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. UNMEEREM (retinitis pigmentosa, RP) R—METHAMBERTHE, &%
CEMANRE. ABNRREIRE. RP R —ERESERFMRERREIEGER, B
EATFRESHRNER, FHRP LANEREFH LT, BNER 17 MHERS|
 REREERBIRA RP (adRP), HH5 MEESSHA MRNA (pre-mRNA) M3
R, 845 4 Ttk mRNA f1 T F PRPF8, PRPF31. PRPF3 X B SNRNP200 #1
PIM1 4SS RPO, XUEHIZE RN, pre-mRNA MBI RBRIAZE RP RESH S HE
BRI AXBLT AP B REERFR, FERDRT pro-mANA HIBBKIE
RP 4 FHL SR — S B A AT S A9

PR G RAL Y (retinitis pigmentosa, RP) B— KA WAB GNP BAEERR, BF
BERIRER T, BT 40 MARMEN RPBURER T RET -2 H TRENE
B, BRARMNN S MEETE mRNA (pre-mRNA) MBYHAXEE . 7E RP B H 8 BH 5T
Hr, AfITAIRE] pre-mRNA BIUIRFETE R R A B (ad) RPHHEZEH SHIEH EEM#AL,
R B L8 AT 1% pre-mRNA BYYIX —BAMAY 2 A BE T EFEEMINR, BET, AMZEKS
BRI EERFERAJTHE: OadRP XK pre-mRNA B Y1 H (adRP-BHRT) LR
TN T pre-mRNA BYUIZHAEH; QX2 HRKNEEER N TREREHEIE T R MER
A, HTHEKRIREREEL, REXBEIH, Fit, HHREREBKTMIT. HXERRK
BB R R ESR AMTIMEST AR ANG T I, XA RLERKLH BENREE S

— . RP WBUW 2 R B 57 3 e

ML KA, (retinitis pigmentosa, RP) B—4H AFFTH K288 ( photoreceptors, PRs)
A MR L 24/ (retinal pigment epithelium, RPE) ZhEETER Kyt RIR I A4 MK
R . RP BERIANKE . HHERNREFHRR, HFEEERPORS . RPHERRE,
TERRSE KR H N 173 500 ~1/4 000, 4 180 JTEE, WiZEH E RP MEREEEHA 171000, H
REWREERBREZTNWEENEERE, BHREEN TSR ABPRE —UBERRK.
BRI ER “+ 25" MRIBEREL “SFEYE. 8. TARSHEE TESERN B
B S SEREEMIO M, Hit, FREA RP MBHMEREHI, R RP NERKHLH, FREN



BIEYT kR B Bn R M ER, SRR EERTE,

Bl RP BA BERBEME, AURANERECAKBHE (adRP) . HHREAKERH (autoso-
mal recessive retinitis pigmentosa, arRP) . #E#%# (X-linked retinitis pigmentosa, XLPR) i#if&, 54
BAEBRDEA U RA I NEF KRR ARG, BN 1989 £33 SRAKKE LHETHE -5
RP G BEEAL R, T 1990 ELEZM AL EH S —A adRP M H——rhodopsin B:H LK,
ZHERH 484 RP XA AHHE, HP adRP HXMA 174 (F1-1), 2ERNCHRE;
arRP XA & 37 4, A 34 N AP RE; XLPR XM A6 4, H2 M EREEER, Hb, &M
LW EEA N — S RPEEREAKBH RP (adRP) KAMTLSERAEMSNT, ST —N
B RP # 8 5X RP33, M5, TATHIAH AR RP33 X AL T SNRNP200 BH, —4
pre-mRNA BY¥EE R, IR BT A adRP HE ZHWFHLH o

RP Z R MR R LT AT ALEMAARE, 77X RP HCEE > I =F KR, H—Fh
RERNERMBEBLARSRE AR ERARYRABBUORWER, XSRS M
ELEEMHEAT ZREAMASREAEAMBEENNZHALURENER; FEMARNE
B ZREATE2FLZHAA D, EHUUZREMNEBCARMIIE, BE—MEBNERLE
HRXAMTBEREROXR L BA TS AKRR, BEIA 10 # RP HXEEE FXRERE, &
B X538 arRP i) MERTK 2N, 53 XLRP i) RPGR #1 RP2 3P, 53 adRP & RP9. TOPORS Hl
IMPDH BRI K 4 #H{#& mRNA B{EIEFEE (F1-1),

& 1-1 adRP RyES R3S R EE

Jefafks R AR EHR AKX N 2R
1 RP18 1pl13.3 PRPF3
I SEMA4A 1q22 SEMAAB
2 RP33 2cen-ql2. 1 SNRNP200
3 RPA 3g22. 1 RHO
6 GUCA1B 6p21. 1 GUCA1B
6 RP7 6p21.2 RDS
7 RP9 7pl4. 3 PAP1
7 RP10 7q32. 1 IMPDHI
8 RP1 8ql12. 1 RP1
9 RP31 9p22-pl3 TOPORS
11 ROMI 11q12.3 ROMI
14 RP27 14q11.2 NRL
17 RP13 17p13.3 PRPF8
17 RP17 17¢23.2 CA4
17 RP30 17q25. 3 FSCN2
19 CRX 19q13. 32 CRX
19 RP11 19q13. 42 PRPF31

. KRR pre-mRNA BYHEAH AL H



F1E MEBERTEREH BB ROFER

.. pre-mRNA BYREGRFE 5] & RP B4 F Al

(—) pre-mRNA BY#:5f 5RO Fridt B

BERFMARERASH T BR, 90% HERNTENEEERS, XITIBREERNER
AT GBS AR E A RAREARKZFIER . EAiA mRNA (pre-mRNA) B4R EEHK
F—F, B—THETHHNY RS FHEENERE, pre-mRNA By Y172 th BY#4K (spliceosome)
ALSE R, MBIYIAEE T/ MVEBEZER (snRNAs) UL, U2, U4, U6, US FIF {2y 80 Fhiftfk
RFHARER, 7EBEGI RS suRNAs BRI SMEH LA T RS FRIRA . M. BEF. &
B, UEARKNILESFEES, AR Ul SAST S'WIIMHEHESE, &5
U2 PAAE TR XA, TR RBI IR SRk, AR5 U4/U6 1 US 454K U4/U6-
U5 =k (ti-snRNP) F456 5" MY 1A, BRARRRBNI IR &K, #1405 RATHE
mRNAA 2 mRNA fFedt, XS, — 8 U4/U6 snRNAs —SRIKEIBEZE DGR TRV A
BRNAERLTE, HENZEESEEABIEN— RS BPMEEE, U4/U6 HIRIEREE T —
# U2/U6 G HHIER, M U2/U6 BEEXRIELF OB —NEREHRBS. BIHS, U2/U6 bf
EWHASRBETIERE, U4/U6 BEES5H—RTEIRE

B —NRHBISHS TSR, BRVERN AR MMELSE, NS TRVIRERR
HHARP LI F R TER . BRTRERSIIBRBHALER, SAFRORLERP H,
JTEZFRAAR tri-snRNP [N T HREE (L5 | RS0 W AR L 40 B i AR 4

(=) U4/U6. U5 tri-snRNP #1 RP

adRP FH Y pre-mRNA By 5405 SNRNP200, PRPF8. PRPF3 [l & PRPF31, X 4 fh
=Y 2MET U4/U6. US tri-snRNP =RKMARB S (B 1-1), 1o, B—4 adRP B A
PAP1 #[H 5 PRPF3 258 JF X 8y A A E A, EHiti S ti-snRNP = RAB L E RN, X

1-1  U4/U5. U6 snRNP =BB&RER RS, #
B 16 ~EBQ#M U4, U5 #1 U6 3 4~/ RNA Er, #Fsk
A BH adRP AREEKRTHES (54)



BB RER T — R pre-mRNA BYEEGRIGE| & RP BURHLE . MATZENERBIIAY, B
B FE R adRP HATEEIA B B F snRNP = RIKMARBRIEIHN. A, ZHAABR
i\, PRPFS {28745 &3l BN Br2p 5 US snRNP Ky%5 4 3F3t— BT snRNP ZRIKMRAE T F
B RP, 5ix— AN —B0R R —EHEIN Y, BiEH Prp8p MRAEHISH T Prp8p C K5 Bri2p
FHESE, Fit, ZGEGIER T PrpSp & C AR5 H B #IE Br2p KBIH RNA ffhe, Bt
PRPFS ({38t S MMIETIAE . BRRIEER BRI S5 A REBX T, AdXRREK
RELERAT RP &5 LR T EASOS 0K, TARRERNMERT snRNP ZRIKK
REBBE

(=) SNRNP200 EFE#%H U4/U6 MRt 2 RP REMEES TR/

RATIZE BT ROBIEE b B 238 33 0 — N R R R AT B E BT — 4 adRP i i——RP33, &
RifEQefatk 2cen-ql2. 1 K, EEMEMT, BOKRBPHFEEE—9.46 MB KKK, FH 5 Mg
PERPH, Hh SEMA4C, CNGA3 #1 HNKIST B # AT HERY (M 1-2), fiF RP33 fi Ay US
snRNP %K 5L 4 SNRNP200 45#5— A Bi 4 2136 NMEEMAST FARM hBn2 HH, ZEHEE 2
A DExD/H ATP B§ThftiR, SATHEERZIG XA —> SEC63 ThkiR (1 1-3), 7E pre-mRNA BY#%
AR hBr2 RO B PRSI . ZEH SRR, /A2 hBr2 BA KRR Br2p &
%) U4/U6 (MEE L RIS A kA BB LT M, Br2 BIAKEES S U4/U6 MIfE, X—
& M E DExD/H ATP B§TIAEst. HIVREES 51F% RNA KEIITIAE, GIELSE RNA, ATP ByK
%, RNA Wi, RIEt U4/U6 MR IR = ZE 4 1 1 SEC63 e S5, Bm2p & U4/U6. US
tri-snRNPs ZRIKMBOERR S, HEENEMNS B EETHET S, ERA ATP B
Bt [ AR, Br2p 22| GTP B Snulldp, ZELAKE Prp8p B T5, T Prp8p 7£ U4/U6-US
snRNP gz Rko

1 F hBr2 534 adRP A MBI R AE = RIKZ AIAYBR R, BATILE#E SNRNP200 4§35 RP33
f—AMBE, RITRIT WA RP33 Z4 adRP KRN LR p. S1087L, BT hBr2 Hy5E

D N o
= g} N T N
N — N o N
?f-; | Cdr) o iy D2S markers
!
T — T REKI Chronoon
[ | | | i | [
80 84 88 92 96 100 104 Mb
Rp33 \
[ Rp33 interval Zhao et al.2006 ]
(95.5Mb) (104.9Mb)
SEMA4C CNGA3 HNKIST Excluded genes
(96.8 Mb) (98.3Mb) (100.3Mb) Zhao et al.2006
ADRA2B
(96.1 Mb)
l SNRNP 200

1-2 2 Bk RP33 L ARYEL (2006 4£) 1 SNRNP200 XERIAEHE (2009 &)
4 PR S, SNRNP200 S BHERI % RP33 B EE
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A

Exon 1 Exon 25 Exon 45

H—+—H—HHHH—HH D svewvez00
e

3.260C—~T 3,269G—>T

S1087L R1090L
e ———— —— IR
DExD/H box ATPase Secc63 DExD/H box ATPase Sec63

Hel30814 % [X.
B ‘
|

T596

R592

| el

W599

T / >

R1090L S1097L

AR

Sec63 (hBrr2)

B 1-3 A SNRNP200 g2 AREERE (L) #hBr2 REWARE (FH)o 2 M REN
EEEAITFE 1 4 Sec63 ThkiFh (4f), B. hBrr2 MAFA Sec63 LhfkiH 5 Hel308 AR ER
HMME (K &) & EE M, HoB08 & & i T59 71 W500 (RESEREM) N
SNRNP200 ZE sy RP S35 fr B S1087L #1 R1090L, A REEHERME (KEBEH, o
U4/UB) hAEEENER

1 4> SEC63 Zhigss, (& 1-3), HiZFEER: Bn2p & A KB AEEHERITH A S1087 WEREEHR
WAL N1104 ERIAE T — N SRMEEHEEAERK “WR” 8K, —15IURGESE RFIED
BER T B MRS SC B X, (B 1-3) o BERE Bri2p-N1104L 738 fifF U4/U6-US suRNP B4
k%, [HRR W U4/U6 Kiffhe, Bt BRITHERZR p. SI1087 B— M ARBELKRE,
Al B 33 SNRP200 J2&—4> adRP AHCHIRTK mRNA BY3E3M , SRS —ABI5EH, SNRNP200 HH
— ML p. RIOOL B FE T adRP (& 1-3), BRIVERSFHERR, EREFRF
AR U4/U06-US snRNP H SR I4i%, (HREFHS T U4/U6 KR, Hilk, RANMSREH -1
adRP FHli . SNRNP200 4Kk U4/U6 DUR eft fE DI RESRBG, BUB A B BV EH M X adRP
HERMER, ZOHURKPH—IEERE.

=. RP B ERE )&

Hth 442 5 3RIEH) pre-mRNA B T 22748 R 5[ adRP, XUt Af148HE TIHEEE R (loss-of-
function) ERINAEFKFS (gain-of-function) fRiK., X FINREE KRR, wi-snRNP MRS A
FIEARERRASSBBOLMMER, XWHEEH TXEHLTEER T RNEARENED
BB R, AR (MELFELHFB adRP) ., Hli0, Bt 40 4~ PRPF31 RAH I
H, HPRMSEREMNL EFEET (PTC), HFAREILENFHEE (NMD) B2, HR



SRAFENIEMNERE, 5, % PRPF31 XERFRARTELINE, FIEERBRERIERFAEER
Fik, XRTFRFENBEREMBERZR, HAHZTMALRNHEFZM RNA It THERHER,
Bl AT 5% A6 ADRP 278 Prpf31 (Prpf317°°7") Fl Prpf31 7" EF (heterozygous) %
R/ FEEHT TR, BRAEERS ARHEAMER EERROLAMR, AXERERMEH
ARl ADRP SR MBI, REMMKEFEMST (homozygous) REAMERERERSGIE /NI
BRFET, MR, #¢& T8 RHO +/ - REEIRABMUKFHIELR, KRBAMBRAEE, 88RX
BRI, TRRRBRT BRSAXAMBEENESR, RiH T &/ BEEREBER
ADRP, AfTKZETHMERBRREBMH#E LR, —MREEENE, PrpB1™" * BAMR
HREHMEHR, XTEERRAR Prpf3l A B EAANFHH R k2 7 PRI %
B, s, BUBRIRRYERIIXY KBt ADRP 2H, 5|2 SNRNP200 EH R , X FIhakik
AL, AF wi-snRNP R T BERACR B8, MEHAREEFMMBRT, HiRMITE mRNA, 55 —FhEK
b, RIS SRT R A2 U4/U6. UStri-snRNP R EFH T REEEK
R&E, MXEREBEOXICEZFSRBEN,

B2
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