Advances in Clinical Medicine §REZ3E/E, 2022, 12(2), 928-932 Hans Xl
Published Online February 2022 in Hans. http://www.hanspub.org/journal/acm
https://doi.org/10.12677/acm.2022.122135

DZIPILEFESELaAEMIREZEERN

R AR, BRVE P
PEEREERRFEA R ER T AR, B Pk

ks H . 20224F1 A 11H: FHBEM: 2022582H4H; KA HM: 20224F2H15H

R

B YR 18 1 ik A% 1 22 B85 % (Autosomal Recessive Polycystic Kidney Disease, ARPKD)® )L ZE #1&
SRR EERRE, BRI NPKHD1RARPKDME—WBURERE, AT, HIEFTHKARPKD
BHBEBRWBRTHNPKHADIZER, XAKKESBEZEHRTBRL. RENFRRRA—/NES
ARPKDR HIDAZM E/EHSEHL (DZIPIL)ERHRZ &N . DIIPILRTEFANRAT BT L E
ARPKDHJZHE, ABFFLARPKDIHI ARG R T H 7 H . Bk, A48 T DZIP1LH)SRE 5 PA K&
DZIP1LI)Refh 516 BV ARPKDZEE MR AR A RERIMLA], BEER B RE X ARPKDE AR T ## .
eI 4L

WHEAREREESEER, DAZMEEASERERL, SEEHFERHL

Progress in the Study of DZIP1L Gene and
Autosomal Recessive Polycystic
Kidney Disease

Yang Zhal, Lijie He2, Peng Zhang?*

Xi’an Medical University, Xi’an Shaanxi
2Department of Nephrology, Xijing Hospital, The Air Force Medical University, Xi’an Shaanxi

Received: Jan. 11", 2022; accepted: Feb. 4™, 2022; published: Feb. 15", 2022

Abstract

Autosomal recessive polycystic kidney disease (ARPKD) is the leading cause of inherited kidney
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disease in children, and previous studies have suggested that PKHD1 is the only causative gene in
ARPKD; however, not all patients with ARPKD can be detected with mutations in the PKHD1 gene,
which poses a problem for early and accurate clinical diagnosis. Recent studies have identified a
small proportion of ARPKD caused by mutations in the DAZ-interacting zinc finger protein 1
(DZIP1L) gene, and the discovery of the DZIP1L mutant gene has expanded the gene pool for iden-
tifying ARPKD and provided a new direction for studying the pathogenesis of ARPKD. Therefore,
this article reviews the characteristics of DZIP1L and the possible mechanisms of ARPKD cystic le-
sions caused by DZIP1L loss of function, aiming to improve clinicians’ understanding of the rare
ARPKD gene.
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1. 3]

% %5 (Polycystic Kidney Disease, PKD)& —FKFETE I MG R RIS Wi i) . FE R A B AL AIG K 7
P 2R LR [ 1] PKD FastA% 7 A 46 S MRt AL A B Mgt A (2] [3]. & Gt AR Ba MR it A% M 22 38
(Autosomal Recessive Polycystic Kidney Disease, ARPKD)1] &% %} 1:40,000~1:20,000, 7E'EERIN'E
J R v L AN [ R B2 ) D e B, AT JHC o 5 L= A B8 L 2 A gt th I G O, SR Ao B L
ZH'EWi[4]. ARPKD KJw 5., Tifa2, HEMFSHN T30 B0 S a7 Aoe K NS a2 2
KEE], HET ARPKD [3E K 3 % L PKHDI ( Polycystic Kidney and Hepatic Disease 1)3& K43,
K% 80%H) ARPKD ¥ AL T PKHDI1 K R4 . SR T-llm PR ARPKD R B # JF4F B2 fE
g kil 21 PKHD1 JERRAZ, XJ 11X 48 PKHD1 JE K AR YR AFER 12, —BEWIEIRIREIN. T4
KR T %2 ARPKD [ 53 4b—AMH AL i ——% 65 DAZ M BAE FHAEFR B2 11 1 (9 5EK DZIPIL [5] [6] [7].
DZIP1L RAZF: A it i) 8 F 5% W PKHD1 2 R4t i & A # e IR |, S 54 BNEH, X
A5t ARPKD FIAENLE] K2 Wit 77 . A SOzt R S5 ARPKD It 7Lt @it iT45d, B
FEBR w1 PR 2 o 22 3 B W L 1Y) 1

2. ZWESHE

7E ARPKD. # 4Ltk i 1 153 4% 1% 2 38 5 9% (Autosomal Dominant Polycystic Kidney Disease, ADPKD)
PAR H At R IO BEVE B AT B 45 S AR, IZRET B2 B TR i i foe B L RO 40 2% (8] [9]. i 1
PR, WIRETBAR Db ez . FERAR LR 2 AN I XA B 21 B2 DAUE N R A0 2, B
— AR O AL R 22, R B SR T R, PR FUBA SRS P 22 2
FHCPARE T A2 10 25 JER S AP A0 ik JE A (8] R AR 4 I PAY o ik JER A 5 1 PR Jo ) G 902 2 4 ) SO ko A 24 242 [ S £ 4
WA s R JRAR RNl 22 2 [ A7 AE — b X(TZ) [10]. AT0U0 5 H B0 R SRR ) £ & EAFAE 2
B9 1, ARSI SRR L S R 40 A, AT Dhse MRS, merEn
SARGHEAN, KEMEIKIEESRES D TIANMZHEE, dEXEEEH LT BERZmN
MERGHIER .. FERSWEEE TR R LS, MU FHEMILM, o FELA4EL. Fi T
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W SKIERERRG . WA ERIE . ANIRIEIR R B A R ACERSZ 2R EIA11]. CAiE R ADPKD £ 25
JFE PKD1. PKD2 4mfdf) 2 3EHE A 1. 2 (PCl. PC2), LK ARPKD [ WIEORIE K PKHDI %
T () 21 4 2 B L (FPC) € RLAEZF 6, AR . 1) B PR SR AR 5 3 g R P 2 1 Dh RE 2400, )dF 1T s 21 B K Dy RE,
Z 5 SR [12] [13] [14] [15].
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Figure 1. The primary cilium basal body. DZIPIL is localized to the primary cilia basalis and interacts with the transition
zone SEPT?2 protein (Figure not to scale)
1. MRAE - BREEEAH. DZIPIL ELTHRAEER, 5idEKX SEPT2 EBHEEER (BIARIZELFIL2E])

H—TJi, FEENGSTRSEAMRES), ARALANTGE LGFEZMES ST, B3 G &EAMH
RAZAR . B TIHIE . FRR BRI 2 R 25 WAG S ek 16] [17]. bbb, WAL E E 1 Hedgehog (HH)(E
G, WHEIYIRA B AT HH SR KR 1R s R 1 b 75 ([ 18], Dzipl A1 DziplL (3K
Dzip)ZE R & B 5 FE K Iguana AZSFIVEY, Iguana/Dzipl ZwisrIEETE R A& B M 4542 i) 5 A
HH {558 SFr L %11, Glazer IE5E Dzipl i (e #E4T B K A 540 HH (55 % S, IF H¥ Dzipl Al DziplL
SERAENI R A BIEEAK[19] [20] [21] [22]0 REBARRPLHIEAE R, (HIXLE K IEY Dzipl/DziplL H54F
B BAFAERTE I R [23],

3.DZIP1L EFS5 ARPKD

2017 %EH Lu N8 — k38 7 DZIPIL £ H 2 ARPKD HIBUR R K, HAE 5t b\ & S e AN 4%
KAMZE 2P 5§ ARPKD & )L)KFL T DZIP1 4i& 74 X548 . #F— B i K PKD £ &
FHI R ORI T PN RIR R KA T DZIPIL 464 T3 RAE[5].
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DZIPIL 2K 4 DNA K2y 53 kb, £ T 3 ‘T4 (3q22.1q23), 5 53 MgEEX, 16 MIMNET
RIS 767 NEIEFR ML Bl I X & (4 DZIPIL, fER MR 166~189 [X B4 —> C2H2 MALFe 7,
TER LR 205~406 X [MH — FR 5145 Hh g5 F 8

DZIP1L g S fe st 28 i sl i) EL AR ML M AN B . Lu 22 NROSEEe R, #5709 DZIPIL BhReHt ki
N ERANBE S A R I T ARPKD 3R A, ik — B 501E T DZIPIL Wl figst ARPKD HIEUREER .. K~ T
PR7E DZIPIL 2K () Th e, WA E T DZIP1L {E40E P 8 17 T 91 4% £ 6 B A U R0 366 T )t g, I
5 Glazer 58 NIHF 5 —50[22]. Glazer & ANHIHF SN DZIPIL fEVIR AL B 22451, T Lu
WA I DZIPIL Dhg s A I rp 41 B B R AR Z B, R R IL FPC & 1 A E 77 Th
SRR . B e S vk, BRI DZIPIL 54 B X Septin2 & H(SEPT2)MH H 454, SEPT2
M54 FREX B MR E AR, A, DZIPIL JyREsIE A &I PCL. PC2 7EHREK
A B o3 A 5 T O IR A AR AL, (BAEVR AR B2 AL 2 AT s>, #E PCL. PC2 MR BN Bl iz
2 BIBHAS, 454 DZIPIL 5 SEPT2 MIHAEA, DZIPIL Ihfgszisem 7 Bl X iak, 2k S5
B EFEI (1) & A2 - DZIPIL 8% DjRe 5 ARPKD $E kA= & f i) BARHLHE A Fe i 5T, {H DZIPIL (KK,
HAKHEFE ARPKD FIBLEIFR AL | — AN BTy ) ——2F B JEIX [24].

T DZIPIL RA(E ARPKD f (5 LEANE] 1%, KB EFEGE /N T PKHD1 %45 S8 ARPKD %
1%, 5t 5 AT BE £ B, DZIPIL 5838 S350 ARPKD 5 8 B IR ZE PRI K L R [RIFE R 1 B DhRefass
DAS) LA IR S i s s A 1 B 5 BE R T R o A Tk A S0 1) PR 8 I A £ 7= i 3%l J Lt
W I, AE B — ) SR P2 PR T . DZIP1L 2848 #2870 s iy B A ke 52 e PAC IS R 0 7 R P2
o A SEARSE A S R TR R R 5 2 /M DZIPIL 5547 15 (8 ) 25 AR B 2 4L, PKHD1
FER9AF 1) ARPKD 823 5 HATAT 3T, DZIP1L 2848 1 g A LL B mT RE L PKHDI1 B R AL [25].

4. ING

DZIPIL 7B B, Nt ARPKD [IMLEIFRAE T H 751, #7E T ARPKD % e B 5 2
HIRMSLIG KB DZIPIL 842 530 PC1. PC2 £ ERIEZH, HAKM FPC FREMEN, EXRIIFEL
ARPKD # /it BITE oA AN E LA, AR — PR &R . 53 —J71i, DZIPIL S¥I%A BRI X &
(I SEPT2 AHEAEF, S 53 BMBFREINEH, XE MR T BRI X X —40 f 2% T 45 Ak th 2 R ORI
% ARPKD AIiALHI—NJ5 1A )R H AT DZIPIL RAZFHHIAZ, (HTELUE ) ARPKD LUK HARLE
CEAE R F WAL RS W, B4 EE ] DZIPIL,
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