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Abstract

¢ Splicing factors (SFs) are a type of protein that serves
as an integral component of the dynamic spliceosome
complex. The spliceosome, similar to “scissors”, has the
ability to accurately process precursor RNA (pre-mRNA)
in eukaryotes and generate a diverse range of mRNA
sequences. This process is important for gene regulation
and protein expression. Pre- mRNA processing factor 31
(PRPF31) is a widely expressed SFs in various biological
tissues. However, mutations in PRPF31 are specifically
linked to the development of autosomal dominant retinitis
pigmentosa (adRP), known as PRPF31-RP. Currently, the
pathogenesis of PRPF31-RP is still unclear. This article
reviews the research progress on the
mechanism of PRPF31 in the development of adRP and the
progress in PRPF31-RP treatment from the perspective of
tissue damage and impairment of biological processes
caused by PRPF31 mutation or deletion, in order to
provide new ideas on the pathogenesis and treatment of
PRPF31-RP.
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A0 R B, 2 A8 1 (retinitis pigmentosa, RP) & —Fh
DL LS 8857 75 4 B 0 A0 I 5 €5 3R - BZ (retinal pigment
epithelium, RPE) 20 ] #5471 45 £ FIBE T2 AR 14 352 4
BRI . RP AR AR S 7 RE R R T 3
2K, BEA I 18] AL, A0 3t 2R R 8 2 R R B v e LR
AR IR UG 7 B R F R ) B ST s B IR B R DO,
B« B EPIR R TUE ", AR (K 7828k
B P9, RP A JBO SR AE 1/2 000 F1] 1/3 500 Z i) 24
BEFETHEMNE WEHFE RP Wit FUE R E R,
Horp 2 S A 45 Yo K 1R 384% (adRP) | % €0 14
AL (arRP) |, X FEBIE L (XLRP ) DL K A>3 (1 Lok A R
N, 25 ik, BHE T2/ 86 MENKRAL Y
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RP F15¢, JFCL 4R T3 3 100 528 i T RP &M%
e HLJE 3™ l— BRI B RS R S

DNA Z85d % 5  RNA 57 52 21| B 2%, 3% A48 i & 1 i 49
T AV EFFI RSN E TS5 ET E L H L
TR G FE A B 5 JE DR R DNA 55 5 BT {5 fF RNA (pre -
mRNA) , pre-mRNA H1 [ N & 175 #8555 LUE 580 1Y
mRNA, RNA BYH27E L BRIN & TR B A it # b A
SR, RNA BY 425 40 5 W9 28 05 42 35 08 21 1k 5Y 42
(constitutive splicing ) F1 3% £ 1% 57 # ( alternative splicing,
AS) ., ANAIBY S RNA By 82 () —Fh 36 A0y X, A 7%
SEHAN H A — B mRNA, AS SUFR ] AR 5§ $2 | 0245 38 i
AN B H2 77 2K (B B[R] 49 85 2 67 s 46 ) X pre -
mRNA #4785 42 )5 7 A AR mRNA SRR L 7, T
SEHLER BT AL BE TR AR IR B A i TR KR
AR S BOR Rl (i 2 ) 8712 ] F (splicing factors,
SFs) & —FhEE T, R B IR s B E SR —& 3. 57
PR %/ RNA (snRNA, U1, U2 U4, U5 U6 %) flZ
200 ZFhiE BT T Sh AL AL, /&R pre—mRNA fY BT 42
ORI AL Y 4 S P R R B AR BB
JI7—RE KEHEH N T, pre—mRNA WA ER A, T £
Flt mRNA JF 51, 754 13 i EL A AN [R) AR 27 T Re 1Y) 28 1
SR, S5 280 EmEd,

AS H 55 1K (spliceosome ) #E 1L 5E AL, AS & A= 1
LR B R o pre — mRNA BY 4% L F 31 ( pre - mRNA
processing factor 31, PRPF31) ZEAL R ZH 4 32 ik T
Z: 5 AS H{F ., PRPF31 272 % F 8 adRP, FR 4 PRPF31-
RP, PRPF31 BRI Yl 19q13.42 I, Gt i BE LR~
& A 499 A HE A PRPF3T H A, PRPF31 &
U4/U6 - U5 tri—snRNPs fY 2H % ARG & P A0 SC B 2 1, AR
MO 22 UK 7E mRNA A9 BY £ 1 B b & OB AE Y
PRPF31 [ T GRS BT 1A 2 5 RNA 3§45 5M A Rl it 2

Pre-mRNA

mRNA
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EAMAT FER
P AR 1 IR

ST AN s A g R L B A AR S SFs JE [N 8 AR
ERE LT T (RHO ) FE R 28 48 J5 53 PRPF31-RP W4
THREWJERE"  HAT PRPF31-RP (9 &AL 1% R i
Wi, A<SCA PRPF31 28 725 B e 2 804 20 H A W) o 5
ZAR A BEXT PRPF31 7E adRP & A & B4y T ML K i% 9
BITHIWF T b SR — 253k, LAUIh PRPF31-RP B & Jk AL
il 55 Bl I A BIF 5T 4R A 114 S B
1 PRPF31 XM EA B R HE NG

W58 A bS5 i R W (Prp31) Y BE T
(Prpf31 )0 U B Prpf31 )1 AL RO 2K RS B
(PRPF31) 'S 450k 5% PRPF31-RP B AL, BF5E
B PRPF31 AT LA it 495 o 2 R AR08 89 122 1R & A 1R 1
FEC Tz R B AW AH 40 Y ( retinal progenitor cells,
RPCs) 41k 57716 O B & 40 M oh B & & ROt %
S R KA RPE FWESEM ME A S E R
I ER R Y R (E 1)
1.1 PRPF31 {81 RPCs I 51EE 15 HE sh W i I fiEE
RHE— MY E 2 H S S i i A8 63X it 2 b RPCs
Se Pl Y KA B B S RPCs FF4R1E Hi 40
TR 019 e — sy B B WU 204k R 6 25 B ph 4
JGAT Miiller Ji& 5 40 M Fh 0l L3 R 41 5 2 15 RPCs
TE B R 20 B B 5% T RPCs 19404k 45 77 16 Ko M i % &

TE AN b R AT 4 B DA AL 07 0k 26 WA | SFs 1 BG4
SRS 22 BRI Prpf31
VR 225 S YT RR VR T 4 2 A DNA 4% 53 ( DNA
damage response, DDR) AHICHEP (1) A] A8 B FN A8 | T
B &5 RPCs A 2250 2R 1 DDR 9 ji &
SN SRR 45 B AE MO J5 E S B0 DNA 51453 14 347 FR
ST p53 5 T il - T B MR T B ZAIESE Prpf31 X T
Y RPCs 19 A TR 35 L L R AF G A nl > b5
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Nazlamova 25 7E PRPF31 58 48 40 il & rhth & I  rp
LoRTN DDR 38 % 5L R () 22 5 55 4, 4 T PRPF31 2748 4
I = Bl B R A R O AR, T BOR 22y M R 2
515 DNA $5i473, 177 DDR #HICHE N Y 25 57 85 2 A2 ik 2k
YA DDR ARG AbR &, N & DDR 342 Bt b 1
Ko FIRPEBESEHB 4 PRPF3 Bk sl R AE & S 850G
22 5y AR S FE PR 1) 25 55 55 422 08 1T 52 % 2 A2 , 15 Pellacani
SEPUPESEAE b A S A Prp3] H AR EE 4
R YRR R R Nde80 & A 1R 2 ] (1% A H.AE FH, Prp31
FEA 2257 4 R e 4 R AEAVE R o 45 A 2 SOxt
Prp31 #0451 2 1 A3 22 57 R b 2 B T BT H2 I 7 e 1
mRNA KM AT gt

DL LS5 AR UL PRPF31 142 m [a] 422 8 o A5 22 o0 54

I DDR R4, 7E RPCs WL 54715 b ANTT 2 (H 2R
I 2 4y 2400 W R A B )RR A LA L & M TR,
PRPF31 RAE W RP /2152 T Wi A BRI e [R] i 32
PR EOATRE N — BT, BRILZ 4, PRPF31 2878 B 4%
330 DDR FE [N 22 7 57 24 02 i TR 78 30 DNA #5405 i
1fi fil & DDR JE PR ) 22 53 85 B2 38 A7 78 il T Bk — 2R
ANBIE,
1.2 PRPF31 AR SFHRAMIREETRAES 6
JEAZ FRAE L5 4 M ANBE (outer segment, 0S) LT
(connecting cilium, CC) 1P B (inner segment, 1S), 0S
MRS EE R R GRS AT S 1 T, Dbk T RotiRZ
AR AN B B fE B (SO EE) FE b k& b sh iy
R,

Azizzadeh Pormehr 25020 F| JH A H P I 4b 48 1K
(HORFC) f4% PRPF31-RP 5 J5 % #& PRPF31 T i &
SEMA R I mRNA 2 &Gk Koot 5 (RHO |, GNATI
RP1) IR SZ #8545 ) (ROM1 ,FSCN2 ,CA4  SEMA4) Fl%%
ST (CRX) Mr S 3L I ek i/, Bl i 3 3k 20 BT 4
PR B 7 Sy 2 1) 22 S A0 1 - fif T ( DEUS ) FT % -0 B8 A6 T
&I PRPF31 2k 23 53 RHO . ROM1 ,FSCN2 . GNAT2
GNATT FE PR (4 B F2 485 5%, 00 90 JIE R S vk 3 PR 5 R BT 2 5
ez AR IR A O I Li T TE Prpf31 SEAEBE
ok & BOGH G S AH DG IE R A A5 R BT 422 U T B i T A
KB RO A A TSI, 2021 4R, Hebbar 451 7£
Prp31 &K 5878 i SR M AR TR v %2 B Prp31 2878 1Y B2 iy
HBLLER 2T R R R B0 28 0 0 0 AR R i
258 R A mRNA KIS RP A 56,

5 SR 8 45 A — R IR N AT REAE T sh i AU
[, SR 57 MR AR 2L sh 4, i AN 22 PR iR I L sh i, P o
AR D 45 76 Fn A= BRI e Aa WT A ()5 Ok ZE IR B2 Y
PR LT R RE J& 1 T PRPF31 22728 520 RHO Ay 1E 7 57
P, SRR AL I R, PRPF31 &8l ik 2k 2352 )
IR A8 & B OGRS AR SR B 4 f ok, S 2062
TRk, H E FR T 2 A7 5 i A I PR RO 20 e A2
A B BOR L AN TE M, I8 T B — 2P B0 E
1.3 PRPF31 X BZREBEFENELE 0S8 MIKE
SR RIHZ) 10% B A R EAEAMBERN G
BLRE T . JeAE 5 aE B B G B AR 1S A B A k)
B CC A EHFBH 2 0S LUIGERF i . ANEEE M
12 4 G W02 T BRCHAE P BEE ARl Rk Az 2 1 B

1934

AR FE

ST A HLH AL siRNA (1390 ] 38t 14 2% 0 % , PRPF31 #
WiE NS 50T B LY KA e 2 B 1 e e 2 R
K 1/3 BRI EE F5 A B0 161 T B0 ok J B #8 4F
LB SR ML EA5 Y . Buskin 45" & 3 PRPF31
ENL T I AR T, PRPF31 AR v R F 2T
Tl SEARATAE 22 S 04 | FEUE 52 33 BU 3[R f) i 10 B 48 15 7
F A RPE SRIG DI AZ 2547 BWI A 5, BRILZ Ah, 78
hTERT-RPE1 Z1fits & #£ 17 siRNA # & PRPF31 J5 Wi %< 5]
5 PRPF31-RP i35 RPE KM LF BFE ST 5 F A 1R
Efi . Nazlamova L0 B9 228 PRPF31 5878 3
BB R TGP A N BB B B IR B AR ES I 50 5 30 B
AT R TR B AT B SR ARSI BT B BT EERIOR L
W5 KSR SR BHUG . BRI Sh A 2
R P R R B RE AR BB 3 (TTLL3) X T4F BAs
(BRI RO 27 B ) /Y SRE b 2 ¢ 2 TTLL3 19
T FRIAT] LIk PRPF31 AN A B 5=,

X gE AR I PRPF31 2878 S 800 I R 45 1R Y %
HHELRAERGEVIMEC, HEA5IAA PRPF3L R
MR B B R e A A0 o] RE IR HA AR 85 1 B A 1R
HAbThaES S4B LA, 25 LAk, PRPF31 ¥
NIRZ BB LA (H PRPF31 X 4R E & A=A kst
D68 LA S 58 A8 A rpr 21 B R S P 2 1 4 1 6 2 el A 2
ST EIR AL,

1.4 PRPF31 25l MIR 1 B & T 2i1H#E RPE &L F b
Ihee MNP ETE BT RS, BRI AL )
HRVFZ 7 B EEE RR F 51T BRIt
JEREZ AR AT VR AR S SAXPOE e R R A Ak
Yok A RO B HA B FEAF B IVE R T 0S B8R A
B, REBEAL POS ARuAE KB 1L RPE 4 (1) 75 WA E
Pl B, 1 b M A A 2 B R e Ah,
RPE FEM 2 5 40 0 15 25 B LB A% RPE TR 33045 6 F1 POS
SR Z IR B AL B 0 Bt S R T A

Farkas "7 BF9E & B Prpf317~ 228 /N JE AR RPE
B AFIE B WERE T T R W B LT e fn gy
W52 PR 2 AV 4 1%, RPE 00 0 sk 980 6 45 IR A2 2% A0 15 10 86
R R 7E 285 B 06 3 a) o A7 B R F% . Hamieh 257" Fl Vanoni
AU BSIE T IX — 25 8 Buskin 25" 7E PRPF31-RP HY
RPE H & B4 A 26 B AH G IE R pre—-mRNA 55425245, 5245
RN 5 %% RPE £ B K A W 2 o B 7 W M &,
Shakhmantsir %”ﬂ TN ZE 40 i 1% 324 A i ke BE Prp31 Y
TS FEERCT SR PRPF31 & AR E R T
OGRS RTE

Zi Bk, PRPF31 EEH S 5 MM E R T R 48,
1M PRPF31 AR Bl 58 A8 25 T BUZ £ 48 52 1 #1717 52 ) —
RNV IIRE, (A& PRPF31 8748 S B 1K 15 it B2 5%
S T I 212 1R S BUA R R A B IHIZ RS
SEHH ARTE L THERAG
1.5 PRPF31 5 RPE ¥ 45T EAMEEMH
SURVF 20 I R 72 1 e [ AR | A5 455 At A DG 1 o B A
H:F1 RP™ o Graziotto %:34] KM% Prpf31+/7/J\EELE/‘J RPE
HERAT AR 1k, 78 RPE A Bruch JIE 22 ] B 90 3L K 47 &
B A AR A JCE TR DT B BB B T SFs A G
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RP )6 AZ 4 D BE R0 1T BE 24k & TR FE (%) RPE, B
J& Valdés—Sanchez % K BLS7E (1) Prpf31 2 (443 AR
PERERIIE X B ETE RPE 20 I A4 20 M 5 b | I [ A% 40
HaAZ H Prpf31 B F7KF . B AT WL Prpf31 28748 7] B[] B
FAT B A AR R RN, RS & B R T )
PRPF31 £ R4  HSPA4L fHR B G FE R S R R EY
o & R AR E P TR o LA B 4 L% . HSP70 &
FIN AT RESEIRYT PRPF31 5845 Ut SO0 ) S AR P4 19 B iR 7
&5, Georgiou SLST 3k #  SR JR Y RPE T 9 2 B
AT E R B4 2= R W, BR T mRNA Y4240, 7wl
VAR SR AL PR R YT S B N A A R 0 A O
B AN R AR A7 B T R, 8 RPE 40 b & A
A3 % S 0 IO ARV I SR A W ) 2 T R BR DT 5% i)
YT 7, 1B e X R A AR R A0 ) A ERAIL ) 171
A, WA S BTz R A HEE5 R R
EX

F UL AT UL, PRPF31 2848 2% S B8R H M 5 R 4R iF
T EE 22 P Ak SAL I T 5 21 RPE AR 47 9% 2%, {0 H i
RPE &/E U728 /2458 PRPF31-RP J5 & k2% | W Idsz 28 %
PUE AR L T RPE AR AFFEF I, B2, PRPF31 &
HZ 5N & B KA MR RPE 1945 Fh A= B E
X LR L X RS B S 28 G EE 2L PRPF31 %8748 23 52 i iX
S 1 ) R 7T 5 MO0 ) PR S T O I R A
2 PRPF31 5 RP

2001 4F ,PRPF31 1 R 2 N T adRP BYFEH
{2 PRPF31-RP A AF i A1 1™ 82 72 B2 25 K] PRPF31
RAFARASE ', PRPF31 5848 {3 i 3k A B AN JE A
B2 KA TR 6-10 S AN G FIX I, o HZE 7 fii 8 5
ShEFY RARR IR SO B BB A 2R
AR s ffiH mRNA (8 2E 1530 PRPF31 SR YIfe A 42,
BALHRFE R R BA N & PRPF31 28755 [ RP (19 £ 55
ST BR T S ECAE AR R S AMA R fiE 2 i T 45 R
PR 7= A S ) R 1 B 1 5 2 e 400 P B 1) 2 A e, BT B
SRR 2 AR A0 B SRR AN 1 e A A i R R A
T 38 2o D RE T2 2 RN Pk AV S e 1 2, IR N AMF Y
2] PRPF31 Ala216Pro B 225 1& 5 U4/U6 snRNP 4545 1)
BE S5  (HJE T LB 35 US snRNPs H A PRPF6 #H H.
YEH, X FE 2 T4 U4/U6 - US wi-snRNPs ) 1E % &
B b3k PRPF6 T LL#i PRPF31 Ala216Pro =k
R RN A R W AR AR SR RP Y IR A 5T
T LA R BN R AR 5% AR S ) AR 1 A ) R AR
SR PP I A A AR T B — 2D Y

BRI L, PRPF31 7% & = A8 #5415 & HAA K IR b
P, — SR IR w1 o5 — S S W B, WS
RIAY A= A FE D ) R IE K5 RP M4 R
SR PRPF31 A AT LAE 1 o 1 AR R A A3 R Y
B R M) PRPF31 Y 2636 K T 5 — s s A
TFAISE, . (1) 78 3 N4 14921 - 23 X 38 4 A7 76 Xt
PRPF31 % A f =X 7E FH A0 3% 58 5008 1 R 35 A A6 A
(eQTLs) ™ ;(2) PRPF31 Ay f 94 45 P CNOT3 3£ A,
T2 R 2 3 o 5 S A R AL ) P E PRPF31 2848 M g 1
FEABMEIL P (0T WIS & BL CNOT3 £k K5
JEAN B TC KT (3) PRPF3T 0 I 31 T HH 45 X 355 /8

TR EZ o/ (MSR1) 145 U % H 2 52 mi 9F 58 48 A
PRPF31 BYZEIL/KF,4 /> MSRI 45 D1 2B (ke kM RP &
JERARI R Y E AT — I 5T 2 B MSR1 45
DK RP AR SRR

IR B, PRPF31 2R3k 7K - 5 B e 8 15 K 7 AH
K HXFF PRPF31 3k Ay IR # I A 2 5 A 18 2 R -1 sk
YEHIR S5 5  PRPF31 ELA py BF 26 IR 1 18 42 e Hox e [ 7
SOt PRPF31 Fih AR M ATERE 07 2
LI UE 5 AF5E . B PRPF31 E I F i — IR A
WS NI PRPF31-RP 1 % 9k & K &% 5 ik AR 2 3t
9 S 1
3 PRPF31-RP BERIAITIER

H il PR F i okt % PRPF31-RP A SLKIE T 7,
AT AR TR 4 B . H OGR4 e &1 HSal Fn e i 1ot Je
A W, X ) Y SRS TR S Y kR H T
WA HSIRIT I, R R e 4 £ % A X RP
Bt AT RV T, (HL I 5 R W A R A IR RN
JT A 2R ALY RP HLAG 3 0 2 R E T, HAn, B XA
I7 BT T A e S IR YT, SRR YT 1T RE I8 Ao ik Dy
95 B TRAE A JR D S 1A 97 PRPF31-RP, fEFR KB MG
W, — B ANREET B PRY AN R B, (2 A0
TETT AL B R A BB B B R E A Y BRI L
FLRIT AN, 8 AT DA A LAl B4 o 2 AR 40 390 2 R il Bl A T 38
IENgS e
3.1 EEY 1  PRPF31-RP Y 3% & 5 HL I 2 BA% 1A 57
AN 4 T A RSN B IR Rk K 5 RP A R AT
%, R Y 3697 %08 I FEIR YT K, 2019 4,
Brydon %:54] i F 1% #H 5 9 7 ( adeno — associated virus R
AAV) S5 1 PRPF31 JEPIVGYT Tk XTRE H PRPF31 2848
BT 2 e T 40 M (iPSCs ) 4L B9 RPE 4 E 47497
Ji KB, PRPF31""—iPSC KI5 RPE 41L& A¥ I |
FERA SEEIIBESEA TGS, SO UHIEB LT AAV
By K A JT 7 % prpf31 - RP WG IT B A W B,
Rodrigues 55/ UESE AAV 415 19 3 KA YT AT LUA &00 35
& PRPF31 227455 R AL Z g A BB T Xi 25 Fl
AAV /51 CRISPR/ Cas9 Fi bR T 5 A& 28U 4
TEAS IR R AT A Prpf31 748 /N BRI | I 8 IR AE R
UEBT AAV A 519 PRPF31 R 548 78 e 1B 1k 18 /)N BB
AU T I L5 R RN T RE . AAV VBN —Fh BdE DNA
YH/INTEE , T e e M R AR e SR 2 H AT BH
FHIEATF 8RR B2 oh , Ak okt & — b AR A AT
WIS RIRTT 3R

HBARENXT PRPF31-RP 3 [K 5 18 (4 F 75 A1 X HAb IR
ST IS A 2 EAE R 4 BI6R YT T BoAT AR HA Ve 1Y )R
B (1) REY AR EH T8 B ER PRPF3L
RAFIR; (2) PRPF31-RP F 2 B B4 Il RPE, B A
I 1 e A ) X AR S TR B AR 1 S ) R (3) A
P HORIT G FE T REAS S KW RE | 30 S B 2 ) ] (1) 4
FEMTICER , BT 68 HAE A RP $2BERFIHME A ; (4) FEI 41
FETEVEAERIAE AR, A S e 3k | S i Rt , LG IR Y
Y B A FRR e MR T B — DI PR SE 6 58I
32 EE T  SL KA Y4B 248 A2 K8 1 B X AR Py ik Sk
I HEA TS BB 2, il A8 2 sk 4 1E 3 B0sHL 5 19 28

1935
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AR IR, R A (] B 0 8] SC &2 ( CRISPR/Cas9) R 402
R Z 3 i TR Buskin 48" i CRISPR/
Cas9 K2 1IE RP11-iPSC H'[#) PRPF31 c.1115_1125dell1
AR B ENEIE S5 HY iPSC SR IR AL 3Z IR F1 RPE IIIEZS
FTNREMK ST | X I AE IR T R AR AL T A TERT

FE D G BB AR A AT DU B IR ) 852 s 2 iF S 3
TR AT Y 2 A8 FE A i L R 6T 40 i AR A g AR R
HLA T2 38 FE 38 0 % 35 R R4 TG 40 2 8 BE A% s TR A7
XTI SEREIE T T A, 3 DR gm AR R T T IR T A e
PRPF31 2878 HA ) R A 5t , (H L PR 4 48 0 Rt A 1R B
8RB e DR G e AR o N 2 3 PR A 06 i i 1
T AT 23 ] REURN A6 B ) A0, B3 1 =2 A1, 7E 5 DX 4 B 96 97 B
T Gt AN VA A AU, T B 2 0 T A 0 ik PR A (A
J5RE B B R I o 1 RS [ B PR b ELA VA R
FHRUBE
SIFHEAXARENZEER T R ELETR
(antisense oligonucleotides, AQs) J&—Fl & B )% 1. /5 ¥
HI) 3B H A R 15-30 N5 3E W R R IR A T 24 16 i
J&i , REAE T A gL B AN O RN S H AR mRNA 254, T
WO BTN S IR RE L AOs R BEIS R SR L BT 4
AT AR 1R ) B = v E e 2 TE AR BT 32 ) RNA,
AR T U AR 1 IR A DT PR SR A A RN A v BT K
BIVERY S Grainok 45 BRR T — M LM R
A T BRBR W S 1A TT i PRPF31 A 4 B 5K 5 T BE B 4
B 12 #2515 B PRPF31-RP, AOs % S AU 12
Hh S Bk BR A5 R T I B L AE , PRPF3ImRNA 7E 8 5 AL
g o el e B S B w5 O v | I b U SR rev R R
-8 T 15 PRPF31 WY % 5 (L RE T, X 7 ik i
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