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[ Abstract] Leber congenital amaurosis ( LCA) is a group of early-onset hereditary retinal dystrophies
characterized by genetic and phenotypic heterogeneity. LCA can cause severe visual impairment and shows a certain
genotype-phenotype correlation, and its diagnosis and treatment face many challenges. On one hand,because LCA is a
rare disease,most ophthalmologists are not familiar with its clinical manifestations, and misdiagnosis is very common.
On the other hand, some clinical trials of gene therapy for LCA have been initiated, and breakthroughs have been
achieved, requiring ophthalmologists to have a deeper understanding of the disease in order to make treatment available
to more patients. Due to the lack of basic knowledge about LCA ,the diagnosis and treatment methods for LCA are not
widely used in China. The Chinese Hereditary Ocular Disease Alliance has organized relevant experts to form an expert
consensus group, to fully collect the major challenges faced by ophthalmologists in diagnosing and treating LCA. Based
on a careful review of relevant important literature at home and abroad,the achievements of the expert group members
in relevant clinical and basic research,as well as their clinical practice experience,the Chinese Expert Consensus on
the clinical manifestations, diagnosis and differential diagnosis, gene testing strategies, and treatment plans of LCA was
completed to guide the medical practice of ophthalmologists in China.

[ Key words] Leber congenital amaurosis; Early-onset severe retinitis pigmentosa; Gene therapy;
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1 (Leber EXREBEIZfr A E T HK 1R (2023)) §

EEERFTIE

Leber s X £ 2 B ( Leber congenital amaurosis,
LCA) B —FaE ¥ F N A A EH T H R HEN
MERR. BFARFE®RE, BRFEW i F
FEFEREENAE R EMEFEREE KR AY
o LCA B AAE¥ B ¥ 0 fF 2 Ml K2R,
BEAMESRERNER Lls REA N £7TUR
DE MALERLEAMUNBELLHERERN T4
TR, %k LCA Byl R % BT % Bl 5 W An 2 B i Y
FRBFTRRAKE

LCA BEHAN#ATEE BT IER KR RA KA,
AXMEEAANTTERETRFEF T RT RANA
2, MRl R E S b R ESRATER BTN
A, BMFPEXTLCA DT WHAFRAHEER
ERAREMBBTEARLER, B LA RE LCA &
HFWOTAE, EULERBRATNFEEMDEELR,
HLCA BEFHTHREFN T RRAER, X
I R B )i 3t LCA Wi JR & BLAF SR %, 3 %07 4 B
VW AT AR, AR B R R Bk, IR A R
FHEFHZER AR, LR K REE BT T 0T
FEHRZ T NELBEFNETRART RERNER,
FHRHTHREAMRRFELF DTG ET BN
BNBFHR

ETEMREEKRE £ LCA 805 & #F
REAHATE RSB R ERDB RDE TS A, L
WA E BT B G O B A% 4K 3L T (Leber £ X B B
YT B E R 3EIR (2023) ) (FARCHR)) £ 14,
ERARAEFEREZERST DA P ERAEE
BB BUL KK N R R OR A s KRR & K
Uk HATAT LCA B9, B W4 ¥ L& % A8
EERHHEEFEL, (XR) LT RXAEE N ET A #*
G R EE, Nis R E T+ k& LCA Il KA & H
VO A R A B R ] R AN B B R R AR
83 E RS R F R IR R R A R RO I R A
AR R AR E L, ZEEREMNERLR, 2L XK
4N F I B0k B 0 R L BE R ik LCA ZEARBEA IE R
FABRREEEFRL ELBORER R EER N
K s VW BRI YW 6T R F TR MR G R F 1

ERERFEARAERFEEHNZAL ZHLR,
(EPR)HEMBERELZ RS R F(ERELEREH
W F & 7 3k 4% ) JF #E 4T B Fr 52 B 38 % W £ A (hip://
www. guidelines-registry. cn/) ., % X A I £ KR B £ W
FHERREM EEFRERN, FH L ZE N T
UHRERBEMERR, EXKAUTEE O A
BERLREBE A REEASXRFAZ A E
ZERAWERE R ELH#HATHHEE, (HR)H
RABRFPRSER LR B LN LT LYE S(HER)EF
BRMRmRNERERTEE T XAEFELR
Mg, KERE 2022 F7 A4, 240
EERIBRERAFREBNLA T 248, 10 4MA,
RATRACKR), B AR+ EIERE £ 3 LCA B
A Fa B Ay Ao W KT BB 2O T ARG, O B
Bz W 3 B g 97 R o 3 K 9 o R

2 LCAWBRERRERRNES

REENSSNFRLIL, EMECHET 27T MNEH
(https://web. sph. uth. edu/RetNet/home. htm) 5 LCA
RiEHR, LR 25 M A RekREEEEXER,S
MAEREERTEREMERERE, R CRY EFH B
Rdf, W TEMREEE(K D), LR EERF
5458 MR T0% ~ 80% LCA Hy i ML B AL &7
EFHoEREREHTRE AR AN EEEARN
B W[ KA & L 4 (retinitis pigmentosa,
RP) 1™, o B LCA & % & Wy 50m % @ 4 8l 4
CEP290 .GUCY2D .CRBI .RPGRIPI %1 RDHI2"**7 %
WERARDHEASRANBELRE ST NG RERE,
B R ARBMEIT . GELWNE R M BELREZE
MW AN E FAREMEYE 246 LR ZHBL
EHERBMATENERERSE, TXARIER
R E £ M T T MY LCA KM A X0 A X% LB
HEE FERFWNEEARMNAZFH#TEHE (K1),
21 HILCARBAHXAWE LE e RRMERENE
A R 2 B L

WHEMWE N T & T o & EEHE AIPLI fo
GUCY2D %, % & W% % & ¥ & & 1 (aryl hydrocarbon
receptor-interacting protein-like 1,AIPL1) % 3k T . 4 41
Ao AR AT 48 B, 7E B 8 Bk B A (farnesylation ) W A&
FERFH,ZEZEZHFEEA 1 7 B F (negativeregulator
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of ubiquitin-like proteins 1, NUB1) | # Kk % & & ( heat
shock protein, Hsp) 70, Hsp90 Fr % & & % 4 B M 8k B
Z T B ( phosphodiesterase 6subunit beta, PDE6R ) By 4~
FHEELRZBEARNAFRA TR REER
- N A 3 2D ( guanylate cyclase 2D,
GUCY2D) . H % B H B A LB, L35 E & B i B
FETEEZHEMMIT, T GTP 4% K cGMP,
£ cGMP 142 % F# 3 7 #,Ca’™ Na' 40 L WL, %X &
AEFEREBESHLETE,

1 5LCABEXHMEMBRFRER

#2005 Miller 2 1 = 13 8 35 6 12 % .
WRARRZEEET T eI BNERGHE
TULPI .RPGRIP1 .CEP290 .CCT2 VA % IFT52 %, Tubby
FE 1 1(Tubby-like protein 1, TULP1) X F £+ E k% &
B EAR " AR EATRAERNEE
TUPLL & & 3 T4 % 2 iU 6 R % 88 W 4h 3 2 [ 1Y
BEPREEEERN, ENFABEN S & E5 —
RAER™ . WA G E A CTP B ¥ H ¥4 2
1€ F & B 1 ( retinitis pigmentosa GTPase regulator
interacting protein 1, RPGRIP1)
E-—fARZBRAMEEE, AL

TARZBAMENEETE

LCA H P o Bk is 5 A %

AIPLI ,CABP4,CCT2, CEP290 , CLUAPI , CRBI , CRX , DTHD1 ,
GDF6, GUCY2D, IFTI40, 1QCBI, KCNJI3, LCAS, LRAT,

E B RES R T % GTP ¥

Bt ( retinitis pigmentosa GTPase

NMNATI, PRPH2, RD3, RDHI2, RPE65, RPGRIPI, SPATA7,

TULPI1,TUBB4B,IFT52
LCA 3 Ye o i Mgt L % CRX ,IMPDHI ,0TX2

G IR RS R ) LCA SRR

CEP290,1QCB1,TUBB4B ,IFT140,GDF6 ,TULPI ,RPGRIPI

regulator, RPGR ) & @& & & F 4
ELE 5 ERANEAR
Hm DA RORE K 4 I A A E B

WRYEE R A G HEEQE RDHI2 (LRAT fu
RPEGS %, 13 % J{. 2 B8 12 (retinol dehydrogenasel?2,
RDHI2) Z X R X HH RO M EAE, 25 2 AN EE
R AMEEEN, ENEARNEZNFLETE
o ,RDHI2 & 11- KX A0 3% B 45 4 O 1100 A A % B oy
k4B, RDHI2 2 A% 7 2 F %% RDHI2 & § & 3% WK
DOEERK, B - AN EBENER, FEEXR
MRATHENAERTEL, TRENEEHRELY
# (lecithin retinol acyltransferase, LRAT) ¥ & 1k A1, & B
B 6, I NTE BF o R 1R AL B i A T AT B W 48 M U
KA W 5 & £ K (retinal pigment epithelium, RPE )
0 LRAT R T R M b, A7 — A S8 4 4 %
M, N s LT MR WL C oA T o RPE 45 5 4
65 %% A (retinal pigment epithelium specific protein 65,
RPE6S) 2 —# RPE w4 R & 0" Rt e o KL%
BRERRI-AN TR R YE - Ex A 42D —
AARMERERMNELR, S5 EFhE LR,
RPE6S EH R 7o R H MM E RN L& &8 KK,

WEMRENR T ER R E T NEECE
CRBI %, Crumbs ] £ 4 1 Z& & ( Crumbs homologue 1,
CRB1) 5§ & # Crumbs & A F R, 5 # & 5§ M & % % 4
J, 6] B 2 /N B R e g B AR R DS B A R, BBk R
(RHRBWFABERAT (MY TR R XM
M)EKREMFEL K, CRBl £ Z R A FRAMARN
BARF , ZEERNE R HS AN W ERAT R
&, 1 B & AR R T CRBI B sk & o #6, DL BB %

%5 ® 3, RPGRIPI 3£ H % 77

FE RPGR ER g ahth %, & LR X # 40 M0 4h 7 4
WREH W KR, B ROEKEE 290 ( centrosome protein
290,CEP290) 3 H % # — fb QR & B, W X 4 F M
£ 290 000, CEP290 & & fir T 4~ 3 40 J By & ok, &
FXEEABATENHERD, AR ZTENIT
ik g £ Y, B i 2 Joubert % & 4E ., Meckel-
Gruber 4% & 4E ¥ Bardet-Biedl Z A E W E I HF . A
4 TCP1 #:18 & & T # 2 ( chaperonin containing TCP1
subunit 2,CCT2) X H Hm LR X B EHEH EHE L
Bl RABEEERER"T, WENRKEE L 52
(intraflagellar transport 52, [FT52) 2 H & § 2 F #& 4
Em M ERE 2018 £ - T A R A —MHEA LCA 5 K%
Bty B P A 2| IFTS2 W 0 50m & R, IFT52
EAERER MR BEBESBUARMRENE,

FREICARFHXNE L REERRERE
WEEREBRINFZ B ME A EaTFERR, £
LCA £ FH iy vy fo R 2ol , # Wl K B £ X E 48 X 5
Rt
22 FICARRAXRMEREERLERENERK
A Zom AL

ERAREREA, F R KD HRZME LCAH
% 35 4 H 4 4 CRX OTX2 #o IMPDHI , 4 #F % il [Al
JE & (cone-rod homeobox, CRX) & T & & 1% F 1y £ 48
FEEAM K (otx) X, A — M 4 F & 32 000
WEREFE&EZXHEHF, CRX FERHRREEMMAEA
L EXRZTEARNANTMRETREZEA, 5
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EARZBEBIITHEM L FRE, Bt D
MR B % b B % B B 44 T (neural retina leucine
zipper, NRL) fm 78 4 % && % 25 28 M 4% ¢ 0 22 B R
AnA % 2 i o B 3k, IE wr B R & 2 2 (orthodenticle
homeobox 2,0TX2) & — # [&] J& & % B , 42 41 I Ji£ oF &%
TRETEPREXREER. OTX2 & & 7 X MR 20 f A
MU RE 4 & 57 28 ML P k3K ,0TX2 5§ CRX oy = 4 2
Bl AR, MXEF05 5 RELEHEANN Bt
KEEEER ", I 5858 )L A% 1 (inosine-5"-
monophosphate dehydrogenase ,IMPDH1) # & [& J& W &
KR B B R R — R R W E A R ALH
5°-# B (inosine-5"- monophosphate, IMP ) & 1. % #& Z
w5 BB R T R O M AL B M e A R B TR P B

EREREERDERENE LCA BURER W ER
WU H] B U4 R AR K R B9 2 A AT KR o
2.3 LCA ZHEBHNE A

PO R R ORI T N Y A 2018 SF R R T (IR %
ERAES BT kR LR, L5 H X F LCA
AR s L RCFERY E Rl RS2k, K& XA R
LCA Wy £ FARM 7 £ # 4 TR (1) X EHHK
M 7Rt F M 4 A/ bk LCA BUm 22 B R 3 T 4t
BOm AR, RER D wr AR £ E e E RS Rt
ARM. (2)x FEEREH RN 7R MENEETRA
2R FUARLEFAMNFF E,ATRAAT —4
EMEAFRTFNELF (RERENER)FEXEER
TRAERRHRASTTRE. 3)#H L LCA BHFHA
R EMAGERN, T HERAETANFRAM,

3 LCARREES

3.1 LCA Wls K& A4 A

LCA W /Z E IR # E & Theodor Leber £ 1869 4 #r
£ T AR AR R (LA R
EHRBHEMERARN L EMBRARRFENE MR,
LCA T EF A - EHERHABEEFTANAENW
MAFTR, THARKERN BEILRHLE RAERK
T & LI, MK E R B (electroretinogram , ERG) % 2 %
HHRFEAR K H T EREM,LCA —REBELE AR
6 MAWRK, BEHFKAXINEILRRET T E
PRAMA RS

ICAWXRABEA L HE, S HEFNAAKT
0.1, "FH UL KK, EHEKH, 2 70%8 LCA &
FAHMABE,RABLBEFENNS & THE,
ICAWRELRASLH RRETHNAE LA L=
WOAMBEHENRAN ) Z A NEESE XA K

B, kA LM T RP, & & K I N H 36k H A 4
M BEERFAE AEBEERE, REEFBE Z
NR%,

SHICABRERERNAE  BEGE TN
FlgeE ™, 5 LCA B4 MRty ER Mt 8 & 2 9 4
BRERWAREURRREETRE AL, RERXRE.
TIRAE BB E fA R 2 LCA B # 0 & BRKAE, 45 RAE
HRAFREHRBZERK, LEEKG L FHHE K
A, TR G AN O E N LR E
ZeRAR, BHFEZEERKRNIAZL 2 FHERN
FU AWM RRE M,

HWaLCAMBEHE G EEAE, RN REN
BABARTERER, SENA#—F TH, LAK
REMTAH, T GRERR TABENER(ER
) ERER(IAEARAT)ERT X, BAEAE
Wy AL & b T Bowman JE o 35 #1 BT B, H T K K
AHEpEEEEEEE, 2 EEABKEN LCA BX 4
FrawE™ TkGgt FEREREEHR X,
Mh2#t—FTH,

LCA s R4 S 094 x m BALE 7 fe 3k — F R,
R E £ B X LCA B R A MIERKA, %5 H IR
VLR —,

3.2 LCA Wy Wi An o An 5 R 5

LCA %™ . (1) 8% 6 AR A A~ EH
ARTHE, THABRKER & RME. B EILE,;
(2)ERG & W W iE F 1 2| & ™ & B8 (3) T A &
AEMBBRELMAZNGERLF R E . LCA IF K
PR ZHELHERFEFERAE A WXHF (ocular
albinism,0A) .4 # & (achromatopsia, ACHM) ], # &
X H 7+ E (optic nerve hypoplasia, ONH) Fr 45 K # # 1k
M % 5 (congenital stationary night blindness, CSNB) £ |
BLEBHATEA . (1)0A & —F 3 34T M ih X 2 4
MWERATRARR, EFERERE T ANKAALMA
BMTHREKET, OA WIE AERALTCERBYE X
Bk EEFOMEE LR R XF 4T ER X,
W FE A GPRI43, OA T pL#E it ERG 5 LCA % 5,
OAWE L ERCEAEY MAELEFFNRKE X
KARET NRELBAEAE, W RTH X EE 8%
e R (2)ACHM 2 — F g L AL P R &, B
MART, ELZHEX01,EXFERLMER R
HEREAAEBERERA, LFHATHE S
(optical coherence tomography, OCT) . 7 & 3 H & 1]
A R, TR RRE B, o AT
ERG = & FH AN, 24 )L# ACHM § LCA % DL % 4,
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ACHM B TH R o 7 % ,ERG & 3 b & w4 4
ARG WEBEETLERETE TR A
ARG ER., (3)ONH Z LEM IR THWEEE
B, ERENH 2R E WS 8RN E %
T, ZRAAE L, ZAALRAHKT RHKE
BN MAEL WL ERT Y, BHEFT A
FHEGE A/ REARRE RERERIER ¥
S, AR R E¥ . k34 ONH &% ERG % %
E# P, 5 LCA %5, (4)CSNB 2 — # F L #
EHEENREER, RAARE WA THE L
FAERBKED, CSNBAY L EHatt ¥
B R X 4% E 3 My R, CSNB £ &
RZEMMB G N AR M2 8y 55 R, 3
AEREIE LCA B, EERKETAALY ¥
% ERG # BT %554 #'" . CSNB #§ ERG 45 1E %
AN 3.0/10.0 A B THZEED KIRBTECH K
H) LK OPs 4 %K W .

AEFURERBEEANEYELCARRINEE
A FENERA R B A EhEA TN LE R
EURFLSHMEN D PN EENEMER, T
BAFMUE LA EWN S BRURLE RN EH RS
T, LCAWIE RO WA g T HEFHENR
fE, 2% % ¥ ERG # & 1 4 #H th % I £ ¥ #f LCA
WEZEXE, Wi, ERG & LCA By o fn k& 5] ¥ i
PREEEGEA,ZVH AR D NG R
W 7 %
3.3 LCABAHWMBENEN Gk

FEeE R LB F ERG B & Z WL B = & 4 T3
P EE TR, T OCT JU| 241 W fE W B % H3F fh
WEZE ¥, (1)LCA B # ¥ ERG ¥ 4 T % £ 3
FEERR AETEENAE I mEZH, FTH
EENRBARXAN T EEER —R 2R, —TH
WE W 9F R 4 R R W ,GUCY2D 3 & F B # ERG #
ERANE IR ZRENZE™, —F RS EFR
R B R, AIPLI 3L % 7 th B LA 48 i oh 8 2
EREY L, (2) BFWEE K% LT T4 RPE B
W% BZIRA,LCA BH WK I £ 5% K, Lorenz &
% 3, RPE6S 3 % 5 i LCA BH WL B B & 7 LK
BEELRKL, T CUCY2D EHE R EWEH LKL
BENHEARER, (3)0CT 42 LCA & 2 1L F ko 2 4
MERK DB A TEREEEE, YT HEF AR
WM T ERE, flin, —RRAMEFEE R
CRBI 37 %ty % OCT & I 4 AW L& & # An L
BAOEEWERDANE, PO WEETH . A5

B4 % % 77 ,RPGRIP1 3k W % Rty LCA Bx oM B
FEIE B o T LA KO AL R B E R T s
F& g — M T A% kW, RDHI2 kFH E Ry
LCA &4 OCT 7 L& 3L 4 0 3k B8 5 1 W4 4 F 4L W JE
MR EES BT RN SR B E
GkE, TRFREERA, FTAEEERT &KW
LCAMMEARAA ST EETR, LW ENE
A& I WA B T B LERG #n OCT #4 & 3t T £ Bl & &
%5 LCA &% Bl % 87 AL R o g/ 45 M L R H R
EREWTHEREESERA, HILE R4AE % ERG f
OCT # 2 i fF h LCA £ H ¥ A 2.

4 LCA EFEBEIERREFMBEM

LCA B EAVEWNERAEERRE, XAN
R EEAAEFNEREALT LR, 54 F R
AEANXAZ A 2H XX, KW, FLEEEL
AR LCAXZRAB T — WA FA -5 KL A
KM, BEBHFWIERRAE GHXEANMEXUEEE
ARBRFEEENERRARH B RARE BT
W EE, EmBEREE DR, — BRI
BHERELETRAEXRAEA L EREA Z X F
RETEERE. TRABERBREAIEZ T2 T
T FI R R 4R, T W R & A KRR IR K ¥ BT e O
ML FHATH PR,

4.1 AIPLI £H % &

AIPLI £ FH % 5% 5 LCA £ #1 5.3%""  AIPLI
HEAEHSHEEERR S BEARLE, WHEEA T
FEEEZAR MEFHREARECENREEE, BA
AN MR MM, X B EH OCT BB kAN
HERE QYT A AR ESE FEEEE A EL R
KRR MEGF T 42HK(E1),ERG & 3% #38 %
TEEMAREERA,E2~3 6 LCA BF P L%
AN BRI EAE -l R E A
LCAEBHFARRE AW ERR LA FE R
FNBWBEEREREKEFWE,

1 AIPLI EFZ (c. 152A>G, p. Asp51Gly;c. 733_735delGAG,
p.245delGlu) LCA BEERER I MR NEAH v] UL HR I 10 7E R A
R S B X A T AR SO OCT 5248 R B3 rh o0 M1 K, R
o0 o 222 b g SRR, A% 2 IR A AR L A TR A O 2R
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4.2 GUCY2D £H T 7

GUCY2D X FH & 54 5 LCA £ty 11.7%" | &
FHEAABRREFEL, WEFHAEH LCA EF
AR ETE,TAFRE WM 7 RA AN B XA
RERGEHRIM, BRABREFWANHTEZH,EL
MEXAALTHE RE, THEHNAWEEZN
Y OCT R AANREWE L E BT, 4B kS
WEE, MERTESRE(H2), b AFHFRXRHE
GUCY2D # F A iy LCA B 4 IR K 7 A 8 i s B &
F 40, GUCY2D # A Wy B AL IR R 4 A 5 AL
TR E R E L — B, T H M R K AR R 4
MAENAFR S, H GUCY2D 3 K Ay LCA B F R K
EARKEHR , K EE X 5%EY,ERG £ th 8y ¥ it
MEE T E, TRABAEE, AN L LCAWEE T
B &AL ERG #h %

2 GUCY2D EEE (c. 835G >A, p. Asp279Asn; c. 3166C>G,

Leul056Val) LCA BHRE R MK A &= RS KBUE %5
OCT 875 .0 I 6 R 2 240 J2 972 0 O £55 5 55 L
R 5

4.3 RDHI2 1 % %

RDHI2 X FHAMEHE T 2~4 5 KM, ZHEL
ERHERF— WA, FEEHATRIE, £ £ 30
FZWMAHBEZR, XHBIATENAA T BT &%
FROHI2 EMEH P ah A ERER, Bxye
ARHFER AW GREERTREE, ELRESN
REINGERN. SBAFLFNREERZITR, U
BB EENE  EERAKRT, BRFE£ D £ —
FARBEARTRZLELERLAS L VA XA
AL (1) A B8 T 5 IR JK B AR T L ¥ 38 X A% 3 AF Bk 4R
FAEBEMMAEZNR,OCT RAYEHEAM MG,
MMM 2 LR EZEY, E% B RN MM K, RPE
B rEZEZFHLX(HA3), LAXAAL E 60%,
(D EHRREH BXFL, A FARBERTANE
ZNA0CT G XA F MYy A HELEEL
HOBRBEM MEEEHK, LM ERAN & 40%,
4.4 RPEG65 3 % %

RPE6S % i 3£ % % & LCA B # M 6.0%'"

BEOYN N £, —LEFHAREER, THRKE
BLAN BRAEETRREEEN., HARRE S H
RPE6S 3t # #f LCA & # & — 2 bt A )1 (8~12 )
AR WA AR R E AR
MU ATH-—FhEF T EXNRERARZ
BRM EEERE - MEE, OCT XA F QM
BERMELEEE BATE HEEAE Y XS EL
(F4), AH#HEIAHN RPE6S 2 % 5ty & & LW i
EFEA s, EEEE EREHAR
BEREMATE THERHEE . ERC kI H & %8
FXEAERK, L ELERAELESMERE L
T2 I AL AT M A M R O RO B R
BEEMALERA,

El3 RDHI2 £EH (c. 437T>A, p. Valld6Asp; c. IVS2-1G>A)
LCA BEMRMFIL IR AT IR 0% AL RE il , 28 27 1 ik 2% I
R B JLNE , 2 20 DX i 00 0 R T DA Ok 200 O R € 3R B B 6
S5 OCT SR BB MG P 28 1 B2 JZ 224 0 IE W )2 IS5 44 RPE A
HEL AR

B 4 RPE65 E [F & (c. 200T > G, p. Leu67Arg; c. 434C > A,
p- Alald5Asp) LCA BHEMRERFI MR K JAH o v i 10 o i 2%
A5 (O BCER R €5 3R SO, BACTE A0 MO R € 3R TR, 0 B DX R OO 25 44
LA TE AR SO s OCT R 80 Hy v 91 AR ¥, AT UL AR I 56 ot 22 [ J J2 AR
T, E R ARG W [ A 2 Ok

4.5 CRBI :F T &

CRBI #:F % 5 5 LCA £ # 9.9%'", &%
NHREARL, FHARKRET HRA AW RF Y
Mo odt b Rt RS mE, BRETE
B AL, R, X BRI CRBI kE A oy & % R
RERASH AWMEHEEERRRERE, TH
HEERAR(NEA BEAR AHEEE)(BS);
HMEET L ERRXUNBEEHE e EEA, 63
LA kR XA, CRBI £ HA & %t OCT %
WA F QW RS KRB E R kT # A,
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EEF PO MR EEE R, B RS, M E &
K

B 5 CRBIEFHB (4E5RT c.1756C>T, p. Arg526Term ) LCA
BERERI  IRIT A I B BB O RS, T
TUAR T2 B IR T €8 38 43 A 5 OCT 3% 3L wpo0 MR §™ K, 4L M
R 22 [ g o e A

4.6 CRX A% R

CRX ZE L RHW LCA BH S hF L kT Mk
f 0 HE LCA BF M 1% ~2%" T B 4 48 i &
EERHAABERE, Fm TN RELENRE B,
BEAHZ MAHTEHATRTR, BT 4HFHR
EVRREB N ELE TAFMEL, CRX X H X
RHExWEREHEXRY S HRE, T A MB
HELAHANEERNA, OCT £ I N &0 & %, W IH
s LR ERE, BOREMNTFE, M E K FHE K
(H6), WEFAWICAAZAFRRE . FFRE,
B EBERE AR EE IR R LR EMER
WKZHImE,

Bl 6 CRXEEE (43I c.421delT, p. Serl41Pro fsX46) LCA
BERERRIL AR IO AT UL 0 J5 a4 A% 20, R IS0 IR A R K
ANHUIN 0,5, B BE XU I 2 A 5 A (B R 55 OCT RN BB
A U OO 2 L e SR A SR U S R AN TR A D AT R O 2

5 LCAIKRFMERIZEHREHNEREN

LCA AAEHEEF L HMERIEREBW S H K%,
Bl ®FERLAA A REFEM XA TR A LTE A
BEMRFHTIM A EEABEERLBZE X AW
RATHABHTARNR D BT T EHNERLEE
REEENN R FRME S FIL, K RLEXAR
¥ B WS AT R, e O L E KR RO I R
THREDEXBZV BENERLECHE (1) REH
EAA;(2) % ;5 (3)ERG; (4) BRKFAH;(5) B KK

A5 (6) OCT; (7) W EF A 25 (8) ZEE A M F . ¥ X
SRV HABRNEFETIIRE(ET),

6 LCAMBITFAREMEITEM

XTLCAWBRT , BM £ B RT3#HKEHLHE,
WwE A AEAE ERERAMNE, —BEREX
RPRETBWEL TN A LEEE AT Y RAE
BEBEMEFR S, AT RRALNEEL S
BHUABENEALERR N, MAALEEA (o
GUCY2D)LCA £ 4ty Btk ¥ A8, B 0 &~ 4k
W R RLER . B HFERE LS E AR
WA BB % — R T TEFE NS EN
ZRBEXER, AEREWEFREA —ZWH I,
TR BRENY FERTHEL, LET ATHU
BHRBARETEH LTSN, B AREEE
ZERWMER T, Bl LCA BEHEABBT ) Z
FRZM , kS REFWTE R £, ERE WK
HEEE Ao

I

HEATORBS R A AL FE LT IR TE RBUT BRI

3 S

B,

SEEIA A  OFR AR EM ST ; Q%% ; @ERG; @I M ;B &%
¥;@©0CT; OMEF4F

| T T |

| G : panel \WES 5577 % |

e PR A 0 45 7 55 1l RS W AT L
X}, A3 2 W

E7 LCAZHIREFNSHITIERER

B & MHFHARAELCABT FTEHNEERFAR L
HANTH R, BHLCARETELR, FEHFER
L KRNH R R B ERRERERTHAE, EHF
BERBIFEREIFAEEMR NMEEZFEFAL
FHWAABENRII AR EEFES T OME T,
MR, T EL 6 AT R R B2 N AT R B A L
BRA%, BNEZEZWREAHARE T aaEF L@ BT (£
AEKR ZEREE) UK GHie T &, #2 W RE &
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EILSFOWEERMARELRE, EPRHPKE,
UEXRHRET 7 EAEHFHATRE L
6.1 HEHEHT

Ao BEREENFNERRNEEET X
e £ B R E A RIT Bl 4t Xt RPE6S 3 H & 5+ 8y
LUXTURNA® 3 235 | & 4 }8 40 % 7 & 2 ( recombinant
adeno-associated virus2,rAAV2) ¥ # RPE65 F F 3 4T
LW BE T B8 £ 4T, f# RPE 40 f % 3k A 24 4k 9 RPEG6S
& Ao Luxturna £ B 8" —k#t£ % B UL R RO £
By 4t M R E BT A, R R
BAEEET 20 43 % L EW LCA &%, WIR & 5 # %
TAAV2 HEN SO EB BT (AR 6~18d), E W
BAEARBET—FRESMHCEETWAT A& AN
R, GRETRTLAAR, BTA G B AN
WREREZH , XA EWNHFRIE. BT RPE6S %
B % %48 % LCA, B 3 &% & GUCY2D 41 % LCA #
I /10 # s K 3% % (NCT03920007) AIPLI 48 3% LCA #
EEBTRBEEAH#TF Y BWLE R AR,

BT AR S A A [ A F gk B, 4 ih
HHENNEFE AENERE EE RN T2 EME
IBEE ETEWNAHBRELFEARE T MK
NFHEER, BUBRBERMERAREZ MR ERX AR
Wy k&, DUE N LCA B b7 RS E M,

6.2 ity

WMAEF TR Tk LCA WHR £ £+
EPU ARSI LR, X ETEZERZFEREHNE R
PFAMWERURA T LENREFT P EH ™, &
RPEGS o LRAT 2 H % F 41 % LCA £ &+, 2 R X AL
BT B Ao 11-) A A0 3 B, B 3OO0 1 BF R R, &
K RAABRATRRERAS LS AHRH
ik B 0 RAb 7 9- I A AL #E B 2B BF (QLT091001) ,
He - 2013 FRRNARAINT 18 G| EH, & H
O, ERATd Y  Hh d4%ty XN kA
rhE EREME 251 AIEEEE T EENEH
AT, 10 4] % E B T A& A AT,

T EEBT G BT , AR RENHES
Fotm U R TaMRKRF-RPE T EMT —&
EaHR  BEARRD, T E#k#H N LCA 5 K
R, HERTHFFEA,

7 BEEEEAMEETWN

LCARERAURA, S REHEEFREKRRYE
HE O REHEFRECHREREE. RARTES
EE S e R s T W R R 2Nl R

EREHEAFMOBEG X B0 ETHELIEHEH
WEEZRME. £ 7 T H L EREENTE
& ¥ W ( preimplantation genetic diagnosis, PGD) #r = #]
YW, FHLBRERM T E SN REET R D
Wi, F K F R E AT OB fe OB RO F R T AT Y B
(DXMFRERBERER LCA BH, ERXFHRE
T, 28T - NREFMER, EFH QLA EER
FORAE, AR X EEEFHEERARBERZKRE ;10
REENBREEG MG & RL, N KXW A LA
g, FReEKRRERER LCA BE N E LS UK
HH 25% B F B B R ,50% B E h A
. F-RERELRERRERSL LCA EH MWK E,
ERR R ERE SRR N 25%, WA
FRHVH HL A REeRRERSE LCA WAL, &
FRHAUAREHTZEEANHEE, 2)FFRERK
DHREEFIRE R D hiZE e A LCA B, &
RERBMER S0%, F L BAN2AF EHLEFE
REZEVAT PCD FEH#ATEFT A RO ERLHE
Fe ik MEE LCA W B, KBS E & H AN 4
RAEHEMNTRAEEERRER TR AE
ERXFEBARRE B UWEATRFELEFTE I
B 2 W 7 B

A X A (Leber 5t X BB /7 o9 7 B £ K 3R
(2023) ) L X BN, FRWHA T IR XFHFxE T
‘FEHEFMFREFSEEMLAF IR AT
HRERT AT AKAFERIERBTERN", KELRB
HEARAZFREEMEAR-KE T EENNER
TEFERE BHEATEEFERNZERA A2
FHELCADFT T AHUREENTHEILESE, &
ARNEE L EHRERRAMEL IHFRETAN &
wR PR LA

AAEPIBRECF IR BRALZ)IAAERNK
R ARARFOEE T2 ARB R ERA R F
Ra#ATHEME X, UBERE %3, #WNIERK
MR BE A E AR K E A R) R AR
BAERIFE S R AR TR H R, T T MK
AEmEN,EFHER KEH,
Pl IR AR M i a R o A2 E AR A A 2 b 2%

MELTH
A destPhRIEREIREE  dbaEb AR B P I R R
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