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EemB.- PEE¥HN¥

(2016 YFC0901500)
REEREZ -4 b TEESE SRR TER,
20184 4 A2 BEEARZERELAELKEE

(Online Mendelian Inheritance in Man, OMIM) ( http.//
www. omim. org/ ) P D “eye" E A X B HE B E A K E A
HARE| 440 MARFAE . WRE Lo REERA NN
BEME AREFAR ERBEAR BHENAHE
REERUERINFERERBHN —SELEE,
REFTROEERERDIERE B RehBrRy.
XMHHEHEE NERREREEERES, di, ]
RERAFFEES VAR R R AR B R K%,
RE, FRBE FAREZANERERMEAYE
EERANZR XEEEHRBELH NG RD WA
ATFRUERTEANRE, MEAXEZRASEF
I AR ERAEFFERENFE A # UK
ENGEECAMERELENBEFTHLO N AL ER R
KB A EREETEZHER N, TLH R EAER
FoBART EBAR T RA M B, B H s R E T %
EEARETHARARE, EARRNEERTELT £
o B, ERSEEHAKAFT Z KM F (next-generation
sequencing NGS) X R U KB H W R B AL HE R E LR
EANELEEEROFRTREEERA, ARk
REMHATREAGRG 2 FRAN, K™, TEEL
MEANBE AT SRR ERRBEEA —EWHRE,
EOTREEXURFBARAGEEARE R R B AR
AR M, RSB P RA LAt NGS # 5 F #
ERE GREMBROFLERMEHF REA-RE ¥
K—RWHEE, AAEREARNARZEF L T2 o
PR EMNARTHA L ZARBENRE N LR
FRAERNGHRTREAZERERFRANE £
ERMBRERL R A AN AR EHRATRE R, R
HREBEUERFEEL TOHRAECEREEL, UH#R

ﬁ\

/\ 7N

REX*S@EBEAUFTIEZ R EHM

- BREWHIHER -

H (2016-12M-1-002) ; [ & & 1 #F & i+ & W B

RERERARMERELMARELE T SE B,
AXRRLZARRAEANMAXRELH % XA
CEHRRERFRERAR, FRNG EETALRE
BEHRREELSFOHRBRA T AR FREREE, &
ERRABBENADLE FEREEEEREEA ST
VW R SR T RERFESS, EAEILAUTEE
FlAL:(1) NGS ty L R f ER R E R L &
R, Q)RECUERF M TEBEEEAN KA,
C)WMRERBERRAGEARESCELELEHN
Fiko (4) REGREEL FRIMM B RE Lo

1 NGSHEARERHIEA

R NGS H R B o # 47 A B & B F 7| 0 F 470
o NGS 4 % # 1 & B W & (target gene sequencing,
TGS) (A panel M 7 ) .4 £ H 4 & F 4 W F (whole
exome sequencing, WES) f1 4 3 & 41 | JF ( whole genome
sequencing , WGS) , Panel Jll F fr WES By & A 3 & %
EREREA BN REMEE N FHEF By
MEEEMNF ENERFLNRBE, REHEHR
RE, WCS EXtAXFNAMFFAH#ANF, R XA H
RE-SR, THEEHR R A BRITWEHTERE
WF. X3 EREMN,EHEL WL, k4
BALFEZR EMENALE LA H RS, B
panel JUl 71 WES /"2 | T R E &Ko FA

NCGSHEARMBMAR LR E/HE KKK E
R EBERECEEHNH RN ER EATHHE
(FPRFEFLEVE01T £33 ALZH BEERLSF
RELZRE-_REFEMNFRAMNFELR" . BALEHE
BRUREENEEZRE EREFRARAFBEKE
W EERKE  XAREE N LA TR HE, B4ET
ZH2018F£2 A(FHFEFHELLE)T B
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FEERMHFEAES ZEFRUAT L FRKH", &
XAttt mEE RN ENGEN AT AR ELR
BTER, #4EANE A REHBARC Y
MABREERA AL R e Ex, AESHE
FRELOAGTFREATRAEZNBRMN T XRZREAN
HRIEHAXHE,
FREAWERE AR PAFELSE NGS &
HEE-BBEE.(DAFEREFTHEN —KN
FEAFEHMANFRE REAZXEF E XA
2, ()M THRARR, A EE AL E A fo g € BT
EHEFH(GCLBE)NERERHEREL T E 100%
) wRAFFBREE, GELAXBRBRMERR T,
(4) 3t # W % % & (copy number variants, CNVs) [ 3§ &
RE ARUMEHELRABUBNEARRKE,
Bz ETHNGS rok iy Eat b FEEBKER
HEEFRE L TFRUTBAAEAENNARENER
RALEPRMARFRKEFEEGHRR

2 RBEHEEERIRE

RERKERNGERBERREANAL S MRS E
E3ATAN, ERIERMNERTE, FEEELERA
FEHEERR BRI EROEN, BUNRRERS
B F kS ML, AE R F & (Sanger W F) .
5t % & % £ PCR (quantitative PCR,qPCR) \ % & #
B4R B WY B & K (multiplex ligation dependent
probe amplification, MLPA) .DNA 4 [ 5] \NGS %, 4
EHAWNGS BARGHEACEARLE RN THEH
ZE & Sanger WHFMUBIE(HE 1),

3 FRRBEAFRELGEKNEESE

3.1 MMEEERKE

3.1.1 HFEEETHAEREAR WHEEEE
 ( retinitis pigmentosa, RP) 2% N th —(k R HEMHF
MR B Mk, — A LT AT R R B o
FHEENFE ARKMELANEAR AR
PR AR W B4 % | & (retinal pigment epithelium, RPE)
wE W E, RPHEREA LT E LU E®AM
WATH RER A EEEY . AAREKRLEY
AEE NRAELEL A FABUAEREHAR
AM/REEEBEEENE, FRHBEFRX THEE.
FTRHEHWRPEZFHBEARAXAZARA, B BH
EEBREHRERRXAFTAATS S LA RBHR
HRPHAEBHABA XA RPHEHRELAHE
ERE;AEARARENAF LI EERKANREN

ERIE ERE:
FEE, RFFER, 0N
IRJK 4L ¥F .ERG.OCT.B
REERES

HekHERE
ZAERER

12 b X
SEBRER

\ 4 v

HEEMEXRERIETF
e R X NGS

R BRARE

[ Sanger Il PR EH J

RRGBPRRE

MLPA .qPCR.WES

RKBEORRE
ENBER WGS,

EiEE
mRAE
v

—.@T’%ﬁtﬁilﬁ HBRRE

A1 REtFEERNRKE ERC.UMELE,;OCT LHETHE
FH NGS: 4L F s MLPA : £ B % 3 R KB I B 30 AR gPCR.
SR B PCR;WES: 2 £ R E FAHIF ; WCS. £ £ HANF

|

F, THRPHWMHXGAMAL SEMBERTHE
AR RFERZ FTHAIAYER, EERLEET
Wy R4 RP, BAWRPAXBH TREANE
FHELRRAETTHY, TENHIBLELEN
¥ f 1 B ( electroretinogram, ERG) | L ¥ Fu 2 & A& W,
Wk E B K Mt % % % (fluorescein fundus angiography,
FFA) IR /& B & % ot % 48 T B & 49 18 (optical coherence
tomography ,OCT) R A 4t st b R EH B TEH £ R
RP & %71,

31.2 RPHXxWEBEHXE RPEAAFANERLR
FE, EAAEIP AT ALXETUSH R (S F
RetNet ® 3} : https://sph. uth. edu/retnet/ & A% #& B 34
BEHEFWE DT, ks, 4 RP W E A, M
Bardet-Biedl % & 4F . Usher 4 & 4F b4 & H b RP 48 % %
REENRTHHATHPFHE RP H LM RP I
KUEEHHRET RS RELERERER F R
Gk EEER X bEH AL RP, UL EENRE
FTRGHEMLEEAARBEER . 4 60% t
RP A F T U AU EAFRMEKAERXLE
B0 ,60% B Em R EE YT 6 AMEE,H
CYP4V2 RHO . USH2A .RPGR .CRBI #1 RP2"™', #
BEMWRFRELAETH AN RERRWERKE - &
EERFROPGEAL S FREBHEFFERA L

ERaRB 1577

gufde,medﬁyén


http://guide.medlive.cn/

A ST IBR A ek 2018 4E 7 A 36 B8 T4 Chin J Exp Ophthalmol , July 2018, Vol. 36, No. 7 . 483 -

ENEEAREERNERSAEE, CRENFH L RP
EEBTHEE RN, ALE - LHFUNRRER
HROGEE,FLERAAHN RP BUREE XX 4
REFN AFEIHERERARENAFEALEER
% ¥ 3 E ( Human Gene Mutation Database, HGMD )
(http ;//www. hgmd. cf. ac. uk/ac/index. php) ¥ i2 & B
REEE, £x RP B X R #ATHR M & B b 247 4F
EREREZZRR(AEERH)PHEFERARE
B AU ELAVREAEAARKABRREKEEY
HEBNEAEFANRAREEH AT TREER
EARMUGTER, BENRTRIEERS, X5 %
NBAHESRR R FREALTXRAARFER,
A RPEHH#TEABLMBE FA - AKX 2HH
*ER#AT RGN, FEHAFEWR, & T
RPGR A ORFIS RHE W HXELH . FHAKEH
RERMNFEZ, B R BRAKLER, £ F
RPGR £ F ORFIS REABA WK, AL EHH KR
BRBA K,

3.2 VAR BEHERERTR

3.2,1 H4AEIETERERTRNGERSE
Ba R E M Z 4SBT E FT R (cone
and cone rod dystrophy, CRD) 8 3% 47 % # B & K &, &K
e CRD % % % %1/40000°", CRD %8 % L&
BEREEHATUEMI TR REMEERE. K
FEHRRBREBLEY ARFERXEELHL
TRREHERBEESE,H LB H BN E K%
BEHBRBEHAEEECRNE. RFFHUEHTER
woBE L ERG B R A M A b T4, KRR W
HETEFRRANAT M A% Mot 45,
B 4h, B B & %Kk (OCT . FFA ¥ % CRD # ¥ #r 48
AREE,

3.2.2 CRD ¥tk CRDWREFRARLE
KEHEE FRehBERERN X EE 4 RE. H
HEHEWEAEME CRDEIFERA 0 LM, X ¥
ABCA4 3 % % &tk e #£ CRD & = E 8% % ",
GUCY2D R % % kB CRD = EHBH£E",
33 #HELRLR

331 #FHERTARABARE EHRELRTR
(macular dystrophy , MD) T E@ # &V £ MD/IR K ¥ &
BI & JE (Stargardt disease/fundus flavimaculatus,STGD1) .
& A E W E & X B (Best vitelliform macular
dystrophy ,BVMD ) & % % & 4k f2 & 99 % & & (autosomal
recessive bestrophinopathy, ARB) &, MD £ & # 4 4
MA#THTHR EXRE AP OREEIREE &

RENTEMBERETHAMEGHESRRE, v &
HRXHFEMEEEHE RN EFSN, ARB B TH
AHABEXR, STGD 2 ERG £ R W EH¥ &
AEEHREH B ARG AR A E 2K A2
HEAE,RAANAMWERGab W FHHRARS
KR B8 ERG fn 88 4L ERG a.b Ky ¥ B} %,
BVMD %1 ARB & # #{ & & ( electro-oculogram, EOG )
Arden th ¥ <1.5, WK & & K % .0OCT X FFA xt
KRN DHA—EH B

3.3.2 MDW&&EHK MDUMEAFAAEREK
PR K ReRBEREN X Y RE, B
B W st MD 2R X B A 20 &8, & ABCA4
£ STGD1 é’ﬂ”ﬁﬂﬂfﬁ%[ﬂ[m,BESTl % BVMD ¥ %
wmEE,

3.4 Leber BAEMUMN 25X

3.1 Leber HHMMEFEHBEREE KM
Leber & 5 ¥ # # £ % & ( Leber hereditary optic
neuropathy ,LHON) B % # % %1/31 000 ~ 50 000'"*™" %
EEM®EL LHON X W KT R FERELXH, TH.
AHEENXBREE R E o ®RZHA A T HE LHON
WEERME, A8 BEENATHREOCL E) H 4
BEHE HABAENHTEATREZ, LHON T4 4 & 1
MAaEEH  ARERALSE L+ 5  FHhELEH
SR, A0 NEFUREBHEN 0D K LBEFH
2R M. % LHON B# h & R, 2 8 IR A 4
MATREHETSD , RREAHRKAWR I BEEZ AL
5% MAAATREAAFTEZRFE - KT BT
i, LHON R M T A M E R EH AKX ER L fn,
MHEGEEAN MR EFRRKIGT KE, EH
20%WE#E LR %A, LHON WL K R ¥ 2 5 #
M,FRNEERME R OR EH S N, LHON ¥ & % &
BEAERRA/YE  LEECES N, HERBEEXLE
BEMZARE FEAPRA KA A €L RSB EH
M. MK F KW L (visual evoked potential, VEP) £
EAHTTRETHEARAEKKER LHON & & & 44
B RN

3.4.2 LHON ### & LHON BL htk& Rk,
FTEHNFURRF EANEEEREERE AR AHA
HRABEE MRS EAEGRI AR, BEHL
ik DNA thi# 4 F %, 18 R A & L% 4 K 4k DNA %
H#HT K, BEME AN 18 HAERL S5 LHON %
K, MW 3 A G1I778A .G3460A Fu T14484C ,90%
NEt B h k3 #AERE™, LHON B # 8 &
Kk E M RE, K4 & # AT Sanger W F &
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mDNA REH T # S READHHNE -5, kLN
AREEEHEHRBRALLER(KET 15%2 - 5
MM AER)  HRBEAEEREAHRTELE
DNA A,

35 HReREURERUNEESE

3.5.1 ¥ReKREMHBRAEUEAMEELEERE L
B A KT MR N 2 £ % (autosomal dominant
optic atrophy, ADOA ) ¥ £ % £ #% 1/10000 ~
500007 £ EXRANTARENRY TH, ££ L
EHMRERA. ADOAWERERTENEHFER R
¥ AR ERAAFCEEARER, RERETL
NEFNEE  FEREETEXRIANNMAENE YT @
M (retinal ganglion cells, RGCs) H T-Ffn #L # £ 4 4 %
%, BWREM VEP L X T 2| ¥ i ZE K, @ W ERG
Nos % o Py B R 18 WL (E B 1K, OCT % &4 & OPAl £
EREZBHHWEHEEMRGCs BX #

3.5.2 ADOA W EHEE ADOA BEH¥ 34§ H
HREBAHERFATRE LS —H B &4 40% ~
90% TR AN — MBI WRF, LT TEEE
WA TR . BAE RAMANKFE . LBETE%, £E
BEETHERREHLMEEE OPAI(3q28-29) (0OPA3
(19q13.2-13.3 ). OPA4 (18q12.2-12.3 ) #1 OPAS
(22q12.1-13.1) % , 2 7 OPAl 5 OPA3 i 5 B H %
HARMKE A EE, ADOA R AR ZFH X HH £ U
OPAl EERE H £, WK LM ADOA Bt S Bty &
— A EE—RUFFE OPAL, K% W 5| R L o B 4%
HEBRBHAEER, AE#IT WES X WCS JF .

3.6 XAEBSHEHRBEANBERR

3.6.1 FHEMBHERBEAFAERLHIERE A
KB EHEFEEN MW ER L (familial exudative
vitreoretinopathy , FEVR) 2 — ## & I W & & H 3 B K
PR BK R, o Criswick 7 F 1969 £ ¥ &k ##, B
HE NS EEA N RATR £ R ERX M, FEVR # &
ZB XBRFTESIHARLAR RFHREFDLEFOAE
MEBEHWEEHZ —, FEVRIG KEXNE S HKE, B X
AARANWNELEERFTARE EXZRAENY
MHBERE. REFEFL LT FEVR 44 3 #:1
BERAARERERELHELREE;2 B HHH
BCEEE AANNBEAF AN ERFEBEL K3 #
HTRBERAEN T EDEHALATR £ FHMERHF
AU FEEAMERE, FEVR j 5 &= LW %
FH#TENDH, —F#REXAEMN, TERHNAET
FEVREHZF AR e REAEREAE. E4RER
& FFA REKRETRAD U o

3.6.2 FEVR thitfe4n FEVR EA®mERERR
M AEELZL HBRETFR TN LREHRER
BEFREGARERER X MEgREt AP dy
BHEFTRIRBHNEREKREREAERERNRAE N,
B AT 4% ¥ B0% & H & LRP5 FZD4 [ TSPANI2 |
NDP ZNF408 %o KIF11 B L R EFWH 4 HEE %
5 Wnt/Norrin 5 BB RS RA MNTAERAWELZ
ARTERYXEEEHR A, Robitaille £7 £
FEVR #ZNk@ B RAFRAT KIFI] £EERXE,
HENMAERERFFHERANRARE -FH R,
3.6.3 FEVR XFEHRMHxER ELRFE M FEVR
RHH#ATEAERFE T LIHNE 40% XL B ME
Bx™, EMFEVR B S Bty — % R @3 NGS #
T4 LR E Y panel I FHE, RBLME REH
MAHBRBRAELE R, ZETH#T WES 3 WGS 3l 7,
3. #N 5K

3371 AAMERBEE NBREHAETHEHN
AAFEERERAELEEMN, FERERALFE S
EREMFE, CAENMXEEMAMLT 4923 F
Tp22.1 b ERFEEH AL TP EEE MR
PR REMWE K E S F 4% A 1E (congenital cranial
dysinnervation disorders, CCDDs) & — 4 & A ¥ i # £
Bl RHEURBSNNALRERYE FRMER,
WAL R SN AL 2 4 % 1L 4 4 1E ( congenital fibrosis of
extraocular muscles, CFEOM ) . Duane i X & & % & 4E
( Duane retraction syndrome, DRS) &, CFEOM % /> 4,
FEISMEARXBNEAEALRNTA, AW
CFEOM 5 K %L & 1A & , 4 5 CFEOM # 90% , Ii5 K
EAARBRELTFATHEAL . LEFEIFE X LERT
EFXRELEHUAREREEGES S, WA BHLA
BRAEROBEATEMN, DRS T E XA N R4 B
TREAHARMAANAHTR BERAEHBRE N R
e R

3.7.2 AWM EMHEE E KIRZIAZEHRE S
CFEOMI1A %2 CFEOM3B # x ,PHOX2A( & ARIX) & &
X4 5 CFEOM2 # % ,TUBB3 £ H % % 5§ CFEOM3A
#n CFEOMIB 4 % ,TUBB2 # W £ % 5§ CFEOM3A #
A LM E W CFEOM3 B4 X%, DRS h# } & §
WA, 2@ DRS1 & 4 & 77% ,DRS2 & 4 5 8% ,DRS3
A E15%, RAW CHNI ZFHREK 5 DRS2 & #41
HAxHH,EDRSI AR 3 AHXWHEBFEAEIARA, R
A5 DRS1 & A x th X L & 4L F 8q13,
3.8 ARMEIXUERRKEN

3.8.1 ARMBHAUBRRETHNBERFEL £XHK
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MRROEGEEEH(BF AHAERE3~6 A W)
HAWE g TR AVENBREREY, BoRK
ARRROARAERUBELAERRERRLILAR
REY,T% ~30% 8 B B A Rkt &, 5% 90%
AXBEEYREE, XL 0% HEREEEREE,
3.8.2 ARBEBRAMHBRKETNEARE HWAX
RAINERREBRRETHX OB REECE, L9
53 hENZHREREFAXNRRER N
MANBA™ | NYSI # B R F X % % 1k q26-q27, FRMD7
EEAEREFEZERRER X ZARE,
3.9 ReKmE&t
AANBRBEEARAEREIBRE AL
(blepharophimosis, ptosis and epicanthus inversus, BPES) |
ERZRAHN LB TE NBEURR A AMER, B
IREAEA,BPES B H W REKXF ;- ¥, BPES £ E iy
FOXL2 #AREFH™
310 ERMEXRKEFLR
3101 FRAMARUFALBRHBERRFE EFELAHKE
% X ¥ #F ¥ R (primary congenital glaucoma, PCG)
(OMIM:231300) B THE BB A F % B EE AL H
ERRERBEBALAY WEFAHEBATER
REFE ,EMRRTHFH A, H40% W EREF L
REZFWEHBAFLRELZA,
3.10.2 PCG thim A4 PCC DL 36 kiais
R AN, EMEPWEBEEA 2 A, 28 %
CYPIBI 72 LTBP2, TEK X E R X btk 45l R ¥ % &
B4 # 1% PCG,
3.10.3 PCCWAREBMKXE K  Sanger | F AN #
BHERRERADRF BNk RE, 8 qPCR
MIPA B A FBEBEN/ SR KT, ¥ 36 hBHER
BERBAEENBRNIRG H:CYPIBl R LK H B
RECYPIBl BN/ k RE —LTBP2 £ %
BHBRESLTBP2 ERFEN/ SR RE ;B L EHKE
MRERAFNAMN TEK ZHEE, kRN RE A
ey AR BRAESER, KE T #4T WES 5 WGS
F o
311 £RMANE
311.1 XM AARNERRE SAMEAAER
HEHMANEHNEOFERELEHBANEANE, &
RAMEEAABETERA LG EGNE, T HLEH R
A5 RERYE
311.2 £RAMEABRNREHE HIBHEXRYE
BNEEXFERERFEE REERCF T L6
BEEEE(E T6% ~89% ) ¥ ek bdi (4

& 7% ) RALE YA (5 2% ~10% )7, HAE 4
By Bom 2 B A 1t 30 AT

3.11.3 ARMANEHERAMAELR £XMa
WEEZWRERNTAE. (D EXEIFENF %
WHMBOA LA AR M AARRFEARE T L
BRAR KEAN DB MAXEENELRABRER, T
% # Cat-Map ¥ 1 % (http://cat-map. wusil. edu/) ;
QIENERAMEaNENREREERK, TAAE
BRAELBAHABERRELE , X XEHZTRKA WES %
WGS ol 5 o

3.12 HAEREEAE

3.12.1 HWBEEAEBNIERSE S H A LA K
4} 4 J, & ( retinoblastoma, RB) 8 & % % % 1/15 000 ~
20000, EH kA £ 7Y, ABEZRBES N
WA RER, R BALFRECTHRETRXIAR
WERREN SERE, B8,

3.12.2 RBWHEEHEE 6% WRBEF Y &k
DHEE 9% HHRFH . EEREHFSHANBRER
R OAERNAHI0% HARBMRENR, ERFA
TEANMGER Y  FRERNEZSHEBRER, K
B EAREREETFARABE @R,

3.12.3 RBWHEEREXME RB WEHA K RBI
BYTHmERE T 3eEk 13914, — 3t RBI £ {1 # K
] Bt 6k X 2 & % B 5% RB, 1971 4, Knudson'*' 42 #f
TREARTBU BE - KREFRELX AT AR T
e ARG REREE S RAEAREL
ETHRBERF TR ENR4E; EXEERB2 X
REBRETUWES M. 4, RB1 % E 5| &£ 3
# 1K % & ( chromosome instability, CIN) 77 & % £ 1
EERHAXTHERBEF ZREA MY LEL BT
EHANERZ " B RBI ZEMELS, S8
BB SRR ERYL R X H AR (comparative
genomic hybridization, CGH) if 52 # M X K W & £ s &
%55 RBHAAE™ 44 R E 4 6q22.3 8y DEK fo
E2F3 # W & 4K 1q32. 1 W KIF14 f2 MDM4 # & |
S5 £k 2p24.3 ) MYCN 3 . % 6 4k 13¢32 8 miR-
17 ~92cluster ¥ T 5 B & & %} € 1k 16921 #y CDHII
HAEWB K EEE,

3.12.4 RBWHAEAMXE L —RMFHE RB
TUHE T0O% ~75% 49 RB B %, 24 8% ~16% %
PORABBAN Sk, —RAUFBRMARTUER
qPCR MLIPA A HH AN HEFI RN T AL, &
A LR AR A B E L E LR T # 4T WES 5
WGS i 51
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3.13 Leber £ X 28§

3.13.1 Leber 4 X 28  Leber £ X B % ( Leber
congenital amaurosis, LCA) &2 —f# " E X F W H & #
MABERF ALENARSIBERTANAETEY
A, THARREH.Z8EA. & L%, ERC
AREFFERATERK, LCAHWREKRAE
AERM, FE-EHERE-RAMEETT,
3.13.2 ICAWRAEBME HN#HZ2 NEES
LCA XX, REEHAEEHNEARA SIS E,
BEMBATODHH, SR LCA BERNE REHKRE
MEE IBEE NG eREREE, BFAHF
% Wty %% 2 ® # CEP290 .GUCY2D # CRBI, 4 3| &
15% .12% . 10% ), TR N £ MW A H LR E T
CRBI .GUCY2D #2 RPGRIPI 2% W8 & 5% £ B , 4 5|
b 23% \14% 7 10% 7,

3.13.3 LCAHEEMRMXE L LCAWHEAERN
FETHB(DEEERERAF R HHEL A L
RLCAERAEFARAATHEAREE , REHN LW
XEFWBEEERRRE . Q) BEANAZERMA T
KEMEAABH BN EETH KM FRMN TR
BGEEAERHFBRRERADIAFBEN/BXRE, A
qPCR 3 MIPA Rl A F BRFEN/ B X R K, 3) T
ERXEBRMUFAEY EHT KA WES & WGS Jl fr
7o

3.14 THREEE

3141 TR EBEEWBERASE T R%EBEE
( choroideremia, CHM) & — f X % 4 fa M 46 AL W i
ERARBE, UHTH LR XA 40 .RPE R K &
BEELEERENHLE, B XHRE CHM i £
#1/50000 ~ 100000 X B M E R AR FRAER
B, BHEAF  LEHTTHARE MEHARTH
BAMEGER  FEEREREEAFORAL THRM
ERFE, RERTLS ZHRERELR RN K
# RPE %4,

3.14.2 CHM 44 5 CHM E B EE Y CHM
EE, E%Te REP-1 E s 5 A ER#tE",
By CHM £ H RE A 200 2 f, hEhfER
M EE T, A85%W CHM R EEE A N/ 4 LR
T HERE NFBRER DR BREANRDMEANR X,
H20HEEAREAARBRBERAFBENE
257, Bk R A RABAE G Sanger M F A A .
3.3 CHM W EBERM X EER HTETHEH
Sanger U F 3t CHM #H ¥ 15 NP E F RIS E F-K
SFHEARHTMNF ARARELEZTH — 5 H

MLPA 5 qPCR &l A H B XA, LR BWEL RN
M # 7% A WES 5 WGS Ml F ¥ %,

3.15 ARBEBRE

3.15.1 ARBHEHENERAFE X HE4RER
4 40 W i 2 &l JE ( X-linked retinoschisis, XLRS) £ — #F
MABEFRTR AR BAXBRRELAEREN
1/5000 ~20 000" B W ERATHE KB, FHA
FLEHTTHARS TR, ERITHRAREZ R
K, 5% EHWMAAH K 0.15~0.30, XLRS # #2 & 1§
EHTEOEFAREFA R (ERGR)MALAN
EHEH, ANBEBRIEAATUNBREG4%E,
OCTHETHEHHNELE, XLRS E# ERG 2 1 &
BHoWakRBEEFLBETHR,D KIKREARLTH,
XLRS T H A BAE LA NERSE, WEALHL T B,
3.15.2 XLRS Wy 4% & XLRS % £ B 4 RSI
EH FEEANRNEARZBEAR X R B P RE,
H % 75 ¢ retinoschisin & & 5 40 L 5 Mt Fr 4w A 1) e AR
EEREX EEBRARABEEHA NG TESTE
REZHEA™ ., B RARI RANHMXERA
200 4 M, EFABINHERNBXER, HEER %
AEEEXRE NFBEEAEANAFEELC,
3153 XIRS W EERAMXEL HEATHEH
Sanger Il F 3t RSI XFHH 6 M EFRABEF-H &
FHEARAAMNF , AXAXF#%T# — 5 A MLPA
RKPCRAMARBER, LRRWNERAMNESL
o % A WES & WGS Wl F 77 %o

4 RBEFEERUNENX

R ERRANEXETSHREERRET
EXRTHENRERA BEBRRELLEXE, AR
BHEUR ERRRAERITARARNG, F##E
AEEARNA LR FERARLREAEZNBARR
X (1) HhBy A RS, R AR RRF;(2) T Ak
FHERHFORARE HERLRMATHXF
ok B B A TR F RE RIS R BT e
M) U AN ERTRECEAPATRS BEAEX
RE; () BEATRABSSHAZEARENER
BT

Bl FHUBROARSEMHLAA . CHRE BRHES
HAELEEMEFHELR
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