Asia Inherited Retinal
Disease Society.Spectrum of Occult Macular
Dystrophy: Investigation of RP1L1 Positive
and RP1L1 Negative OMD; EAOMD Report No.5.
The 1st Symposium of East Asia Inherited
Retinal Disease Society (EAIRDs). Seoul,
Korea, 11 October, 2019.

2

123
2019 4 20



SF24 44 210

ENREERR R B £z
ISTATECE A DR
WEs  RHEEREYA—
FRIFCHER T 4  RE

K 4 Ak il El

KORE DA EA S BRI LR ORENEICH T 5, MEFEERI R ORIISAXEOFEIZOV
THUTO &89 T,
1. BFFRF¥EL AR BB o
2. DIRHEL e KM L OFHEYEORTIIGE — EEEEIC T 5 — RIS R (BT DB
3. W4 (PURME - 4) IR - S
(K& -7UFF) AR F%E-Y /)4 IAVT

4. fREEREAE RN

YHOHIE ERTHRLERHDHBEOATLA (%)

Ei3 T FE LB REE (x2)

n HRERE & — ]

BISTIRFE BT IR B 5 fadt

ANextB e+ HEFRMRICHT DMBIEES o9

JEAFE OFTET 5 EERBICK T 2 B ER

%
£
R b R TARATRERIC BT 7 Rl "
O
| |
% DEHC BT B AR s

O O
u FRERE 4 — [}
(W] [}

FOBT ~NVUXEE, BN K - i
ER© 5 —HEREEAMIE, ACKG practice m O o RRERE S =
guidelines, ACMG policy statement) )

K1) LHrged » S & FEliT 2 72 0 BT~ & (GEIESHC Y 2 MBS A2 OFENEATOLHER, FENA) KT =y
7 L—8HE L EETOEENET LTWAVEARL, TREE KF=vrT22L,

oM (kL FE)

(%2) KREEICHAT., TORAEERTEHZ &,
(%3) LRI 2RI 2 mBset) 2 TERRFIEICMT 2 MEHES) ¥R 25810, YMEBICREATII L,

5. JFEAESESH O TREBICRT A RETH DI T

WFEMMEEE ORI i W REH O

6. FEEAHX O

WIHZEHIC BT 5 CO [ OFBICHTIHEORE |7 B & DE0SAToRE:

LIFRHIICBIT 5 CO I EREARBORE A B E O EEOBSIIETCERE:
YR D CO TIC 2V T OB - FEOF M B E O@ECHETEOREE:
WHFRIAED CO [ITHOWTOIRE « BEOFE H O % B HFOBAFZTONE:

(BE®HE) -#ET300F=y72ANDTL,
- EIFEHEOFE T SBMEMORbIERTD &,

23



