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Abstract

Human autosomal dominant polycystic kidney disease (ADPKD), also known as adult polycystic
kidney disease, accounts for the third single-gene genetic disease in humans, which is a common
hereditary renal dysfunction syndrome. The main pathological features are the formation of bila-
teral kidney vesicles of different sizes, vesicles progressive growth, renal parenchymal function
unit pressure, then destroy the normal structure and function of the kidney, and eventually de-
velop to the stage of uremia, and can accumulate a number of organ systems. In recent years, re-
search on the treatment of polycystic kidney disease has made continuous progress. This paper
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mainly reviews the pathogenesis, clinical manifestations, diagnosis and treatment of ADPKD.
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1. 3]

R et B ME 3% 1 % 38 15995 (autosomal dominant polycystic kidney disease, ADPKD) X FR ARk
NI Z W, LS OV B Uk B2 AT M 386 P 70 i VAR () B R 2 R AIE, e 28 R J@ N IR B - ADPKD
BREERALIN R 2 R4, e G MEgi. ADPKD 2K FMA, KFHZEYZ) 400/1~1/1000 [1]. {HF}
W FURIL, £ 8T% U A ADPKD IS} 22 Z e AL 1 BUw Bl AT BEBUR 32 57#4&, ADPKD )
BT REPE KA [2]. FRIEZH 1500 57, L—FEETE 60 & i At ONIREAE[3] [4], £05IRE
i 8 1H) 8%~10%, ADPKD LR g4 tH 53 BURFEAE I 55 DU K 32 25 R o RS o A Rt e A T 1 22
H S0%HIME R AL 2NN, s B LB R E AT OB AR, R s s R SR TR
PNiiEAP

2. BREHEMIREMSRENLHEIF

1985 4, A& PKDL JRHEAL T 16 5 Gu ik, (HE 3] 1994 44 K I PKD1 HE K {7 T~ 16p13.3.
1996 4 NZBEILEB ML K I N EUREE R PKD2 {7 T 4921-23. H #l ADPKD £ ZALHE | #2315
T JE Kl (PKD1) A 11 284 22 B8 B i B Rl (PKD2) I P EIU 2 Rl . Horh PKD1 & (5 i 548 (1) 85%, PKD2 5
15%, % 15%I1 8 M0 B FIE AN FE[5], WA 38 A IUH 1 20w 5 R 47 4E[6] . PKDL S L,
FHELT PKD2 [ PR B 5 9 ™ 5, 38 N SR B0 L 82 3T 20 4[7] [8] [9] [10]. PKD1 £ 46 4M4M 2741
B, BRI 11 ISR 2 3 -1 (polycystin-1, PCL), A2k, FRIKZE. MBS Th6g,
BAE B IE IR R B W B R 5F b AR b v FE AT R IA . PCL /RSP B3 s mm B R B R 2,
PKD1 25 G HAMIKESEE. Wnt. #3H T AP-1. JAK-STAT &(5 55 31812, PKDL HEH R
S RIEB ST H, TR TER A R, PKDL HE PR SAR Y A A SRR AL B R TC LR AR AN
BELTEAS, BT A B N TS ARG RAS . PCL K FFAAK 50% 5 KIS, PCL 5 4ih=
RHFEN . PKD2 H 15 MR TRk, JE =908 2 %8 A (polycystin-2, PC2), &5 1 izl
[MT)6E. PC2 [k Hh R 2 BEINAN M S 0, B DI Re (0 SR Fn A i e i . AR FL KL, PKD1
FEAE—MEF KA C.2085-2086insC A7k &1, X Pl T H2 Ak — AN IR R EAT I i 1K) 3 1 7 91| 22 1 4R
SR JE 28 1 (3 b 7 100 S5 AR B A AR R A XU 1T i 2> EL R M S H 5 8 UR A AR A s 1T PKD2 MK
DAERRA . BIY). To LA R SR e A S AR e A R A o (R R A — S K g P AR AE — MER R
A2 p.Ala696Argfs17X. p.Ala696Argfs17X RALH NN AT HE L 3 BUH G Uk B Ml AL 1 2 38 B (1) W] iR
i S [11]

ADPKD & IR LI B 6 3 B AT 2 Ul = RAT 0. RIESONR 0l 2R BEUR U AR
FUL BV FE SR, 5 - A TAIRET UL IBIEX - R XA BAR AU B
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R 9AR 300, PKD =K SR B R JE Rk 20t o o rp SOREBUR A U HLE FEA G 28, (A FE
S2, ZRE RENBERNAELE IL-18. IL-2. TNF-alpha (TNF-o)Z b 40 o R 7, 2285 B b o
K4 #4164 5 -1 (monocyte chemoattractant protein-1, MCP1) 5 2 3k & B IEAH 5% . « 3T 227
1E 1996 “EHE B IRFE Y, N AN R IR AU ) kATt 2 B4 4T PKDL, BiAH PKD1 A
A BEA G B, AL AEFENM, FEIRGY. BRI T IR 1) PKD £:X 7842 00 T T
FREEM . “ ZUATHEHEFU Ca e, TR BEURANZ RE W ARG, 528 EMHK
MEAmMEZEEEA-1. £FEH-2. polaris. polyductin ZE#8 /A 7E LT B AR AT Lok, PCL 048
L JE AR e i U P SR R T A R B, SR AT B R B G A . 4T 2R o A e A AR N
ENLENIA5% 311

3. BEREBHEMIREMSRIBNIEKRN

ADPKD Jifi e, dbEig. RSN R/ NER, AHHBRIGAREIR. B350, B4
(525, —RRAE 30 % Je A TF0A H BIG RAEIR - ADPKD ) 32 215 R 26 0 Ay e L o PRI BR o B DX 90
B X, WPRTER G JREGEE A, BRULZAMER IR, WM. B4a. MNSIE. O
JECPET  BRBEITG S5

ADPKD £ LT 1000%#f 43 A Az e I, T 36 A v 0Lt o e 0 17 g8 1) = BRI R R 2 — o &
ISR A W K, e B P I A T S ORI R L, AT R - M R R - A R R
(renal-angiotensin-aldosterone system, RAAS) B JEUMLE B 7k 3 11, SO i He SR T ey, oy I R I SO 1
B OIRe I, W EIEER, e nr PG| s .

2% ADPKD £ HI 1 BOREIR A PAIRR I f PR AR AL R P e o AL B DR A A R R IR, R JRL IR e
TIREE G A BRI A, BELE BB SN R B A 1 SR o L JRATI B A 8 — R
30 A, HILAERE., HILIREGEZE, kRN REERE R fE R K

B DX IR T IR LR IO P B T AR NS . SbE e g . BX S L T2 /EIERE
S, S IEI R R T IE SO s SR R B BRI R RO I R U, R EE AR 1B
Vape s B NIE MiEE VAT ST YR

ADPKD % KAWL R R IR, ML A S &TE R A AR SRR RAY . T w2 5E
Ko WAR RGN PATHEREYS, ZHEURE A 2 IR B, BT A BRI S5, Mt E s

ADPKD & H A RIS AT, IRERGS A T L M AN, 5 S R SRS . IR AR
% B B IR UTTE A K o

ADPKD T UL 2R K 2 AN 245, "B AMBIIRIEZ o R FEVERN AR TR . EPEZ 8 2 48 Z2 0 it 382 2 1)
M. . BREL. wRINE. AR RARSEARBESE, Hoh DUFZEM BN E WL, 15~24 SEEMNEH KR
K 58%, 35 % A BRI B 1R RN 94%, FTREM ] 2 58 5 T b — FF B I [ o5 L AR08 1) 49 K 020 AR
%, (A DhREER[12]. JEFEVER AL EFE O IFIRE R AS . =R A NSk S, Hd N3
ok IR R N AR 1 F 1D 5 55 B ™ B, ADPKD 25w il N Bl iR IR A 384008 12%, & S BUEE RSB 1
T BRI o PN S RKIRE AR T AR 0% T — M N5 10 48, Pl PN Bl KR 1 O HH AR T2 38 114 35% [13] [14]
[15] [16] [17]-

4. BREFEEMREMSREOISHE
ZRHNSWIRER KT 1994 4, ERRIEIREARPZERE, DTS HESED = RIMF %
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S, BEAIIED 3ANEM . BT FMRL, T E B B A R A B R XS R,
>3 ANE TN, ARSI, SR FA R A BRI AR . 2R BF AT IAEHS B . CT.
PSR SIS dE R . AT LS XUR IIREsh AR B 51T T RIS, BRIz Ak A
BARX TG ETSW AL A2 EE MW+ B2, HATIRAR L 322K sanger Ml F 1T
—REEENFEAR . A2 TSI 202 BN CT, HrpEik Bi#Ra, eagusitea. Lol
TR Gt RERILS . B BIRKIZHbRIE: X T4l /N T 40 SHEE, £ FiER 28 3 M5
Rt RERS AT 2 XTT 40~59 B IEE, - ANEMED 2 MEMBEY TS W TER KT 60
B IEFE RN EAEED 4 DBESBIW 12 . B A DU 0.5~1 cm AOFER T CT &L 0.3 om UL L%
i RSEREE R T B . RRBEIEHR M BRAGAG HH TCRER AT PN B KSR ) AR 3RO 9%~12%, A& — AR A 4
f5[18]. CT X /T 0.3cm HIFEMEEUREERLAR, AT DSA KL, (HRVERIE TS B ER KL,

5. BREHFEMIREMSRENKRFTTHERAEFIER

ADPKD ¥ iU (A S S HUe B R . B SR B 5 10 I S AR (WTKV)(E[19]. b 5 et ik
BV Z TR I PR SRR R (G hR)) 4 HHERE AR I SRR AR G R R M ATV ADPKD (2,
FEL CT. BMEILIR, 2 MG s i v T B B AFB(TKV) Pl . (A ] G I
RP-Al . 5 2R IR BRI S, BRI A ) MR T2 DRSS AR . S MRIHHEE TRV Bk 7
ERAE GELS-T BB R R A B XU BUE, BV IE 5 8 Bl 2 S IR S T2 25 EIHE,
8 H ITK-SNAP B E-F T2l — 2 BUE R B R 5, SRS REE A UHE TKV. ADPKD (1) At fés 6 A1
RAREERAR, F. R, AE, SifE. JAKR, FrLlE/ekiEd 2 (eGFR). & HAK(ACR). IMLifk
PREZ(SUAVE AT FF VPl it g o BRI, MR A bmic i) %5, an o s R AR i #6 i A4 LA
F R Z ARG ZRRAGIAMIFR Y, R T W 1t e AR 97 2401 [20].

ADPKD [##f B4 BURR Y 54 AR 07 55 0T LA AR, 1 3 ADPKD RIS A8 4R, 2 2k Al
PERISAASR F 3R 1 28 SR htTKV 7 732 5 AR, A3 K2R < 1.5% 010 1A 2, AE K2 7E 1.5%~3.0%
Z BN 1B 25, K ALE 3.0%~4.5% 2 [A]ff1 1C 28, K RTE 4.5%~6.0%[1 K 1D 35, FiEK %K
KT 6.0%M4 1E J5. Hrp 1A T 2 REEwiEREg, 1 1C. 1D Al 1E WK B E gk Rk, it
AT LAXT ADPKDA i@id PRO-PKD 13 AT Gl s 2, 70 AR, iy m =4, JKE ADPKD [#-F-34ke
4 70.6. 56.9. 49 %,

6. B EARMREAMTZEBENIRTT

Z B ERIRYT E AL TIRIT RO, SRR, IELZ M AR K A F D RER AL R P [21] o BRARTE 77
ST APEIRTT AR E R B RIATT, RPRERIT 65 RN TT FAMEHEYT

SR BHEH G ERE R OEEY, WERATHERE . R T RER IR Bk S & 155
TR P R A5 5 5 e IR J ZRE R OR) s A e IR A B8 AR RS B (RN T 6 g B h),
ML s R SR R s B S E A REYOK, REFRE >3 ULd, RBEIE
JE <280 mOsm/kg. K2 ks FHATE 7R ol AR viE 77 sCER B R 3G 3l 3R LR I BRI AR
B BEGRHZUA S SRR 2 A, DA BN 240 i oM R SRR T R, AR AR AR UK
¥, wHIEGREY . AWARER, REA L TR IR A B A A R, T 2 3R B I B RN TR
B A 7= A R, AT A o A A B I A 2%

YeE e 1 24 28T VPl ADPKD HIBEREE, "B Dhae & TKV A& VP 5k e it 2 258 bR, 1M
FESI W S ThRE S B A8tk . PREE @R ADPKD J/23F GFR TFREZE > 2.5 mL/min/4E FHg By 7Y
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1C-1ETKV 4K > 5%/4F . 1A Fl 2 K EF BRI RIS, W R TR ENER, AFHERKIGIT. 1 1C.
1D 1 1E WREF B R, N7 LAkl pfh . 7 2 BB A EEAF LENER V2
SAR(VPV2R)EAH ] FENE AT YEAGIES IR S5 D 7 (CFTR)BELIT A7 35 & J 2 B (MMPs) BELIBT 77 . 5%
BRI Bm 2% . Foh U N E 3 V2 24k (VPV2R) RS BT 1% 1 (tolvaptan) /i M — i HEHE (K
W, HA)HT ADPKD Z4F A7 2590, FLARS 4 & fr H A K S 2545 FR2A JI0F I 0 —Fh 10 A R
FIMEZR V2 RPN, oo B AR, BEE X I BRI, St F
AL ORI PRI 20 b 570 S5 A E[22] 2018 AFEFEARE I 3R A5 36 [ & S AN 25945 22 =) (FDA) fiL e, FHT
1EIT PR i R B A ADPKD 5 [23], B FREmEE S AVP 24k 44, #ifH] cAMP-PKA 18 2% 130, 4E
2% ADPKD & . 35 [ #5 B (Mayo) i R [ 22 0 Vicente E. Torres # s SkATATHE 70 #5874 1697
Pt el ADPKD HIGIRSE IR FE[24], CAEB RN AFEAGEIH R 208 1842 TKV B3GR T FEAIC
eGFR, 2021 4F TEMPO 3:4 SEEGHF 70 (B8 — MBS IR T ADPKD J7 350FH 22 4 M [ BE AT HE S0 S5l 7R 1%
ZiPIEAR eGFR HAKH T 1ESE TKV [HEK[25], REHEH THMAEH, HEEEZIK. R, ®IR.
FIE . JE55[26]; JRERTHEr BRIE F AL A 25 40(CYP3A I 750 HA ELA%E I A R AP v, A7 76 )™ 55 AT 40
Jf 75 1 XS [27], BT DASAE 538 5 22 4 () 2 38 B % (PKD) 254 . WF BB 6 0, PRNEL J (CPX) Bl JH et it
(CPX-O)i it #r Wit gk a1 i Ik 72 AR AN (st 1) 7 s iR R B B i 3R08, iX—id #2 5 PKD H it it i
DA%, BARIT AL RN PKD 193 77[28].

ADPKD & # i id SN AR B TT 7T 18 B G i FE AN BELLE B A AR K, AR RRISBA &, H
AL B 77 SR S A A L o v I RS R B B R R R R IR PR B 3. 1911
R T LRI A I B ROR SE IR . BRI T RITER 2B E ZTREAR . ZRE ETRER +
BARIEA . 23S F AL, ERME T UIRRAR.

ADPKD & IHEM A ESMNEHEIT : JLTFrfa 1) ADPKD &35 #4 I milE , 78 i I )40 32
BUR PR IR B S ARG TR %, SURAER RIS TAYIRTT, B IR 252 M B ok = % LB 1
FI(ACENZE, 4E#LE 18~50 % H. eGFR > 60 mL/min f &3 il i JE 42 %10 B AR < 110/75 mmHg, 75 11 if.
JERLFEHIFE 130/85 mmHg LA [29]. 25 A RIS IR 7T LR B ahikie 2. 2 LTURER. BUIkR
AR A IR — B — i M, ™ E N T 4h TR R 2, BURAMERTR A 2 3 LT AR
Z RN RIS B VIR AR AN RF BT IRYT . AP N AR, SM— B RTIRIT, TS T
1R FUBGLIAR T IR B A ENRAR R, K E 2~7 R nl i ik, AR R MR R i 3 DL 4T
(254, iR K v 2% B ey . M. PIBR—M'EAT; ADPKD BRYLR), MARYEM. JRE;FR
g Fk A RR VA M DUAE Z (MRS . S5 v A B PR PR A o BRI mT L Ak A TR SR A A A R
LW, PUERIBITRORAE, RN E R > 5 om AT AR 2R 51 IATT . B LAY B IR B0
WE KIAIRA B, Hr= A m ) g IR A0 5 B N BEIE 2R 25 RN 2L 2 —, SOk
KR = AR Sk A TE 25 AR R AN T ;. ADPKD B35 & IF B 45 A i NS B 38 200K IR HER , iRIESE A
FRAIAL I FHAT I BRI T MRS, A 4s A K EH I QI RRE AR I rT 0 . FAREUA s ADPKD 3% & 9F
PPN Bk IRE B AR 20 R A L B KNG B R MR AMRIE Z B =B, B B,
PRI I AR . AR RS E IR . (FARVIBRIIEME AN mE Y. KEHBMm. A
ReEdl i m iR A IEIR SRR B RS 2= a0 . TR R VIR 2 256 Bm I AOEW) . H
M iEdnfs. MEREA . ABERH) AR T2, HFERKEERE . BEEsE2EmEVIRARRGIG /. KEHR
TS o AR FE B N RO AR B >, 2 3 S I B IRk (B TR > . E AR R
BARZ RHZERGR, RHGEEESERRD. )

ADPKD K% ESRD #MUAYT ik F A MBENT. IEEENT . BRE=MINE. KR e
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T, NS

BAERIT, (AHTEIEMAETHERE, K2HEH A REZ MBENTIRIT . BT ADPKD &3 15 UMY
RALAFA R RIS I b 0 BB T AR gD, S I I RS AT P R, TR Tt im 77 B e ) SRS, 0 3 1ML Vi
1, {H ADPKD A 5 JE 375 A Y 4% S

ADPKD & —F ™ & ()18 AL 50, e S BRE KT B i nT LU i 52 RS DA Je 36 R 2% 7Y
AR R A (e 4, U IE R P E ADPKD 3% HA ks ik, ok BT ek 2, Fih
TEB BT RIR, @ RS2 IR I B A, H8 SR AR & [30]. B W FC AW ER NI B IT 2
RGBS, H Ao+ 2 35 FR AL BURER AN A 1 it — 2 et e R 986, (5 H #T ADPKD
PIATE R, H R S A 2RI T E A R, AF R — R R S pr s s A e s, BRI B ARR
JT1E ADPKD {17877 4 %5 T )5 8.
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