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EeWB:PEES®R¥GEY 5@ BERH805 Lg% RO HE (2016-12M-1-002) ; [ K & & OF & i & 50 3

(2016YFC0901500)

R fRe— Al T ARG SRINRIBERM
20184 4 A2T HEAXZERRHELKEE
(Online Mendelian Inheritance in Man, OMIM ) ( http://
www. omim. org/ ) ¥ DL “eye” 1E H x #E W 1% Bk m kA
AR5 440 AR A& B o R E L By IR & om A AL K
ERME ERMEFLR EREANE . ZEEMME
R GERERMNEE R RRRBN —LEHEE,
HETABEE LR ERE RO R RS
X MG NERELREEREE, L, R
WAL B AR AR A AL R M A A R R
BloA, S B M PR R KRB EEL LAY R
AEERAWE R, X EEF N REH RN IE KD i
STRMFERTEANE, MEAXEFLASE )T
FIWg R R fo e BT FBOR B K
YR RBOR X i B & R AT AL FE R B
REMNERELERFEHRE 2T VB RERER
T BEAT EBRARTRA N R, N B g K E W g
BERERBETHARE, EAR RN ERBTEZT £
o ERL,EMSEFARA T =AM F (next-generation
sequencing ,NGS) $ A DL 3 45 4 ot % 78 & 5 IR 3% 5/
ANHBEEAREREOA R X EEZER, FHB K
MEMFATREERN S TR, AW, 8 TEER
MEARGRE AT FRFAERAEBA - WHE K,
EHTREFCURAFTARANGERRE R REAIER
FA R R, R KB RATA A NGS o9 51 F 7
EfE, BREERRFOWE R EH R A-REW
ok — Wy R AL, A ML R A N AR IR R R T 0T
PR, RNARTHAXRERXREEARE N ELRT
W ERNGMBET A REERFLAENR R
MhEmEET R fnmEad E#TRET®,#
HIREEERAER ST HOHAEEFEZEL, UHR

MHEXERARTMEREZRMARELEFTSREA,
AFRL FA & G b E WA RIRE AL R A
AERBERARL F AR, RO H T ETAXRSL
WRAER T OB AT EmHFEEmER G, &
SHXNBHERLMAA, FERBERERFER ST
VUG R EER T RERFES S, EREEUTER
L. (1) NGS sy A4 & E B R ALt % fo il &£
RTRYE, (2) BR3E 5 MR e 4 7 & 1 2 B B IR .
(3) 4o (AR 48 AR 3% % K0 B9 W R AR AE & 22 5 X AR
Tk, (4) REERERSTRME E M RE L

1 NGSHEARKREMA

# Fl NGS HA 7 [ bt #47 A & £ H 7 7] 8§ F AT
JF o NGS 4 % % 1w £ B | 7 (target gene sequencing,
TGS) (A panel I /7 ) 4 2 F 4~ & F 400 J¥ (whole
exome sequencing, WES) Fu 4 3 & 41 Jl| /7 ( whole genome
sequencing, WGS) , Panel 7| 7 1 WES # 3 K % £ W
EREBERAFBNRATE R AR BT
A ENF EMEEFLNARIE, X EHEER
RAE, WGCS Bxta B AW F I #ATHF, Sk HH
KX PR, TEER XA BTN ERTHRAE
Mo X3 MFEEEMN,EHE B WA,
BAXRFEZR WWAENAGE L W& AHRS . B
panel Jl| 7 fu WES |~z f T 58 2 FH #1200 2 F 20 .

NGS FA A 42 M A R % % Z 454 KA X T E
HEERERECESHASBNEX, BAKT SR
(FamEFRE)AE 2017 £3 ARKNER ST
RELHE_AREEMFRMN L ZKFR", ERER
BMHFEENEELIRE LREEARARAMIERE
FiehEERYE, ANAAEE A H TATLR, E@T
%A 2018 £2 A(PHEEZREFRE)TIE " IE
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REFRBUBEA LS XEARMATLEZRENR", &
SCA 3 o A5 AR AR & o R U A SE G AR AR O L R
BYZEW, S4EANT AR EEREARE Y
AR B AR R R A BB A AR M B, XA B
FREBALETFREAEEEZNRN 7 £ ER G RN
FERMERN KB,

FHEARMERLH LR PHEELE,NGS 4
FEHF -G (DMNFHEREGTHR N — KN
FER, FEEWNFRE REEEFE %7 % k4
Zo () THAR K, 0 2 FH 45 E b Fn g g we fy
B EF(GC A4 E) W B KEMHRELTE 100%
G)wRMNFAFEBRE, GELARXRLNEHE TR,
(4) *F# I % & 5 (copy number variants, CNVs) | 3§ &
REBREMEHFFEREANBINFARR K,
BZ, T M NGS fhok s oy Hah b, 24l R 23
EttmmaFhlldBFREaEhLA T E AR
A 3 A2 AR AR An i K B U i A Bk

2 REERERENRE

R R E Rl R AR AR L M &
H#ATRMN, RRIERNERT £, FEFHEELELN
FEHEERRMBRDFANEN ., BWERERN
Tk S A LA, B — R JF ik (Sanger W 7 ) |
LK % & & PCR ( quantitative PCR, qPCR) | % # %
B AR B 3 8 AR (multiplex ligation dependent
probe amplification, MLPA) _DNA % [£ %] NGS % , # &
HRAWNCGS BEARBWERMLARLTLE RN T ENR
% E 1L Sanger M FAm LIRIE(E 1),

3 ERERE R R E G R0 E B HHE

3.1 AMBEEFEYE

31,1 HABEGZEMENERSER WHEECEZL
P (retinitis pigmentosa,RP) & 4% WHy — X X EHEZHF
M ER MR, — LT AT 28 5k 2 o b
XA E & A E,F AR AL S e R R
DL R AW K & E K (retinal pigment epithelium , RPE)
MW E. RPWIE R LA N K E & A A B4 A
MATH REARyEEE ., AARKKEAFEN
el B N R T R G 3
f/REHABAEE RN E, TREETA T RME,
TERERWRP EXHIEREXAZRR A, H2 B
ERAREHEBRRKREKIATEAT S 5 H 4R H AR
A RP R ARG A M A XA RP W E /AL & H
TERR R R A WA R B I AR IR R R

BRI 50

BLLWBAA | i Rs L2 I A5 11
SABREA | g, S, g | SHEURRD

HR i . WL BF \ERG.OCT.B
RIS

r ¥

[ S Z A RIERSNE T J

B3R S NGS { Sanger W 7R

=
.~

R EORRAL RPFFFBPRRAL

MLPA .qPCR .WES

R ERTIAE

¥ N 5 \WGS,

R
WG
h 4 ¥

B1 REEGHFREERQATE ERGC. UM B E;OCT ol T Wi 2
F s NGS : AU 7 s MLPA - 22 F1 3% 32 SR AT R 97 38 £ R 5 qPCR
FZ Pt PCR s WES : 2B P Ab 88 120 I e s WGS : 42 5 PR 4L )7

o MTHRPHWHXGZEMEEH, YHMEEREH
ERAERFFAERZ FHEAN KGR, ElERK 4T
RO B h A RP, AW RP EEHH TEENE
WHELRRREZATHY, TENHIREGFN
P ji & (electroretinogram, ERG ) | 4 Bf Fu & B 48 ]
KN & R & i 4 ¥ % (fluorescein fundus angiography,
FFA) (IRJE B & 7K A 648 T % 43 4% (optical coherence
tomography, 0CT) & % fi # 5 b 1 3 4 B F 4 # % 2
RP t % 5l

3.1.2 RPHEXWEFERE RPEAHEHEMER
i, EXRANED A AEEATUFHRP(SF
RetNet ¥ 3k : https://sph. uth. edu/retnet/ & R 4 K 3k
HEM RS K 1) 7, Wb, RP A, W
Bardet-Biedl 4 &-4E ,Usher % & 4F VA % H b RP 48 % %
TR R L A H T B S B RP R LWL RP ov kAL,
FEEENRET N SR RE R ERE F R
BAREREH X HEMEE RP, B2 EEHNRE
ATUEH AR WAREE B, 4 60% 1
RP Bl xS XA F PR MEZKRFRLHE
B 60% Bkt R R T 6 AR E, H
CYP4V2 \RHO ,USH2A .RPGR ,CRBI #u RP2"', #f i#
REWBRREERTENRE O E RS, — &
RERERD W ARG - ST RBHEFHRERA L
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EoAHEEREERNERFEE, TRENH S RP
EHETRZHRAN, AEEZ - LA FVUNIRER
AR DB FEE ISR BT R A B RP BUR 3R R LA
EERW AP EREREREN KT EALZERR
% % 4 B ( Human Gene Mutation Database, HGMD )
(http ://www. hgmd. cf. ac. uk/ac/index. php) ¥ i€ 5
RELEE. X RP EF R EHATHM B R B4 AT 45
RREEZABRR(AEZRE) P W HFAERALRHEL
KA A 2B REEKRRKKRARR S HEEW
ME BANEALTRNAGRESTHA TRE EK
EERMGTEE., BRI ROKEEII, A S %
NEEHEERE P REAXTRAHBOTER,
Efx RP EHH#HATERRMNEY FX—HRN2HH
(AERAH#TR RN, FEFAFLENZ, & T
RPGR J£H ORF15S KW HEEL U, T H A KF &K
“RERMFEE, AL ZERBAEE R, £ T
RPGR £ ORF15 R % & KW 1F WL, A 56 B4 % K
R B LA K

3.2 WeABAEFARERTR

3.2.1 MR EFAREFRT RN IEKRS X
Bl AT 3 B 4 B Z A0 4 40 A S 4 AT 40 BB SR R (cone
and cone rod dystrophy, CRD) 8 & 47 /% 5 8 & % £, B
Wt CRD % /% % %1/40 000", CRD % #L 4 L&
MR EREMHFATRENS TR REFMETXRE. K
HEMREREELEY, RNH HHERX @ F T H K
TRAEEERXZES,HR S E N R k%
BEEHERBEAMECRTE. KA TN T 2R
Foo B B ERG B s b A4 48 M 3 Rk X, R
HETR S RN WA 40 M A4 0 8 3h 8o B A .
B, R K B & %6 (OCT FFA ¥ 4§ CRD By % i 48 4
G

3.2.2 CRD W4 A CRD WMk A A A LE
R WL F e kR R AN X i mh. B
WE#E W 24 CRD 25 £ B & 30 4 #, 2
ABCA4 H % Yotk Ja ¥ CRD th = Z 5/ £ ®H,
GUCY2D 2% %tk Bt CRD W EBUR£H ",
3.3 HBEAALR

331 EMEARLBRNEREL HBBEATR
(macular dystrophy ,MD) * % 41, 4 & /> 4£ MD/ R J& % &
31 & JE (Stargardt disease/fundus flavimaculatus, STGD1) |
Ui B 3 E 5 F B ( Best vitelliform macular
dystrophy ,BVMD) % % & ¢4 & £ 91 3 # & (autosomal
recessive bestrophinopathy, ARB) 4., MD % [ & ) 4
MAHATHETR EXFEMFOERFIRER, A

MW AREMERETHAM LG ERERET, &
TEXFFAEME B 38 B B AN, ARB B T
W fAAEFELR, STGD 23 ERG £ R B EH , M &
o th Bt B R AT LA R R 4k i AT A
HHRE,KANAWERG a b Wy 7 ¥ & ARA
KRB 8 AL ERG #1841 ERG a b %ty ¥ B R %
BVMD #1 ARB & 3 IR ®# K (electro-oculogram, EOG )
Arden P fE# % <1.5, RJK 8 & % 6 .OCT & FFA 3t
R W D WA — B

3.3.2 MDuys#fes i MD W& F XA H L&k
DMEt FRe R RE T X E R, B
B e iy B A M MD B 3 E A 20 & A, 3 ABCA4
£ STGD1 thwe — 355 2 B ', BESTI = BVMD #y 3t
mEE,

3.4 Leber & A& H L

3.4.1 Leber e MMM E K LW K& E BN
Leber 1% & t i # &
neuropathy , LHON) B % 5% 2 % 1/31 000 ~ 50 000" | %
EH# %L LHON H x W AT mE R ER B, TH.
T B IR S8 J5 SR B R K AL A T & LHON
WEERME. AV AFNHTHREOL,EDH A
BH, B2 BEE WA T EATKRE, LHON 7 4 5 & 1
Mg EN,  ARERALEEL+Y , EREEEH
%K, A 50%th B HREEHHF 10% L H w2
S R¥. Z% LHON B h 2 MKMW, Z Ja W R A8 4
MATHHENET5%, RIREREEN L ESREZH L
25% MM ATHEEMA T EZHFRE AL 8
Jl, LHON 2 M 7T WAL M E AR T X 7,
MHEAEERE AN ESRRIGT KE, ES
20% th B H L EkkH, LHON W B % £ 4 &
P, A A B KH £ WL, LHON i & % &
BEAGARARE AR E SN AR HEERE
BHEZEE, RAPRARA WA CR EH N EH
W5 . % & B L (visual evoked potential, VEP) &
EHHT T TN KA S E R LHON & 2 b 41t
Z I R o

3.4.2 LHON it th 4 & LHON B & f (k£ % 3% %,
FEAFRAF, ERNLALEERERERY, L EHR
HEEAEEEEE EAFRD AR BEHL
Frfk DNA %3 4 F 4,18 R A & JL# & K K DNA %
#HT—R. BERTE A 18 H#EEHREL L5 LHON &
X LE L3 A GII778A G3460A Fo T14484C,90%
DLb A H h bk 3 A & &, LHON J§ 41 A&l 4
R IR R, K 2 & AT Sanger W F F &

4 ( Leber hereditary optic
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mtDNA R R # %, R EH LB & —F . Rl
BIREEE A NHRERESER (KT 15% — R0 F
MM AR, HRBAEERE R HFATEERK
DNA Z 42  ,

3.5 *“@%if&k%fﬁ%ﬁ % i

351 ¥REFREHEAEEANEZEHIERE R
WO R DM A M AT M 2 2 4 (autosomal dominant
optic atrophy, ADOA ) t X % £ % 1/10000 ~
500007 £ ERANFRAZENAN TH, £ L
EHREAM. ADOAWERERETEHERE KR
OB RERAN PO T AU LR, RERLET L
MEFMNEE, RERRZTEXA AN EWNZE T A
J (retinal ganglion cells, RGCs) J& 1= fn I # & 2F %4 &=
%o BIREM VEP it & 1 2| 5 14 8 2 K, B ¥ ERG
Nos B A0 Pyo IR 18 WL P 1K, OCT 4 % 42 75 OPAI %
BRE W HHES % EM RGCs BEH,

3.5.2 ADOA félﬁif%ff% B ADOA RH &K T K
g L*Jf}uﬁh ERF R E LW — ML RN 40% ~
90% * ,T%%ﬁ~ﬁ¢5ilﬁﬁﬁ#ﬁ,&qf¥ﬁ<Fﬂﬁf?‘i
WA TR . aRNE RANKRE. Ll TE%, £ H
WAL HEREEREM R EE OPAI(3q28-29) \0OPA3
(19q13.2-13.3 ), OPA4 ( 18ql12.2-12.3 ) #1 OPAS5
(22q12.1-13. 1) % 4 OPAl 5 OPA3 L 53 E w %
HARN Y E 4 HEE, ADOA X R % # Al % U
OPAI 2 RE N £, K LM ADOA & i iy &
— ¥ % F— KRN JF & OPAL, KA 2| R & 55
H BB A KSR, K5 #AT WES 3 WGCS il 7.

3.6 FkMS M AN E R &

3.6.1 FURWB MR AR R B s R A
FHME S W RN M E R Z (familial exudative
vitreoretinopathy , FEVR ) & — # & W iy 3% 1% ‘fi%{if%ﬁi
PP B , 1 Criswick %™ F 1969 4 # % 438

A E A AN R IA A AT R R B R ﬂ~ﬂWR#E
ZRB RBFETESAHRARE, ZFHXEDFNNE
MEWEEZ —, FEVR E REXNE L HME, x5 %
AARANWBEREEMFAME, E2 K £ FW MK
M JE R & o RAEAT A4 2 7T FEVR 24 3 #:1
MERAAFHEE M E 6 TR B ® 2 A H B
R, B AR A B R AT 3
HTRBERIENMSEDEHETR L FHERIT
AEALFEERFER S, FEVR 5 5 8 7= )L W m
THATENDW, —HFRERXAEN, TEXHNAET
FEVR EZF LR =8 R AR RAY, 6 RER
& FFA R ZR & 71 A 3 B o

3.6.2 FEVR thit b4 & FEVR B4 & & &t 7 %
M AEERAEA, HREETATONELRERKRE &
e CERERRERE R X BT E L, P &15‘3
ERETRIBNEREEREEREREA TN E
BATE 4Rt Bom 2 E A LRP5\FZD4\TSPAN12\
NDP (ZNF408 %1 KIFI11, & iF % 2 iy 57 4 # X H &
5 Wnt/Norrin 5 5 # ¥ % $ 3% /2, A T £ W W & o &
R R F K 4% E E P Robitaille %% 2
FEVR RNk R ZF KN T KIFIL 3 H R %,
HENFAERERTFHERANLAAFH#H - FF R,
3.6.3 FEVR ZEBME X E A M EMRHE FEVR
W Bl #HAT B E 0 & T LAk 40% By R L AR B
W # G4 FEVR My Wy % — % 2 & 1t NGS #
THAEREEW panellﬂjﬁﬁ(kﬁo KA F R L
MG HERBA SR, Z )5 34T WES 5 WGS Il ¥,
3.7 A5tk
3.7.1 AW IE K& R  ARIKE A KT H AN
AR FEREAN A A, R RN E R
BERBERL, O AR EE AR T 4923 A0
Tp22.1 £, EBHERAE M ARLA T ERR RN
PR RM A K F R E % 6 1 (congenital cranial
dysinnervation disorders,CCDDs) & — 41 45 K & fil # &
B A NRRAANIMALRERE RENER,
B FE IR AN AL 2 4 4 A 4F 4 4E ( congenital fibrosis of
extraocular muscles, CFEOM ) . Duane B} %k & 3B % & 4F
(Duane retraction syndrome, DRS) % CFEOM % /b @
7% 8 ﬁﬂlﬂllﬁﬁ%ﬂ%ﬂﬁ%%ﬁﬁﬁé’ﬂﬂﬂ,/\ifu_é’J
CFEOM i K £ I & 1A &, %4 & CFEOM % 90% , s Jk
FIAARBALTFATHEL. LHELAETFEA X LEBRT
F HREEHEARFTREGZHF, WA EHELA
BRAERME L HN, DRS £ E XA h R4 E
R IR AN WL IR RBR AR RN VR
hE R,
3.37.2 AW R MEHF R KIRZIAXZHA R L 5
CFEOMI1A #1 CFEOM3B 4 % ,PHOX2A( j ARIX) % [
R E CFEOM2 # % ,TUBB3 £ H £ % 5 CFEOM3A
#1 CFEOMIB # % ,TUBB2 X H X % 5 CFEOM3A #n
P % i E Wy CFEOM3 Al 48X, DRS % 4 & &
W& o DRS1 & % & 77% ,DRS2 A %4 & 8% ,DRS3
R A& 15% . B K3 CHNI 3 FH %% 5 DRS2 Al 441,
HxH,5DRSI A3 AAXHEFERKRLIA, R
KI5 DRS1 & 4 X oy 2 H AL & AT 8q13,
3.8 ARMEFAERKREN

3.8.1 EARMEAMERRETNIER RN £EXKE
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RHRETAHAEF (BT AHAERE3I~6MNAR)
HAMFEEER AVENRREREZS, T
ARREFOXRA EREFRERRETRL LA R
REW,7% ~30% W B A ZREH &, L+ 90%
H X MHEHEE, A 10% k% Rek iRt
3.8.2 EREFAMRIRETNEEER HWX
RTINEERERKRETAXGEFERML A, L+
5% rehPHERERRRIIAXNEREENY
MANBA™ | NYSI 2 H L F X %4 & q26-q27, FRMD7
HEHLERMELERRETELBRLE T,
3.9 MBKRRL®EML
HAMBRBEREARALREINBRE &
(blepharophimosis, ptosis and epicanthus inversus, BPES) |
EREAN LB TE ABRRUAZR T ANRHE K. B
IREfESN,BPES T &t 2 A H 7% . BPES & i
FOXL2 3 % % fra™ .
310 FRMEREFLR
3101 FARMARMEFLRNIERFME REAE
S R M F K B (primary congenital glaucoma, PCG)
(OMIM:231300) o T /R fis # K & 2 7% , B0 55 1 45 M
FRAFRERARKYE,HEREKHH BT
MEFAG, ENMRKTBHE A, H40% W EREF L
REHEWMERNAFTLREZIA,
3.10.2 PCG tyik 4 4E  PCG DL % & (R & 3
FRASZN, BEMC N ERERA2 N, 28K
CYPIBI fu LTBP2, TEK # [ 2 7% A #8 4% 5] # % 4 &
K B 1%t PCG,
3.10.3 PCG tyEFH AN % & Sanger | F 4 | 2
MERRE R/ H%ﬁ?ﬂ?)\/ﬁ%ﬁ’}i & 81 qPCR =
MLPA &0 K f B4 N/ R RE, F Qe hRMER
e R R B A& AR FF . CYPIBI 3 % % # %
RE—CYPIBI # W4 N/ k R & —>LTBP2 ¥ F %
BERRESLTBP2 X H{EN/ SRR E ;R ER T
WA AN TEK XEHRE, K02 &% £
e R e R B 2 R 48 B T #E 4T WES 5 WGS
W F o
3.11 EREAANE
3.11.1 ARMEAWNENIEREE S£REAGAREER
REHENEHNEAARELEHNBANANE, &
AEABNETRIA A BEE G AR, & 7T F LRI R
HEpeHRERE o
3.11.2 ERMEANESRERE H1/3WERKE
HNEERAFERERRER , REER QBT LRE
R EEE(E 76% ~89% ) W G KRREEE (Y

5 7% ) R Ak (5 2% ~10%) "™ BB
Hy B 2 W A 30 AT

3.11.3 tREENENEERMNRER £REA
WEEZFWRAERMNTEE: (1) BERFHRNF R
WHMEET ERERE A N EEEEE R H AT 5
BORAER, REAN VDM ERNRERFRS R, T
% % Cat-Map # #% E ( http://cat-map. wustl. edu/) ;
Q)EMARMEEAENREERERRK, HMAHAE
RELEAHBRRLER, XEEHTRXA WES
WGS M 7

3.12 AW B g s

3.12.1 WM EEHARENERER ALK E
B 49 i 75 ( retinoblastoma, RB) 8 % % & % 1/15 000 ~
20000, BA sk Fr s £ 7, AE@ER RB &SI
WA R ER,RH B AEEfMRE CTRETXIAR
PR R HE B o R, E A

3.12.2 RBy#fhash 6% W RBEHZFNFLEK
RHEEE,94% A A FAOl, BEREEZARREK
W AR EA K 0% B EEARREI R, ERFAE
TENMEmE P FREREE S HEREMA, A
ALEAREREEFARBEA R,

3.12.3 RBWHERXREZ MK RB #y3E & E RBI
BT B, AT R ek 13914, —3F RBI S £ H
B ik K R R B B RBL 1971 4, Knudson'™ 42
CREEREBA . NE - REARETRETEAS
B A ERAETREER, F_RAEHRER
ETOUWERREFHBENRE; FRERRB2 X
REBKETHAES M. M, RBL B K 7 5] & %
& 1 1 % 2 ( chromosome instability, CIN ) 77 5 % & i
AHBBETHEZRBBEE Z R A LA R &KL
MR E X" B RBI AR RE, R
R B oM Foi EE 4 R R K AR ( comparative
genomic hybridization, CGH ) iF 52 % b 2t B B9 &= & = %
k%5 RB#y & &', 84 % & 1k 6q22.3 By DEK o
E2F3 W 41k 1q32.1 #y KIFI4 2 MDM4 3t & |
Yo Rk 2p24.3  MYCN 3 H | % & K 13q32 # miR-
17 ~92cluster Wy & 2 K& X 4 & 1K 16q21 ¥y CDHII
HE kR AL

3.12.4 RB oy EEAM X E L —KRIMFFE RBI
T E T0% ~T75% 1 RB 2,5 H 8% ~16% %
BORK BN/ A — R F AR AT LR
qPCR \MLPA 23 A& [ 45 5% o 5 B 20 & I 77 % 2 o
U LB AR AB R EREL R # AT WES &
WGS
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3.13 Leber £ K 2

3.13.1 Leber 48 X 21  Leber %&£ KX 2 # ( Leber
congenital amaurosis, LCA) & — & /™ & 2 & o X £ &
MHERR, ELERARRHAERTAHATEN
MAmER THARRET . BrEil. & L%, ERG
AREFFEARHTEBRKY . LCAWREXAE
AN - TWERA LR M xBE,
313.2 LCAWHmfEHME HEMHE2 AELES
LCA Xtk X B EXFGAMEARA LM,
HEBEATONWNFA ., 2% LCA BF W ELERR
Mk, P BEFNE LRI HEE, BFARY
% W th B % 2 H % CEP290 .GUCY2D #n CRBI , % 3| &
w%n%Jmm?ﬁ&m%ﬁ%%ﬁ £ EF
CRBI .GUCY2D %1 RPGRIPI % % W, W % 55 £ B, 4 7
b 23% 14% F110% ',

3.13.3 LCAWHBEAM X E K LCA By &£ 40
FETHF(DBEEHRNF R HELH L
RLCABRERER LM TRBRERE, R L P b
KEFENEREERFERE R, (2) BAMAEERN A Tl
KEABELAN DI @M B H T A — KN F AN T 5
BFHERERFRELTR AN BEN R RE, R
qPCR 3 MLPA # 3l Ak K B 46 N/B R R %, (3) 5 T
EEEBHKNF A EF T XA WES 5 WGS Il i
7o

3.14 Tk ERE

3.14.1 T k% EE BN G RFAE L K4 EE
(choroideremia, CHM ) ;& — i X 3% 4 4 I£ & £ 4 [ &
ERTRIRAE, LSAT LR % 8 4 8 .RPE R Jk %
JEE L Y O R AE. B A Uik R CHM B R %
#1/50 000 ~ 100 000", # [& 4 T 7% 17 75 % 8 & %
Bo BHAHXILENITEIARE, MG B AT K

A AEF®F, FEEREREEAF ML T B
W o BRI AR 4B R 2 A DL RO B X 3
# RPE % 45

3.14.2 CHM sk 4 5 CHM B £ ® % CHM
HEE,HE%M e REP-1 B H 45 5w MW % a™
By CHM £ FH X% H 200 2 #, L xthfE K
WM AE D R, 4 85% iy CHM 3B 2% 4 & L/ 4 L%
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