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Abstract

Autosomal recessive polycystic kidney disease (ARPKD) is arare hereditary kidney disorder mainly
caused by mutations in the PKHD1 gene. Recently, with the development of gene sequencing technol-
ogy and disease models, our understanding of ARPKD has been continuously deepened. The estab-
lishment of international multi-center studies has promoted the integration and sharing of clinical
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data, facilitating research on the natural history of the disease and the optimization of treatment
strategies. Emerging treatment methods such as CFTR modulators and PKA inhibitors have brought
new hope to patients. Future research should focus on developing precision treatments for specific
genotypes, using organoids and Al models for drug screening, and establishing an international pa-
tient registry to advance clinical research. This article mainly reviews the latest progress in the di-
agnosis methods and treatment strategies of ARPKD.
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1. 3]

% 2597 (polycystic kidney diseases, PKDs) & —Fh FLIL R AU, & e i IR E B 2 —, Al %
RS e i Ak B 1 42 € B9 (autosomal dominant polycystic kidney disease, ADPKD) Al Je o {4 [ 11 2 38 B 5
(autosomal recessive polycystic kidney disease, ARPKD). ARPKD #; ADPKD B %I, &% %14 1:20,000
[1], HIEAERE # Lt ADPKD 142, ARPKD K] ER 2 5 [2]. 5 EHI A . Pl N B
G E, ARPKD fEAFMIX I EBEAEERZER, db3E. P RMAFEE LM RKHKEN
1/10,000~1/40,000, F T3 SEASUA R B FE AT, ARPKD 76 A RIILARHLIX (1 % 99 R Al g o e [3]. &bk
ADPKD (the early-onset ADPKD), EHE7E 18 L HT(JULHAET B N B ) LIHEE %)) LIH) B H 302 25 1
ImPRRI[4], 5 ARPKD Bixesnl, HBHEEHATHES ARPKD BLMEREAM 2. EARIERE, HAl
WH5EH ARPKD Bl TR 2RI IS T S R AR i 26

ARPKD F#£HH PKHD1 R RAZ 5], I PR I AU B ESE K BN 3 K AN 3R A7 M B DI Re iR ,
JEF R399 2 E L) AR DL, & WS K AERFAF4E46 . Caroli A1 Tk = R [5]. MliLE FiR BAR . H
PR TN S5 B S TS [6]. H AT, ARPKD HIBF 7T 4 AFRLAL ) 38 B IR I 3 43 —1 WL PR 28 RS
ERITB B . 2T Feim i REEA S S04, 4iom 1 R - A G . A, AR R 1) R R B K 3
it 1 ARPKD HIBEFE, W5t ARPKD HIARALEI 2Pk feft | HE 6. A B AELRE ARPKD
PRI FEIIR S AMLIE S IGPRRIN 12 W AR TT SRS IRk fE , iz s R 2 i it Fi e i 2% .
2. ZRHLE
2.1. FF - uMEE S THEERERS

ARPKD T2 i ZF KL 1 (PKHDL) ML B i X 2 H DAZ AHEAEH & 1 285 H (DAZ-inter-
acting protein 1-like protein, DZIP1L) ¥4 53, PHKD1 %hl4f 4 3 5 & (/2% 54 & A (Fibrocystin/Poly-
ductin, FPC), FPC & —MB —EgEH, EM TYIRABME /NG ERAERMNZ 59kt 18
FEFIRAR 73 BT R 4% [ 7] Ma [8] B 7L R B, £F B D Re 5w H 52 RS Sl W cAMP/PKA. mTOR
2, PRHEREMOE AN 5K . HK, 5 PKHDL RASHH L, DZIP1L J845 & — Rkl 24 2 WL 5845 . DZIP1L 42
—Ff 767 MERIETTETESTR R, RUT PCL. PC2 FILT4EFEME R 1, &AL T o Ol R I JEE A 378 375
DZIP1L fEX KL ERIE AT e e 22 G H B VE F , IR AT B2 & P = 38 s A B I AR U 1
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BT F A S5 o 2B R AR W] DUBOARE B DI RE, F 8 ARPKD Hr LI VAR . £ DZIPIL R
YA, PCL A PC2 7E BRI b1 e 752 B 5 . DZIP1L [ ARPKD 748 5 n it 2 it 3 ADPKD H %
BEAMSERN, HAT RS AT BIHE Q4B 1@, DZIPIL RAE 4 E b PCL2 &
RPN AR, X TR R TR B B Al RIS SR B B PCL2 F BRIA T Ae 22 2i% DZIPIL RAZ 5|
) ARPKD [ZEME . Xu S5 NIRIE T — Bl ik &7 PKHDL AR 5] i i) 2 B B[9], AT & Bl iXFf
RAFAAN G 80 FPC E LR bt b (1 52 1 R R IA %, BRI B 1 AR VA AR b 1R e LR R o X b3k e A7
SR RAIAEIN, PKHD SRR T SRk 15 V7 i A K 7 A DG 4 R 4 2 R) 1) TE 0 D8 TR . RREAA - VA BG4
A H R AR M AR R B R S FE A G, X B R ELATRE M T — N EEE IR T ARPKD 1350 it
FE[7] [10].

2.2. ZRATHEERE

Walker % A[11]§F 90K 3L FPC 04K 3 1 BEWS A DIH], BOHCH H C K3 M BUFPC-CTR). 3% B
AT BLELHE 5 B S AR R Y 9. 7ESFD ARPKD BUH(BLISANI RAKB ), 1 FIARA LRI
FPC-CTF At & 2 MBI L AT R R . 3% — RILLR FPC A(UR — M FABMSHE S, HEMm
P A B R R R B T, 7 NV R AR R IR R . 3% — I
ARPKD I3 7 520t T #0884, Li % A[12]%5 b 7 ARPKD LSS 15 I H A 10 1 2B (1 k3, i
(M4 LR, 76 ARPKD BHBEA, ki b SR o) AR I B R X0 2 1R 2 T b
B, XMAREIRY, SRR IR RA7E ARPKD B L B b Bl 71 2 L.
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Figure 1. The process of cyst formation in ARPKD
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23. HZRESEBOREHE

PRI T R R AT R B B — N B HES) R B . ARPKD 5 BRHERE Ao — R AIAH BRI
G IR ORI IREN K, X R R R R R IR RO T RS E E AR, SBOL R WA
PEVEY 5K SR 7 W TUE o« FABERR IR Y (CAMP){5 5 38 B (Y 7 3 2 H TBIE FE RN o H T 21 BT REBR B,
N cAMP KPREEETHR, JRESR S EAMh 51U MRR “ (2 FEIZIE” [18]. mi/KF/ cAMP il
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IR I A (PKA), BETTEGE RassMAPK I BRAF/ERK S5 4 427y 243 4 [14], 58 Sy 3R Sh 40 i &
WIERE. M4k, 7E ARPKD [F'B AT Z A, W% %) mTOR {5 5@ B 10 s . FERH TR
H FE I AR B 0 AR AR 7 (W 1GF-1, EGF) ] Ji i H 32 A0 PISK-AKt i@ i, BE T ##1 TSC & & &(MTOR
MR ET), 52 mTORCL i&fk. cAMP/PKA {55 ] gidid 4% Akt BRI IR B Rheb 7%
P, (R4 mTORCL (13514 . iC# Sudarikova Z6[15] KL T 2 B E A E S A IIfeE R, SE4IlA
BB 5 55 CAMP ZKF- 53 THE . SR ) cAMP 2 30% CFTR IEIE R T EAS S, — Hilt cAMP %
i, CFTR EIETEREM A B b5 A0 i TR R P, KA N S 7 E Sl AR (LA 1),

3. lmRFTM

ARPKD [l R IUAEAR KRR L _EHUR T (7™ SRR L AR R AR e, Il R R BLE A v B 7 ok
RTMHNAE ) L™ 5 B 5 0 2 O R I P A 4R [16], WA FK B N AR o, £ — g, &£
MEIA MK ZESR.

3.1 BRI

XUM'EERE . B NEY k. BEATIEE ThAE IR - Denamur ZE[17]%H iR ) LA AE L ARPKD AT &
L, FERT 5 RM 2 B AR BAH M, truncating Z848 55 5 7 EL K B IE R AL A O% .

3.2. FFAERIL

FENERIL AR TR B A ROVERIE, 3 Z NS R FF£F4E 1k (congenital hepatic fibrosis, CHF). Caroli 45
HAE TS o 45% 28 ) LAEF IR R B AR ¥ & &I Caroli 7, 5 R SRR 2 MIMCILAE s /K
SR SRS E bk sk i, &4 5%~37% [2]. Obusez 25[18]#Ki& T ARPKD & Caroli 4E & 1iE ()
i, fE—LemFh, KRR RAMEENAIT ESRD 25, W T BIbsweiek SENFES RN ES
THERSZ4, CHF A Caroli ¥ (1 A0 AT A 3 80 EAT AR 2 KU hn[19] [20], RV, BEhEE
TURERI L /NAR UH B FRAE, 3 R Ry R B i R JIE A5 98 T A 240 T e % 1) XIS
3.3. Hitt RGRM

Hartung Z5[21]45 i ARPKD J&— P52 R AL 4EBEVERAS . Bk L5 LT ARPKD JLE#E A1)
20%ft] ADPKD JLE[22]. ik & A R A2 Bl 8m A= ) LIAZE T/ = 2R R . K2 30% %12 W ARPKD (1)
SR L AR A ABAE TR E I, R DR U B A K 5 R A PR R IR m S . il Rk B A R
AR T8, 5 i s e th A i S BOE s BB TSR [23], EARFENE W, £ W TR EE .. AIRE % HT
—4 16 % 5 ARPKD FIZ 3L AR SE) PKHDL KA 5%, MIERT EEcA IS 3 4K R N KA HiR
2]

4. Hh
41 BRFRE

R AR IR R, AR LRI DL RS G, RIS TR BE R 4 SEANE . MRI R R OR
FEfh AT A A 4EAk[24]

4.2. EEE

FE RIS 5 75 ARPKD 7 & M PKD Bise 1)L it 47 . X TR EE, ATE
FAVERG 0] LA ARPKD, 15 &% % ADPKD 522 )L 4 . PKHD1 F: R 262 i etnite, It
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& T A IAYFEFI[25]. Agam SE[26]%F LA DU ABEOT 50 R RN & FRgmis X A8 5, F&
T PKHD1 £ [H 5451 . B k% ADPKD KA L ER BAER A L, ik, TR RERIE TR
Jr T AR A LAAEH #2 ARPKD. PKD1 1 PKD2 B4 A PALARG I 7 gt ik (4G FElE A R E 1), &
DA PKDL 8 PKD2 W AYSEA7 FE R ; X 46 £ 3% AT g tH 2Rl ARPKD {172 DAZ M EAEH & H
1. L, FEFEIMZEX S ARPKD FI R % ADPKD. $8 5 5 2950 05 4 BE 5 W J T A2 45 28 06 18 22 (14
[27] [28].

5. KRS RSB
5.1. BRI XA S5RAYSCHAIT™ERE([1] [29] [30]

WUEEALFE AR AR 24 8 L A > R BUR AR ZhBE S8 AW R IR AR (W JE LR L B RGRAE . 1Y
B R RAR RO TR . KR BUBAR) I, 38 5 ™ A AR LR AAR G . KRR AR LA
FEARMA IR R H, SRS AR R T M E S, FAEAMREAR, ZFIET I E i

EIESR
H 2o

F A RAE: KEBIIBT LR, 8 20— MR G L, HAEFREE S, X%
RATATREP AR > R DIRERIER 11, MTIRRAR 1 ok M . IR LA RERBONE A U (22 )L )L
L2 AR 1A 52 W) BB K P 52 2R

HERETHIE RS : KBHEILNE GG TP AFREURRAR) . H AR ™ 5 W
T PSR [ BUYI ™ AR 2 8], AEAEAE fOIAS B ™ R A 7

FEFA AT B A ) UIARIZ 5, RIS RVBEAT R I . RN “ RSO FE R T RAR 5 0
T HTF) 5 BT JEE S 00 -] o i DAY PR R AT 0 KRS 70 J= 1 K T R o v BB L OSSRz 2 A A R AR 5
LR BRI [ ST 4 A AR A LU SRR . Braunisch S5[28]F & 1 2 TR HE (18 Qe ik fadt s
TRZE G ISR 7 1% B NRESE DA R PPAS R R N7, By 12 W B Af P4 A 39135000 e

5.2. RISTERIEKIERR

BB 7 91 S A LY T SR e WP RCIR L Aty RV B AN RBURESEE 7 PR S I 8 ) AR S 1)
H AR 5 S — SR AR R S I DD RN S R VIR ./ ZAHINUROE U B LAE T R B . Refie ih
It 18 W SRR R R L, AR A A7 I R e KRG N 31] .

SR AR N A BRSO IR LTS A KRB RIS, Rl = K b i o 2
ik EAR. CHTFRY, FAMEERT NS KB AL LFEKIE D T RSO R E AR,
S LR IRCR AR 22 . SR, T TGRS SCRF /K £ ARPKD H I I [32] -

B DhRESR bR LS MULEHE . SN BRIEE 3. MRS, Bk ) LIRS B T B4 B ThRe,
N BB SIS T A e ) LB ThRe AN HIbR & o 1 2 I AR ULIF 7K P2 Fou ot 399 T R 3ot e 1) B 4R A
EVR P e L2 TR A KBRS, JFEIEIE T DhREGAL . eGFR A I AE 5 20 DU P4t FF Zh RE 2R
L. B MRS AR AR E B UL, HE RS ESRD Fs L W AUS, EEMAEERE, HAIEDhRERIvF
AL ANET b, B IFACRE (e B2 b S K R I VR PERRK S BEVE 28) AT RE RO MR I A A7 R AN AR i ot
B R A P R [33] o 11 R B T RE PR R R, TR B B R AR

6. J&IT

ARPKD FIZ5TT e — B2 B I A I A PR AR PR Hi R 2R« 68 o m] A2 0 B 193 R A U A
EDEIFIRZER, DL L8R WA € ST T I PR 8 A 2 B 2% mi S R R O BHAS . B8 ARPKD A
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ADPKD S AN [ (3595, ARG R 1 AR PR &5 2 B 18 AL AN 3 A B B, B0 5 28 LB 40 B P9 15 5 IRV 2R
. IA, ARPKD #1 ADPKD EA —LeALRIRARRHE, GHEEIEE K. &%k, GFR k. Fit,
ADPKD [ Z5%9)7T kA W] fE N ARPKD Iifi RS 1) FE 48 75 TR PR L5 5., ) Wiy 7 VR e B & . Bl
ARPKD [T A LSO YT N, BTEESE 'S ThREEA R B IR A0, 4 5 AW 70 5 05 0 H 26 SR AR
THRAEHEITIL, BB T ARPKD W% CEURHLE], N AE 253 IR 1 8 a7 18 4 .

6.1. X¥FATT

kv ML WT ARPKD JLEMIZ) 20%[F) ADPKD JL#[22]. XTI s ) #E LA ACEI/ARB 24
Vet R RIERERCNE . IR E IR, e B S A B B2 SN A B T bk s e A
Y, A E BT B TR B MR WA . TR AN IR ARTE ) LB ARPKD i3 R
HAH W, IXAEL T TR O N [34] . Yanda Z5[35]0F 78 £ 8] CFTR 5750/ 1E 77 7] REX ARPKD &
BT 1. W TARME WA IR ENWE, BREBE GG . Mekahli Z5[36]HF 7T Box, Fi2
ARPKD HE 4552 B 1 5 T B B A B AR 1 LR 45 SR SRR AMAAL ¥R 9T 58 . Chapal %5[37] 19 2 Gt 7k
—BUESE T R IR T KRR

6.2. ¥U[E)ETT

H A e FARGRME I 7 252 B I 3R V2 S2 AR BT mTOR #01|71[38] [39]. ML I Z V2
SZARFEGU (A FCAR A 2H) 3 38 75 4 1k PELT 4 & AN SE R A V2 24k, 4] cAMP AR R, AT A A
P B ) S s RO b g 4 M R 3 5 [40] o SR FRAREHH ORI T 4E2% ADPKD R\ &35 15
AE NP, (AHAE ARPKD LA 122 A MEATE R E R o b . WP 7eR B, FRAR T BE IR
2% ARPKD JLIE 1 I S A B K IR 4R 15 Thie, (BT RO T 40 8 LOUHAFE IR = 5 7%
TE [V 85 XU 7% 75 58 K HUBATE FE 0Pk o FR T 2590 nT 6 76 3 b P9 Mk DLIA 304 28008 7 s A7 TR AR ML
mTOR 775 2 57 . K 4ESEH]) e ADPKD Il AR5 (48 AR I A&, 481, %1% ARPKD,
5 A1) A2 5 I R /B AR T R DG AR (R RIE T AT (R 4k 82, JLT8 T BB 7E T 5 HAL 2 W B & LA - Bk 4b, CFTR
YAATFAAZ — P e DA IE B AR R T B R R AR IR /N1, 4] B I 3 B 1 B FE VR R CFTR
T R AT R D TP AR 1 70 b S A S i 1 A K [35]

6.3. EERTT

FEPIGYT B AR MR B2 1E PKHDL 2 R 0 2848, 9 ARPKD B i RARIA 04 2. JEI BAA
J7IERLIBIL D) REME PKHD1 cDNA LA, DAAMEIEDIDIRESR % o HAZ O PREAE T PKHDL JE A 4 17
FITER(Z) 16 kb)), 2 LA SCH0 2R (AAV) B AR I BN R « IS0 TEIESE, AU AAV 2
G AES YRR h S PKHDL #8731 B s S D RE RS . FE R 9 #H43R LA CRISPR-Cas9 R4 N
A&, RENS BRI DR AL i BT R HEMZ IE . 1ZSRIR ARPKD JUNIEH], PIHATEA B R A e &
B RARIATMEWAE R . IR, BRI R AT T A A 336 SR AN L i 0 T L XL
DA & 8B 200 L P A ROAG E ME  RL S B R e R4k, B0 R R SR SRR (W T R AR) Yl BT i (I PTC124),
LA FIFT I SRR R (ASO) R R 5 RE (R BT 2 ki BOmi A 2 748 W M BOR, R B HE B HT Al 5. BEAE 2K
T (LB R SR ) SR T U D R, BT DR O T TR e PR A A Y BEAR T
&, I R R FFA[1] [41] [42]-

7. REERS5EEXP
JTAESR, ARPKD M2 SR BRI B 7= U1 EF SR A T KIS L A A7 A 3 B
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CAFRIR 5T A i B e BN B i T, RS HEAR AR A IR SR N AR B, A DA A
SRS 2 D SRR, BATAMIAE R LK ARPKD BLHIA i, BEREE) T3 THlA 1 A L 5K
FERAETE R, FIEEAT “ LB RIZKEE N ol ” AR LRHE B 2.

7.1. EHAEE

L7 JE B2t € ARPKD (8 LTI FOSS— AN SCBEPA Y, 7 Bl il B A P IR &, X A%E ARPKD
FORG L, A 2 s 7 ) R 2% 6 M 2 SRR 4T PKHDL LRI o B M 356 TR I AN B Ay ds % ¥ i 2 43
s, o R BB R HE SRR B . DAL MR, 6 LM B E 5 KL mT RE
FHEIR B AR . MWtk E A R2EE 8 ARPKD &) LR IIZE T F 2R K . X RE LA R
i AL B REAT R P, B i EETC B B R HLAGE < [31].

72. BERXFHEEKEKE

BRI S ARPKD LI R . KR E Mom I ROE B [16]. ARPKD i JLE I BF 7L
75, SWNPAAEAEKIBE., MAS LB ARSI EIL, MR, B HSS T 8 75 ik (= A 2% B
J)EE RIS B ESREE D). EEDRASNR RSP, MRt LM ED, PSRRI
ANINE R MSE . 7ELEAR W (ESRD)BY B, 5 R4 B /NER BT 2608 2 1, b G vy B 1 £ e [43] [44]

7.3. HLETH

MOURFR SN B 7 1 &R I 2 SR BE I 1. SRV JR st TR, B 9m SO LRo B A BERE 7T,
FOREEST WA ESEE, 8 S U R BT e BRI T IR A R R b TR DHEA. JLEANE
K P EMBEAETBE TR, NFBERMNSE . 697 BBV iR O B A 250K

8. REERE

ARPKD & 2 R 415 R IR BRI » AT RALAIRHLE] L 12 B BRGS0 7 T4 A5 8
BERE . ARRBT TN REET: TFARERr e 2 R R RS IR YT s R SRER B AT AL SRS HEAT 2590k J
IH B S8 AL RGBSR R BT 7T SRR FTHNEITHE AL, WERRLR T RETEY; LA hasems, Sl
KA B . W 2 AR M EREALHT T, A 808 ARPKD B e it A i M7 77 %

E&WE

Chongging medical scientific research project (joint project of Chongging Health Commission and Science
and Technology Bureau) (2025ZDXMO036).
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