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Expert consensus on genetic counseling of carrier screening for autosomal recessive
polycystic Kidney disease
Work Group on Genetic Counseling of Carrier Screening for Autosomal Recessive Polycystic Kidney Disease
Corresponding author: WANG Hua , Email : wanghua2l3@aliyun.com
Abstract:  Autosomal recessive polycystic kidney disease (ARPKD) is a rare and severe monogenic hereditary disorder
characterized by renal collecting duct cyst formation with varying degrees of gallbladder hypoplasia, biliary duct dilatation,
and hepatic fibrosis. ARPKD often occurs in the perinatal period or during infancy, and most patients die during the
perinatal period or infancy. Therefore, it is of great importance to conduct ARPKD carrier screening and prevent the birth of
children with ARPKD. However, there is still a lack of sufficient genetic counseling capacity for ARPKD in China. Based on
ARPKD - related studies, guidelines, and consensus statements in China and globally, this consensus systematically
summarizes the clinical, medical, and genetic knowledge of ARPKD and elaborates on screening methods, target
populations, screening processes, and pre- and post-screening counseling to address the current issues in ARPKD carrier
screening, in order to standardize the application of ARPKD carrier screening and better facilitate clinical practice.
[Journal of International Neurology and Neurosurgery, 2024, 51(5): 36-42]
Keywords: autosomal recessive polycystic kidney disease ; carrier screening; genetic counseling; expert consensus

OGO K B £ 8 T % (autosomal recessive ARPKD 8 & 7 20 % /i 7 22 47 5 UE & 176 97 (venal

o [ %71 B

polycystic kidney disease, ARPKD) & JL & %% 4 ' I %5 9k
(1) 2 KR GE T LR A T K0 % R 10T ~ 4007
ARPKD HYRHIE S B IEFIITIE £ 2052 2, HAh# B R G
T RESZ Bk KL S o S A K L 1A e 52 22 DL
O JLAE TS R Ak, B 50% 1

EE£WB : FEELSUEITRI(2021YFC1005305)
rfE B H#5:2024-06-21; & 3 B #5:2024-10-05

replacement therapy, RRT)®* . ARPKD 3= % J& iy {7 T~ Y
(RPN 6pl2 B £ 38 W51 % 2E AT IR 1 (polycystic kidney and
hepatic disease 1, PKHDI) & F () 8505 2 F 5| # 1y , 2>
Bl DAZ A EAE HHE A 18 H (DAZ interacting protein
1-like protein, DZIPIL) Z: R AEOR A S r s 8. FL

BEEE : L (1965—) , L, A L BE BE, TR, Bt LR AR, EROAFR AL oA JF7 42 LB 7 £ 25 A2 BRI B AT 5

Email : wanghua213@aliyun.com.

https://www.cnki.net



o [ %71 B

2024,51(5)

G0 VAR B 20 40 B AR 8 i A AL T ) e AR

http://www.jinn.org.cn

THOLT , 24595 1 (polycystic kidney disease 1, PKDI) %k
PRI AL 46 {37 i D] 72 S5, ] 36 Bl ARPKD B I 52 2 3¢
TS ARPKD AR R —Fds Yo oA Bt it A 500 , 45 K32
P51 R — 56 0 SO PR AR S, AT AR ROL B KBS R
25%, 5 1EHIEE,

i ARPKD % i [R] 4 g 175 7™ o, L HUG 4825
T J'é ARPKD #5415 2 i 2 , BT ARPKD LAY A A
AEE A RN R B G R . BT b, PG
P53 0 A R RATE T I W B A B SOk IR I
BUTE W Al OB R T A R A R U A OC
ARPKD #5415 #2519 5% L A B0 45 110 0 19 a8t 4% 5 1)
BN, BTETS TR PR B2 I B S 56 28 N 51 1 S 2
VIE A 12 & $E A B0 A & RUBE PEAh & AR & POk
5.

AR R IR BT AT 1 2 L 2 o AR R ik A T4
R BEERUANR X T AR S B o, MR kR
Mo — 3 LT D3RS 50% B 5 FH B9 AT, AR
LS5 # O K T 20% , A 2 AR A
PR L
1 ARPKD#EA
1.1 HBREE

1L 90% 1) ARPKD 8 35 J& i PKHD 1 3R (1) 35 or
FE N FOR A TSR . PKHDT 3L & 7 T e ok
6p12.3-p12.2, 4= K 21 472 kb, 4 i 7 51 E 0 12 225 bp,
15 67NN T (NM_138694.4) . 7ERAS PKHD 1 HFE
FEl N30T & 305 ARPKD M5 (3L R AR 53 . PKHD1 3
St () 7= 1R 4 074 4> S TR R L 41 I 1) 21 Zi 4 R 2R
[ (fibrocystin/polyductin, FPC) . FPC J&— fj 32 {& £ 15
P, T T A0 T s B R 9 2F B b, 4 — MK
AN N R Ui 1> 285 45 R BRI — AN C Aoy, 76
FIEE A RN IEAE 3 ke AR

WAL, 2% ARPKD 9% 91 2 FH DZIP1L 3 PR S0 1 A5
SRS, DZIPIL 3 F @ AL F Y ik 3q22.3, &K 49 53

kb, 4 i 5 51 1 B Ol 2 304 bp, 608 16 S48 B 1 (NM_

173543.3) , 4 fi5h 7= ¥ o th 767 A 2 JE TR 5% 3k 41 Al 1)
DZIPILZE . % ot — Ml s e L e L T2F
B U XA R RS AR X R EF B IR A T g
B REEMNMEH,

ZHGEBLT , PKD 1 HE R BURMEA A 8 5 3 30 e
B M £ 2 B (autosomal dominant polycystic kidney
disease, ADPKD) ; B/ B0~ , PKD 1 5 PR 9 W5 A7 3
KA 5l 2> R B 5 ARPKD AE 5 A0 LAY 11 IR 28 24 .
PKDI LR E AT Y 4R 16p13.3, 45 K 29 47 kb, i i3 )5

51 K S 12912 bp, L % 46 4~ 4h B F (NM_

001009944.3) , 4a T 14 7= 4 & 1 4 303 >R L R A W 1) 2
W 1 (polycystin-1, PC1)"', PC1E—F 11 K5 HE

« 37 .

https://www.cnki.net

F AR RS2 A, 228 7 T A0 BRI 4T & A e
R Mk M BB BEAL . PCL 5 PKD2 JE R 4 % Y PC2
W EZ AW, V7 2R 550 I, DAAERR I 5 0 B NS 2
FRITIBE

ARPKD ' % i (19 T2 ALl 1 AS 58 4275 48, T Ak 5 21
BORFEAEIC . WIGET B2 A5 PS5 38 B 1 T i, O HL2
B AR L & B AT A A AE R . B FPC 2R
FIA B 2 S 80 BECR WA fK 46/ . DZIPIL
AR S SR AT B T RE, TS 20 ARPKD 19 9 4

nji,]'%[n, 15-17]O

1.2 lERzHR

ARPKD 1 IIfii R 2% B8 = B mT A% | 32 22 838 KW ik
JFRE
1201 BREAIL 7E [ =1, 3250 U0 T R

BRI RE AN B RS 2 AN
JR IR 1B T A T B I R S A AR AR L AR Y
BOLRTRE /NE DR, RS2 3R v 45 D) RE DGR
AR IMAE B e i s S5 R 5 B A AR I 1S K, B IR K, OF
PR Z2A JCHRE I | B (] 7 35 | R 5 oAk 25 BT Ok
Z B S RO 2R W 5 (end stage renal disease,
ESRD)""*',
1.2.2 FFREARIL  FEE =W, R RS RAYE 2 41k
(congenital hepatic fibrosis, CHF) S5 JIF 52 i AN — |
JERFABAE G 5K (= % R ) 46 5 AE I F R JUL T i #1
PEATHE TR A 1] ks T CRLAE AL R | 45l B
Jok i ke ) FRARAS 4 5
1.2.3 Hte kI ML, AR KD T EK,
MHSENE B AR, 55 L 30% K38 LI )
REA A= LSBT,
1.3 ERBSRAMMBELME

ARPKD £ 35 (995 B i 28 )2 15 5 PKHD 1 25 R A8 5
T YIRS o LS ] 5 [N 35 i e AR S, R
B RAEAEY AR B, RTINS AR G T
Wil Je 2%, ZHuR B e A LET: . AR 20
Pty — o S L w4 AR A 3 A
FR A AR 5 ¢.107C>T (p.Thr36Met) , 24 &5 fir A £ )8
5 20%

BEAN, 32 PKHDI 3 PR S35 1 (14 X S e p s R 7y
W E TENEH . PKHDI3EH A S50 FPC & H 1 000-
2 000 {3 Z FE R 1 e R R HoA R FPC & A
709-1 837 v & SEMR 1) 2 A48 AR 5, Bz XSk ) 1445 L
AR SN AN TC SR SR D R A R . R
FPC & 11 1838-2624 {3 24 FE 1R 1 4t A% S5+ 1) £ 35 38 5 I
UIRERS . 2 FPC R 2 625-4 074 (L 2 FE R 148 5 -
2R RF O RE TS A 5

DZIPIL R 7E 5 iy § 2019 ARPKD 2 #4 PKHD1 3



o [ %71 B

2024,51(5)

G0 VAR B 20 40 B AR 8 i A AL T ) e AR

http://www.jinn.org.cn

AR S5 5E . DZIPILSE AR S 2 B i v B JF R
TR G R R AP R . XS (R 1 R A s U S
10 583 5 SR AR S R R AR (L Fe A

PKD1 58441 i (CAnAE SR ) 1 BUA5E Ao 35 PR S0 A2
SEFEIRIE N, Y PKD RS 7 3 N BUR AR 5
A48 5> — AW AR SRS AR AT g RS A
PKD1 KPR A0 A2 5 5 0 B AR S At A I, - 7
i LI BV JE B R i, 55 19 R R TR, TS 251 b Ab,
PKDI XA A3 H PRI 85 728 S5l vl 5 330K I 7 B 1Y
EE@%%'&ﬁ(polycystic kidney disease, PKD)56 %)
1.4 &7
H B, ARPKD 7 fift = ¢ 5 PR RO VR T, 322050 I X AE
SCREGYT AT BE /D G A B U R A s 14 38 301
JEAE W I RGN UAE B D REAN 4 A A T K
FE FERUIF D R g 4 12027
2 ARPKD¥EHZETHE
2.1 #BHE

PEARIE , ARPKD 7E-JE S Y | Hh 5 Y R 58 i3 5 22
JLH R 3R 1/26 500, A0 >4 T8 R B 25 A b iy iy
SAELY N 1170178, TEIT SR S5 22 1 W o 0L 2 AR I
NRE R T RE T > . BIFSY R, ARPKD £ 2% %
B A LAY KGR N 1/8 0007 . H ET, — I AT X 3K [
33 104 {3 B 3% A 445 47 2 O A 19 2 b0 0 58 R
PKHD1 3D 54 #4550 0.949%
2.2 TREFE

FUAT A B PKHD 1 HENAS 5 >95% JJ 2N A H
g A8 5 (single nucleotide variant, SNV) Fl 4 A/ft &
(insertion-deletion, Indel) ,<5% & PKHD1 %X K F B i
RIS DZIPIL AN %0 SNV Fll Indel, DZIP1L 5
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i) HL A B R A UG o ARG 45 S s Ry Ay 2 al R
B, W TN B3 A 5 5 60 R JE nT BB ARPKD #5747 %,
IExt B A i R R R AR s A i
3.3.1 HAR XA WA EHEEE T YR ENTY
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FPEAT AL 5 B E

PHE

L.

“BHME+AA TR 45—y &5 S R B 1 55— &
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