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8. A FEBTCX kO T« —DBEFEN

wgeE =l &

TR

MAERE

HRERY X —

FHN BV A Fr 74— (Occult Macular Dystrophy) (ZERESNER THHITH N
b BT, EBEEOHEAHIE OBERED EE SN D IRRE TH D, UHIFEERNC & > TRPILL

DBIEFERICL>TRIET DI ERHALNIENTZD, TD%Kk, EWNNCTHIZLBET
BEMERFER SN TS, Fxr BIMEIZOMD O 2 2FREWE L, BTN 21T o o fE R,

FEEAMIETIZOMD 2 2EREFAEL, SO 7T OOFHHRELCTEREZREA L, Hx D
BEFERIZONWT, BRBEZBEHT L. OWDIEST —F N— XA EHET 5,

A. HEER

OMD (=) FRESRMBER TH DI
b D030 b BEBEE O #EHI L O #EEE )
fEE XD EAMRERETH S (1, 2], K
FFFEIE Z @ OMD BB 2 2T L BB -T-FEAT
EITH 2 IR EEFERRD OMD
JER T — X R— AR L L AR
LT 5,

B. WA

T CIZFHSCCTHE LTV 2 RPIL1 R45W,
W960R DEETERITA TR CTHR I
TWB 233, 4], SEF/ZIZEHD oM
F& (M, M, ) ZR/EL. &1
VI N— T ABHDHNE T — A
V= TR X o C BB T ERD
HBEER LV FHER T EROBRRE
Tolz, =27 Y — LfENIL Agilent
SureSelect ver.4+UIR ZHAWT=7 Vo
i 24TV, I1lumina HiSeq2000 %1 -
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TYH 100 V— KD —7 = A %15,
V77 LA ) AR LTy B
ZATUN, 1,000 N7 ) bhy—T 2 Rk
FTaPEBLIEBEREANDOZ Y Y — 5T —
Za AT, HBBEE DR SNPs A HIFR
L. Bo7z SNPs O CRE L@ LT
6D sz, S DITRFE R BARAN
% 1,500 AT —X &AW TR %
BERR L7,

C. MR

AR 2 2 FRDFEE &, R45W
(5%%). S1199C (4 Z%). Q1987X (1
FHR). G221R (15 R) . S676C (1 FHK) .
G1200D (2 5 %), T11961 (1 554) ., T1194M
(1FR) 72 OB & FiBETFERN
FERINT, HHLVWERITRIBY T, 2
2FERF 1 0OFRTEEIRH SN, &
HIZ S1199C BE G BmWHEE TR & T
W3,



D. &£

RPILI 3R O R K& T RPI
WM AEETFE LT/ r—=r &
N EBDBENAY ) —=2 T & n
BETERIIERINL QW oT72[5,6],
T =20 A FNRERDHIEGL A LT
RPILL 3R M D/ NEIZRTET 5 Z &
DA G2 Y = U AT H R RTES
WE SN TWD 7], RMEOMNE LS
BB L TR D MR & SV oo o
PHSAE A H O L RIRFICARMIRE 2 el
> CTHEfROE X ZAEIET DHEEN H 5 (8],

RASW & S1199C 1T & v R D4 Bip
HABICFET HEETERT, BIEIX
RP1 & OFAAMERIC BRI L. HE X
FAEBES N OIFAES 2 I E AT ALE
5o Foxns THAFY: OMD) 2T 54
FTIHATNH D RPILL BT AR
SNTEY RRUICH ZDERITONT
IFEETR2EICRIATE S EEX b5,
L2 L—8BD OMD 1ZidT 7 Y — AiEHT T
LEETEEPNBRHINL TR LT H-i
R TERNEAINDFAREENSH 5,
EINLOEREKN I a—=v7E0T
Z Ry B EAEROERPETH TH
B

ENSCTHE-RBEFERARFKRE
TR [9-11], LR OMD DF R b FE A
ENTND, 5% OBGTRENTICEIFRFT 2
&L BT OMD DR EKER BRRIC L,
OMD-1like ZR2EFI A IIAE 72N KW H I
LT hidie s 51z,
4-1% R45W, S1199C 2 &1 8 DDOER L i
RAGZ T LT OMD ERIT — 2 N—R %
HET D,
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E. #&

oM 2 2FRMVBAEIN, HEREMRET
RPIL1 (28T S B FHT M TN T, ¥
TIZHE STV L BB Z 8
TR OB FERPRA SN, 4%
EOERNBLEFHEBICRBEET D0
fENTS 2 FETH D,
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9. KA MAT 1 -

#EFESZX FOT 1 I12BI1T5

GUCY2D R i=F & #Hr

oHEbEE T E
R IE SRR, W)l
JE R B R

BT IR

MAEE

a2
=, HART

CHEERECA PO T 4 - AT X O T 4 (CORD) MR- 8 % 10 JFEFIIZD

W, GUCY2D AT DT 21TV 2 R 4 FlICRE CBET B FEEMBH SN,
15 %%, p.REBHLEE%L, D 1 &1L p. R8I8C LB E A2 ~T n e TH - T\ =, HiRE
T FN B EEOB(LIIRM T, RERILENEBLL TWA D, YR REEMN

Eﬁbﬁ’bﬁﬁé’x

F T\, FDO#%D ERG HE LIEE OCT fE CHAF A A b7 s 02

WriZE->TWb, GUCY2DIX, 2 K 838 DEMETEROBENR L, CORDDRA T Y —=1
TETOIBEDODODIEBELRFTHIHLEEZDNT,

A TRREEW

CORD DR & L TN THE DL\
CUCYZ2D D& T E RISV TR 24TV H
KN TORTOEZEBTTT 5,

B. Fi&

CORD A3gEoi7z 8 ZKFK 10 FEFNT-DOWT,
PCR # W TC GICY2D B+ DT Vo %
HEL, P gl sr—os v
X0, BRODRI YV —=0 T BiTo 0=,
(e FRmE ~DELE)
JEAESEE A BT A NTHERL UNER &K
ZEZMGEER S DERE G THIT,
FR/NRBNIMRICREFE L G- L CTREE
DI IR AT IR 2 T2

C.#%

2FRAFNHERLBEET IBETERN
BHENTZ, FRA O 2ERIT, p. R838H
IEE A fOF R B DAERIL p. R838C LR

AT OESTE TV, Wb iho
HAZIX, WRE RV 9 2EIFERITR
Hahihoz, BEEZWOTNR L HEBED

LI T, R AEAE AL T
B, BPNIRMRIRE P RDOIVEE S
%ﬁfxw\%@%mmﬁﬁkmﬁmn@
HETHE (FFHE) TR a7 OB
S>TWE, (K1)

M1 ZFHRB REinERETEE
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D. ZE

CORD | X#EAEDBALIZIEFIZ SN D EATIED
BEUEREEMNEETH D, HhaEEx
Z 232 CORD DJRRBEFITDR LD
4 BERIESN TN D, FTHIIZIREDLE
tBRZ L, BHCERTAZE0H 5,
HLaEEEEERE T bOIIX, Uy
WCERZFHSLORLABNATVS,
GUCY2D I XARAMBRIZAFET D guanylate
cyclase 2D # 2 — R B38BT+ TH A,
GUCY2D @ = K > 838 DA E I IES TldEfsE
WL, BERLZEEREINTNDS, T
TIZAARANIBW T, BHOFZRTOR
ERHY, ZOBMANPANEEBZ TERD
Ty ARy hepoTWBEEZLND
DL AT AECR T 0L LTHEY
EIREEEZRTAKES A ha 7 41, T6FBI
B TOERIZIDLOBZWD, 0K
B\ TGFBIEET D 2 HFTICET LTV 5,
FO—oOThHba kR 124 #a— T 51
Bl % 5 otk 13 ERHX, cucyzp =
R 838 & tekkls 13 M E T DBELS & [F—
Thd (X2), I, denovolZ p. R838H
EENEHEITREZ > TSI LB
NTEY 2, FERESEH L TRVERFNIC
BWTH, BEMELGTELTHETZITOR
ZbbHdERbh2,

CORD IZ, ZH E THRMREERE & OHENIZHT

GGC (p.RE38G) : CRD

* AGC (pR838S) - LCA1
| CAC (p.R838H) : CRD | LCA1

CCC (p.RE3SP) : LCAT

* GUCYZD GATCTGATCCGGGAGCGCACGGAGGAGCTGGAG
L R T E|E E

L 0 L3 E K
+ TGFBI CAGCTGTACACRGACCGCACGGAGAAGCTGAGG

CAC(P.R124H) - Avellino CD__
CTC (p-R124L) : Rels Bucklers CD

[T8c(pR124C) iattice | CD

AGC (p.R124S) - granuiar | CD

L

X2 GUcYaD & TGFBI M ILi@Es|
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BTN TV RNWE LR > TV
AIREMED BV . OCT DERIC LV Fadikx
ENDAREMEN D D,

E. f5% : GUCY2DIZB W TiZ, = R 838
B FERORENZLL, CORD DA Y —
=V T EITOBERDDDELTFTH D,
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‘R E & KREC REEC-FREEDS
Lo BEESAET  HAR 118:283-97, 2014,

2. F2RR

- AME & VURT T A3 HRFFE
BOBLF2E BERFIREROBETFZ
B OF20E BABECTR2EFERS
(201347 A 20 B #&f)

H. MBEREOHRE - BEIRT
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L BEM

1. Ito S, Nakamura M, Ohnishi Y, Miyake
Y: Autosomal dominant cone-rod
dystrophy with R838H and R838C
mutations in the GUCY2D gene in
Japanese patients. Jpn J Ophthalmol
48: 228-35, 2004

2. Mukherjee R, Robson AG, Holder GE,
Stockman A, et al: A detailed
phenotypic description of autosomal
dominant cone dystrophy due to a de
novo mutation in the GUCY2D gene. Eye
(Lond) 28:481-7. 2014



10. USHZABIFREZZBO-FERBEHEEREED 3 EH

SrEBTIEE
AT

WH =0
ERRER R

MAEE :

(B8] USHZA BI=FOWGOT L IVICERZRO T 3 EF OIFEFERFEMIREREIEN &
PNBBEOHEKGBE®ET S, VEGIL HE] EG 11X 38 AU TS, KEXER
LT 19 RS SR 2 /RN 2 Uiz, RIREIEA 1.5, £ 1.5, REF RO 2437
Wiz, FEFI 2 1% 61 AAMETIRS], WEEZEHREL TR, bd BEFCEEZBNM =2 L
72 BIERINIA 0.7, £ 0.8, HEFITMR & b H00 10 EOSROUERE 22, fEF) 8 1 61
B, A AmBULEEREE, RAKTEER LT 51 mRRCERERBMZ2 L,
BEMRINTA 0.8, £ 1.0, FREHEMR & A0 10 EOROHERE A, 3 flL b ERmE
IS, MR R B DIRERENE & SHO B/ NMRROARE A RO, MEERITIERE
ThHole, A 74+—bLRarter bk, 3 EFAOMELVELINT DNA ZHH L.
USHZ2AETD 73 =7 V % PCRIETHENG L, BWERSIZEBERE L, [HR] EF
1 1% ¢c.685G>C(p.G229R) & ¢.3595_3597delGAA(p.E1199del) &\ 5 2 DD E fEF] 2 1
p.G229R & ¢.2776C>T(p.R926C) &9 2 DD E  JERF] 3 1% ¢.8559-2A>G DR EHEEE
DERZTBDIZ, 3HERF & b AR L MEEEREMEE Th 528, EF 1 LIEF 2 1ITH SF
IZ L ARBEORRERY 2380\, EF 3 IXEFEFEICHEIL VWS, BOKRETEY %
Rbiz, [FEw] D ETHID T USH2A BRI L 5 IR BRI AR AN b

D RER & il L7z,

A. BB
8 5 {8 55 25 14 (Retinitis Pigmentosa,

RP)iL, A & MRk LR o E O
FAMEICEET BB, EITHEOER
ThbH, RP DEEEIL. 4000~8000 AT
1 NEEbN EENIEERD Z L 3%
<, EITT D EROEICRE S BRAE L,

BREPICRKRIICED 2 L NS W IRR HE
TEROLEERKRBTHD, RPITIE, HY
&8 M (autosomal dominant, ad)i&{z=,
YL A R % M (autosomal recessive, ar)
BEXEHEHEBEERDHONTEY

ZNETIZ 60 HOFREBETNFEES
., BENEEME LN TND, £
RP (% . Usher JE {& & (USH)* <,

Bardet-Biedl JEEEE & Vo TfEBEEED 1
FrRRELTHELNTIY, EEEED
RP OREREBEEFLHALICSHILILD
T 5%, RPIZHT 5 H 221G RIEDORSE

DT=HITIE, BsF L)L TORRE KRR
WEETH D, AT, ERERX
FRA =2 U IHEREEEE D arRP &
#F DWW, EYS(Eyes Shut Homolog)i& s+
WIRREBRZFRE CEEE YRRV
BEENZE LT, kD arRP BET
FEROBEERGVWEREINL TS
USH2A(Usher syndrome 2A)&E{=F 29
DEBMHT 21TV, BARAANIZBITS RP
BED USH2A DFEE L RO IR BE&R
DEBET —FERIMTHZEE2ENEL
72

*Usher EFFE(USH)IL, EEEHTEIC RP
e TR ERaARSEERIKREATSH
D, HUEORE LRiEREESOFEIC
F 0 1~3 Bz EE L, 2 BI(USH2) D3
ErfgxbEl, USH2 OERERKEEF
ELTERK 29 THoNE 99T
USH2A BloFRsmbihTn52y, USH
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TR, BEEE DG HORWIFER
B RP T USH2A BinTFREOHE
N 5 2.9.6-8)

B. BARAZE

IRALSL s CREHMIZRRTRS L IRR R E R
FRE, RABRE, RERE. FEEX)
I X D EEERZW S imarRPEE DN, A
ZOMBHEICESE, BEFBREICD
WTHSRFEEIT, A7 4—4 K
gty BB ERREE ORI
L VDNAZHH L, USH2AERTDT3
TV EPCREA VY b —F v Rlk
T LT, 72, BEREZREETETZ
BHE T, AMOHRONTEF TR L THES
BEXIT- T,

[ EEmE ~DREE ]
MR BT B B T K OSSR LD
WEIZH-Y, IERERIKRFZOMEZER
£ (v b7 h-BE AT MEZER
SRR E B H24-164 5 L2541 H)D
AREZ T, KEMIT, FAEEZEZR
FEEIIREE L VRS EZ T2, B
B A ZE O TEANE . HIIOEEM &
fElo BB, FFERTEEEOBTR, EA
BRI, $2HE ORI B L ORFILE,
fEATRE R OBE, PR DA, W
BT HOREBIEDOBRHR VO FHEF, FHIR
FENE, B, B vrtv ) %z D
WTEHLLHBPAL, /174 —AhFRay
T M EERTELNTZ DD EXS
LU, AW, Te b7 A - EB5T

FENTIFZEIZ BE 3 & fmBidEEt ) TR,

BB . REELE) RO R
gRI BB B M TRISEH) CrERbEE, B4
SBE) % S L THT 7,

C. IRER

AFIRE 2 %2 LT IEEEREME DarRP
BEDON, EYSELTICRREREZFE
TE-BEEFVERWEEEEZRSRE LT
USH2ABAL T DE BRI 24TV, SFEH

WWERRZERZRDI, FNENLOEED
Fepfe & BT OWT TR R T,

(1. FEHI

38 BIETIMHES, KEZER L T19%
BRI YR 2B 2 Lo, BIREITE
1.5, /£1.5, TEFIZEIR OIS = 2 78
Tro FHLDC.685G>C (p.G229R) & HiiE D
¢.3595_3597delGAA (p.E1199del) &V 5
2ODEREFE Uiz, DB OREER.
pE1199deliX E&# ACHLH ¥, p.G229RI%
EERBEETHY, BEETHDNIZ
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