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Abstract

Retinitis Pigmentosa (RP) is a common inherited retinal disorder characterized by progressive
apoptosis of photoreceptor cells, ultimately leading to irreversible vision loss. In recent years, the
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rapid development of deep learning models has provided a breakthrough technical pathway for au-
tomated diagnosis and progression prediction of RP. This article systematically reviews the re-
search progress of deep learning in the field of RP, covering aspects such as data resource construc-
tion, key technological evolution, multimodal image analysis, and visual function prediction. Stud-
ies have shown that RP models based on CNN and Vision Transformer have achieved good predictive
performance in disease classification (AUC up to 0.94) and visual function prediction (accuracy ex-
ceeding 80%). However, due to the rarity of RP, high genetic heterogeneity, and scarcity of anno-
tated datasets, model generalizability and clinical interpretability remain major challenges. Based
on this, this article further discusses the potential of cutting-edge technologies such as self-super-
vised learning, generative models, and large model pre-training in promoting precision diagnosis
and treatment of RP.
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1. 5|15

AL IO fis £, 25 A8 4 (retinitis pigmentosa, RP)J& — 28T PEIEAL AN W BEIR AT 00, 32 2451475 400 1o J Jee
FeAH L AR R R R 21, BRI ERER, b5 AR B s e, A O Ik
HAEEERY . £EREEN, %0 AR RL N 1/4000~1/5000 [2], 763645 G5B X & 9% R 5 &,
CHCN TAEF R AFEECE M E R N2 —[3].

JUAE A SR BRIV 41 R GBAR 2R Y7 [ SR 4k [l T, {HIX e ya 7 T BANOE 45 e i DR Y i 3 LRk
K, AKZH RP BETIHIGICA RUGTT vl ISR . TR 5T, REHER 52 WAk e 7 %t 45
SRYT RMIERE . AL PRI ot DL R B B K B R O L. AR, RP IS Wi s BRI 2 00
ISR EEIT, T 2 Pl BB N TS ARERT, 17 FAFRLE W2 R, M DA 2 K RIS
A AN B 5 10 75 R

2. RP ZRESHEERIENAE S
2.1. BERABRGRESREER

KA IR O A A2 AR BRI I B d 1 RP R A B, W B B/ i SRR B DT - AL B 2
EASE MAYHEAL, Hh (R PUE AR A TE (6] 7] B 5 B TR A DL A G . SRTT, FUH RP B
HRIRRIMEFEALE, NTHREGFZ.

24 A0 T Wt /=413 (optical coherence tomography, OCT)HE M H AL WX K 25 2 1 w5 43 i R T T 45 1) 15
B RVl RP B FOGERSZAE N AT 5E B o I A0 2 A0 0 % 5 PR AT 2 B K b (1 0 TR Rl 4
JEMRE AT ) e, CARUESE 2 RP Bk AL DI RE VP4l I QB AR bR &4 7] #8T, OCT K&
MR A i B o L WP LU BEAIR, HZoK M. ZEAE RT3, AN DA FER HE W2 R B2, X—
Pk TE A2 VR BE 27 2 34 B AR () FH sz

HRJEE H & % A% (fundus autofluorescence, FAF I ixd A8 i 41 WX I 2, 28I 17 J2 g 46 25 ) B2 AR 40 A7 S Bk
O HAREPIRES, X TIPAh RP (547 D) RE DX S AN s 7 B AR B2 A AR B[R] FAF BURLE VPl
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ORI e 7 TH AT e LR IR R R A B3 B 2 5 S

2 FEAIL I 5 HE €] (electroretinography, ERG) & 12 Wil I s th 25 AR VE (1) B b 2 — . 5 RP [isfk
77 AW HA — @R LB R, QAR AR & X UL B B ERG R T R R K9],
E SR RN D 5 £ 2 A P SR v, DRI T 38 PR AT 200 P s R e 4 o TS s 7 A B ] AT R S . LR T
SR INREA DS, LM ERG JRIE/NT 0.05 wV I, FE 3518 & v R B BB RN 10].

2.2. BUREKEEIRER/IR

R RP IR L W TCi I AR O — RARE BRI = . s RGERIE, 4K 2 Bk Ju i i 4k
R EG RS D, X IR R A RE SRR RIS T 11]. RP EEBCRAR . i ot
1o AR E TAEME LR, FRIRIORGE 1 AR SR i ) A% SE M 2% ST AR RP AUk s TS 78
I RIEVE NS . SRTIIXAE —ERE P B3 IR IR I B IR R, o A iU A AN B =7
IR 7R AR RP U A R O

3. BLTEFEHEHR
3.1. CNN a5 EAM

IRFES2I/E RP M A N S5 32 IR 8 28 02 56 T 5 U 48 ) 28 (Convolutional Neural Network,
CNN)[1 732553 MWEHM) U-Net 15 LT EIHESE, F| ResNet. Inception RAIEIRZE /KN LS, FElT
HER 1) EfficientNet B2 80480, BRI RAERE /) AITH R RSCR IR T .

SrEUES T, U-Net S HARAMSE 2 T 00 5 € 22 05 FH S B FEAT /K M 8 7 o 150 2 B A 7K i 1)
B3I %], W7 KM nnU-Net ZE#7E SD-OCT 34 HUF 1114 Dice 7% 0.889+0.002 45K, H5A
FAREFE 0.878 + 0.007 FH4[12]. IXFBHIREE S SJE SCH K € AT 55 P vl REIA BN KL KM — Bk

Ir FATS5 U 2 K FH T 2RI ImageNet #8347 3E4% %% 2] - Chen %5 AR H Inception ResNet V2. Xcep-
tion 1 Inception V3 S& 500 F (LI HE b AT RP B8 5 IEHE XTI 228, R TIER 22 S IR E 2%
ISR RE B A — B R TE, AR AT BEIA B S B R A K[ 13].

BRI Z M 238 5 HAT SR RAERE /), IR M8 S5 e DR S B ol G . I E R
THETRE = S HR TS o P3S-Net dl it KGR Z2 38 5280 14X 155 k nl I ZR S0 (= U E 70 51
#, LA ERITERD — DN ERSEE R RN R EE 735 I VERE[14]. X FRAR AL BOUHE BT R
G PRI O N
3.2. Vision Transformer 5#TEIZ24)

JEAESR, F:T Transformer fAR 64K 7 (Vision Transformer, ViT)#E 2 ANGE 548 27 EERE T e = T
CNN. ViT [Pz OIHAAE T o2 R B B A By s AL, Ress il 4 BEUER KB B 1 R STHOBER &
O TR RP AR () BTG 70 AT PB4 V0 B 55 ] e G MURR (L. A it 7 —Fhfil & Vision
Transformer M CNN iR G444, FIM VIT fiife & RERAE. CNN SRR AR TIRAE, X — s R AR %
G TEYERE AR TR FH[15].

3.3, iIEBE I 5MIILKRE

M 2] TR RP /NS S5 AR 0 SRS 2 — o 4 K2 it 7R A ImageNet TOIZR[T CNN
BT M4, S TEREE 1 RP 2G5S EIEITHMH . ResNet-34 7EA I RP A5G CME B, Tyl 2B AL 1)
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WA ] 99.25%, TAETHIIZAEEIN A 80.64%, ResNet-18 Tl A5 By (I UE i 22148 5] 98.75%, TAET
WGAERIN A 82.13%, XAE—EREE LI T IZRrIME[16].

3.4. BREF I SREEEMEA

FRUEER S SRR T 30 0 BRG] 8, RTERRERE AR LRI S T EA R . BIRE¥ 1N
IEPREE T F MU S T E AR A IR R B AT TN, 5 o0 AL i R SR AE, S8
JE AN T A BARTEBE AT O B AT SE R R U720 2T 55« Kohestani 25 A4 H 1B B B B 2 ) J5 v H
5844 Tk ICHRZFN 782 5K A ARSI IR JEE B , 25T EfficientNet-B1 ZEA S T 98.15% 143 2 HER A1 99.68%
1) AUC, BULGE 22T EAEERe B RA — @R TH17]. X —45 8K, &3A AR TChR 14
Hedh T LR PR N RS Mt

Az B B 50 ) MR — AN GEFE TR T BE AR . Machado 25 A\ [ RS LRVEA T A2 UG BT 48 78
TEEA% PR R PN S 0 AR 30 5 R S P R, IR R AT e AR R PR L SR R . A B
PR AT LAY RN SR IR, AT Re A A TR AL 1z A Be S 1]

3.5. EREIEBEMYS X

AN AR VE R AR AE B A5, T A8 0 21 T8 I i B 22 AR ) TN 45 SR R 8 S 5 4R T HASE R T
R . AR CNN LS HFINBCFEEFHES, 7 RP 5 TS5 HEUR T4 25%M P aedert
[18]0 IXFHER T 1 T BEAE AL BRI AT HT AT/ NFEA 53 28 1) RUT7 THT FR IR 1 AR f 35

SRR, PR S ST () ] A e IR PRI Hh B G . SHAP B 43T A2 i B 532 A
APt T A2 —. 1E EfficientNetB4 27 RP AT RP ¥LIIGEMIRT A, SHAP 3 H#@7R T 12 WiAH
R BB RS TS AH G I RHAE B 23 22 5, RIS RE 08 AR T 22 ST BIAE 2 A ROURRAE 6]
4. RP FEF JERH N A it
RP REF S HRAI 5K

RP [ A5 mdE 2 A2 H: — 2% RP B H SR R =028, &% RP BHRAMINRE
HEATTON, =SB RP A SHFIMG A% 70 10, DUJEXd RP A8 B AT 7, WK 1.

1E RP S{#REXT R A — 432551, Chen & A\ KA TYIZRHT Inception ResNet V2. Xception 1 Inception
V3 AT IR A 347028, IR TIER S I EIX 4> RP B3 HIEF W i [ 13]. IE A
RALFRTI Meta 7P BTN T 200 RP R0 7T, 458 o ALTE RP 12 Wb (19710 S BURK B ARy 57 5 4 )ik
£ 98.5%7F1 99.3%, EARLFIIZWITERE[19].

TETRI RP WTHEET7 10, A0 SO IR 2 SR 24 3] FAF, RIVZAER I 7E— e R b 1l
LHTALE AT I [20]. 55— U ST I IR FE 2 IR AL 4 5] OCT BB . IRJRALAMNS UG A . OCT
R R LLAMSUG AR, RS B e M IO B3 S AT S R IR )R B 4T 0.5 [21]. JEH, Nagai 55
NIl Efficient B4 B4 % S IR R R, 7T LA G2 W RP IE 1T LR GF T 500~1400 K 28 E FRAF J1[6]

TEFRRE R, FHIRI ] RP 3@ W RN A BT B3 55 110 O Th BB AT CR B, e 10 28 % o B
X . Giiven % N1 70K ERG [ P1 i3 I e Bk 5 £ 3 s AL A% 2% S ARG &, ST RP DU B 3
s #A22]. S —TFFLIET ERG 9 N1, P1 AT N2 3 (PR IE A AR BRAE, R A Ab 3R DU 37 Sy s B 7 fgk
RN 5 RP 1 =028 99% A R AMEERE - B - - R DU 2028 82% kR % [23] .

RP 7E8L 2 F B = 5, Haro % il 90 NEURE R [24], AR RF R4 330 RP £
RIRERS . BEEERAG RS D ER . BEAT 70 A S RS Wit 4 4 2 70 5 45 3 46 I 7 B
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Table 1. Comparison of deep learning models for retinitis pigmentosa

= 1. T[] RP IREF SJHEEIXTEE
i Efiy] BLRIAEH BoyEERAFIE GRCECLD JRIFR
Inception V3. Inception 1670 5KIRJEFEM  AUROC 96.74%,

faren N e ,
Che[‘;ﬂ)\ LW RP  ResNet V2. Xception (935 3K RP, 324 ¥ERi% 96.00%, {fﬁiﬁﬁﬁ_ -
GER22)) IRIEH) BRI 95.71% - e
Visual Geometry Group-16, MD [al)9 %45 0.715,

Nagasato Tl RP  Residual Network-50, CENTI12 BIHR% o8,

1668 R R FAF

& N[20]  MiThEE InceptionV3, DenseNetl2l, 0.757, BCVA [a]/7 e NG
and EfficientNetBO 2800417
MR JEC ZL M A% PR 2
Liu% A Tl RP AlexNet, 462 HERM LTS AOCT80% e
21 misheg 27 DemseNet-I6l, M. OCT OCT 4 B IS
HE 28 Resnet-50. Resnet-152 : AUCS87.2%, —#Hissr
A AUCS5.2%
PHRP. e i e AUC 4047 SHAP S)H7 - fi i
;s
N%Efk mmeigﬁ$§‘§§g£;134ﬂwmﬁ%% TR 500~1400 Ky R AT,
wonhe TP ; TR Rl 55 B M
GAN % U5 R UERR R K5 FH MfERG
Giiven 25\ RP HZ  ResNet50. GAN % ¥ MERG P1 94.9%, F1952%, &4, HRFML; FHoHb
[22] gt Whom., TR A B HUBTE 95.2%, Hr5E HIRKEAE 2 IHE T X
8 T 98.2%, K% 95.2% ff— Bk
f MfERG J51E
) MIERG Fi A sy EHASHMRD B8 o e
Karaman RP Hzh)  AFZR M. SVM. Lo I 99% HERR [y
WAL AN EEmE RS MR o e T gy RATURLEUE:
’ ) WAL B s 45 32 T P 7HE 5 I PR 9 EE 3 g 1
e ST 14 W
417 5k &4, , 26 S
Fujlnaml- ?—Dﬁilﬂu RP Q%E%U\El‘] ¥5éﬁﬁfﬁﬁgﬁ?ﬁm ﬂ_ﬂlj] ﬁh*ﬂ*ﬂ;ﬂg}}ﬁ\/}r\luj‘j
N VR R 4 7 [&] > Jis SO n
YOIEglg]a e ks REME R4 ABCA4. EYS.  JEDETHERI 88.2% %Ejgﬁfﬁﬁ ;

RPIL1 f 1B X HE

A T 5T R R (IR R IR A FAF EUE I SRIRFE AP I 2 T RP 1) = AMRRMEBUR LA, B
ABCA4 ¢ Stargardt %« EYS #H¢ RP Al RP1L1 HOCRRFE PESEBEE 74 B DL IEH A, 45 R B
10 R JEE B AT FAF B B AR v 820 )ik 3] 88.2% 11 81.3%, UK JEE FIRE 57t J5 0 531) 3k 5] 88.3%/97.4%
1 81.8%/95.5% . 1X— 1L 80%FITMIER R KB, ANFIZEF R SEH RP fEREME LT g A iR
J5E 24 3] FRRAIE[25]

5. RP REZEIJERBIEKNRHE

TR 25 SRR M SI0G 25 76 1) RP IGPRH N 75 B2 /N EBE I R Gttt o LR ART e 7 vk
BUEAREAL IR RN SRS B BR IUAN 2 18 4 He R
5.1. BB HENTEEMSZE

P B BRI SV E X, H) T R R fn e i i 0 e, X DL AR IR IR Ve sk 35 3K o 1% RP
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U, S L A B R B AR U D A, T LLSE 2 )5 RP 3 ELEEAH R SR S R bR 54, 1
TR e R AR L REAT V2 W sl DR R B, 5 30 3 R 75 A 2R A R i PR o ST B R S HR 26

5.2. RESESHENEREIRELTR

AE A RARARN, SEEE SR, WER BT ZE . BTG 5EE
(Digital Imaging and Communication in Medicine, DICOM)#R#fE M fif #ix — ) @i s it 7 oARMESR, R DI-
COM TETBUHBIALLWRIC ) Z AT, HAEIRBH R AT H0A R, 0 IRE A 2081 OCT 1/
T Il & A A R £, B AR BA HE S IRRE N T8 58 8 777 1T v (271

5.3. FEFIRBE RP ST REFHBRAR ST

RIS IR 558 RP B H S B e TR B2 B AEAS EL & LR L bR T 4 X B e R
HARCHEPL RP BHIFFFAZS E Bt 2y R B, i BB B RP 5 HABR A LK)
AR AL X TN ORI 2 [N, FRAR S R 2 W A AN 305 B0 e B, T AR BRI 2 J 5 73
ML 39e BBl SR RE U AR .

5.4. REZFJRBBESUIR NV ETT RS EE RSP

NI RERT B2 WA 9 BT de il i, JH b i o L 75 2 LR 22 4 S i ) 4 2 o o ST
FOR o SR i 24 i B A B JRDRE LE SR AR NN T S P T (28] 4T RP R JBE 25 SRR I PR 2
FHTHI I ) 2 B BORAE T SRR e R e U . T R B I R B AN 2 L B
FE R T2 AR

6. BHEERKERE
6.1. HATHIERIZDBRER

S8 RP IREEE I UG 14 NHE B 3R, (E A S8 % 1 i A N, P A7 1T s 2 B P o 265
— BEE R PEONRAS . RP AN IR, B BEA R, A HG w5 R A bR A S
e DA F A TFHHE S5 A 3 f /NCR 2 A5 A2 2000 Tk ER), HZRARHL, BZE2d0. ZRE.
Z MR SRR . X P ERE R Az ALRE A7 RE, EAMMIIE R ERVEREAEAE B . S, R
BT R PEAT IR A I RS AT M GBS 1 o HRBHL X 75 255 AT I WK I BEAT 87 NG IE . B4R SHAP 4%
TRARGE T YLD MR R A, (BRETEAE B A LAY EE MR dE P RiE. 8=, £
B E BRI RP IS HEIS ST 75 2B A 2 MRS U IR PRAN B A% 22 20, (e S B 1) 2
Va5 SRS BIGREE 2 STHESE b, BB Z A T8 . 2B, IR EEHEFEBOR . RP & — M8 ik e 1Y)
TSR, HPRE AT s 4 . BUARITTT 2 AW e it, ek O 0 i e A A S ) ORI AR
XA, TG A& T B AN IG 7 PRAG B /5 ZE 7 1)

6.2. REERAME

B 5 2 B S ST SR S OCHE A . R I B (R TR T AR L AT R 0N 2, X 2>
R E R R R AOER TS, X YRR I R (ST B 2 LR R R S B
i, R RIS TE AR HR B R P B PT RE

DS RERAT BSLHUR AR SR SRR E 2, MR A Rai A, SR I AR 18
RGN LR R A R R . B T SR A R EE i sm sh s Ah, AU A

&
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HHT A RMERBIA R EREE RP FDESARE SR, 3 BB IO it e 3 1 A ML T7 T 10
B XFT RPAEFING, =5 O T RE AT B RS 1 e 2T B

% rhta 22 STHESE AT A A BT O A R A L SO SRR S M AR R B, T RLEANE &
HAEFERAE BT AT SR TR, AR ZREE, SRR A2 AL RE /T -

ONIEIER L2 IR T] LS S AR AR IE SR UM 45 6, A7 S8 MR 110 20 I 8] s B U5 e v 2 ST ML IR
TR ETIM o XN 45 T B TN S R RR YT« AR 37 o SRFA It L B vt o B I PRt By
A

T ARRE TS A FE [0 e PR S FH (R S B — 2R o SRR TURE 24 B0 T T R SR A W) A A0 0 P AR 17 %
APV TR B B ORI AL I B 25, JFEAT BB VPG, T B PR R A B ) PR O 4

7. &g

A €0 2R AR PEVR P 2 ST U AR I 2 L h S 1 s A fE Sl 17 AR & 56 IE ) i R i
REM PR . 2T CNN A1 VIT MR O RP B 702K 5 70 . MDD RETIUR TIUI A B0 2k R 7 25 2
AT 55 B H 75 R RE -

SR, BOEARERAE . B ALVEA . 2B R A LA AS A LU O 1 AR5 3k IR s 35 i) LT SR
LPET TR G IR . TR, BRES ). AR TR, SRS RERAL B I g
BeE AL Z RS G, R HESD RP B BES)T R G0 M S0 %5 1A LS IR R 57 A% 0o 3R B0 7
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