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# 3 HERCHEEEOHS PKD 25

(24)

VBB EURTSZLL YT
i P il %
Buk2 R ZVv-AY7b RTFAVVY
PKDI 8(9.8%) 14 (17.1%) 4(4.9%) 31.7%
PKD2 6(7.3%) 3(3.7%) 2(2.4%) 13.4%
aat % 17.1% 20.8% 7.3% 45.1%
goooooao
ogoon

JP 2009-544314 A 2009.12.17

F4: VIMIBIUAT I AR, 01220y FUE—NLRR), £J MR RBUE—NPKD-R).
JIEV—DZAEEATARED). BEEGE (TM) . 31VEIAIWCC). HiMARZERN). ZRIZOVWTOSE
ELTRSE LI ANEZ ]

ER £
ID T2V FALY | B
cDNA ynsn faka k¥ A7 T A AL

PKDI sy

ZV—=A¥7
JHUIL11 | 559delTTTAA| NI116fsX 117 3 LRR2 1/164 N.
JHU568 1124insCT W305 fsX 334 5 PKDRI1 | 1/164 N.
JHUS582 2291insl P694 fsX 713 10 1/164 N
JHUS85 2297ins1 A696 fsX 713 10 1/164 N.
JHU15 5225delAG R1672 fsX 1721 15 PKDRII | 1/164 | 1,8,23
JHUS08 5365insT V1718 fsX 1770 15 PKDRI2 | 1/164 N.
JTHU613 6666insG D2152 fsX 2174 15 REJ 1/164 N.
JHUG611 6881insA P2224 fsX 2261 15 REJ 1/164 N.
THUS577 8713delT F2834 fsX 2874 23 1/164 N.
JTHU600 9134ins1 P2975 fsX 3068 24 1/164 N.
JHUS79 9536ins5 13109 fsX 3317 26 2/164 N.
JHU609 9536ins5 13109 fsX 3317 26 2/164 N.
JHUS599 10239delT L3343 fsX 3395 30 T™3 17164 N.
JHU104 11587delG G3792 fsX 3824 40 1/164 26

FreyA:

JHU605 483 C=A S91X 91 2 LRR1 1/164
JHU567 4517 C>T R1436X 1436 15 PKDRS | 1/164
JHU108 7006 C>A Y2265X 2265 15 REJ 1/164
JHU563 7499 C>T R2430X 2430 18 REJ 1/164 2,3
JHUS593 7877 C=T Q2556X 2556 19 REJ 1/164 N.
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(25) JP 2009-544314 A 2009.12.17
JHUO83 8267 C>T Q2686X 2686 22 REJ 1/164
JHUS574 8639 G>T E2810X 2810 23 REJ 1/164
JHU620 | 12243 G>A W4011X 4011 44 T™Y | 1/164 | N.
ATILY VY
JHU572 IVS4+1G>A. Fr—ib o R % 4 1/164 | N.
JHUS80 IVS19+1G>T, R — iR rn k% 19 REJ 1164 [ N.
JHU573 1VS24+5G>C. Fr—iflrm R % 24 2164 | N
JHU595 1VS$24+5G>C. RF—iB{imxk 24 2164 | N.
PKD2 s 1
ZV—=A¥7 b
JHU586 2226insA 72015X 11 2/164
JHU116 2226insA 720X 11 2/164
JHUS91 | 2422delAG 786X 12 cc 1/164
FreyA:
JHU578 982 C>T R306X 4 T™M1 | 2/164 5
JHU583 982 C>T R306X 4 T™I | 2/164 5
JHUG607 2224 C>T R742X 11 17164 6
JHU594 2680C>T R§72X 14 3164 | N
JHU566 2680C>T R§72X 14 3164 | N
JHU608 2680C>T R872X 14 3/164 | N.
AFIAV VT
JHUS562 IVS7-1G>A TaET IO R 7 17164 | N.
JHU105" IVS8+5G>A FF—Bfiam Kk 8 17164 | N.
oooooao
oodon

51 AT LR, B2 UyFUE—R-2(LRR2). 32 EHBUE—RNPKD-R). iU —DZ%
HREALA(RET), BEELHE(TM), 21 IVRIAIL(CC), HiBlaZHE(N), *RALAZBF DI A4 ARSI B

R B 55
D 7YY | ALY 3 T
e¢DNA BYNR2H 77 | =UR| LN ik
PKDI s v
THU11S 514-551delCAA N101del 3 LRR2 se4 | 17164
JHU107Y 1848-1851delTGG V546del 8 v 4 | 1164 | N
8892- ANS2894de )
THUS60 23 AGA | VGS | wits | 17164 | N.
8898delCCAACTCCG I
THU592 9905-9909del AAG K3232del 28 PLAT 1 K G | 1ied | N
JHUSTI 10070-10074delCTC L3287del 29 T™M2 T, 54 | 11164 | N.
JHU112 12597-12600del TGG V4129del 45 % v | ss | 1164 | N
PKD2? 5 T
JHU 596 374-378del TGG V103del 1 Poly-Glu s w1164 | N
JHU416" 1879-1882del TTC F605del 8 T™5 F g | 1/164
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(26)

JP 2009-544314 A 2009.12.17

% 6: | DFFEROT I BEEATHRFA. FEEHWERRIL, HEMEO IR0 (R EORIENT) |
I OIR I B A Z R AT T ABHFICBOTHINEN TOARD I DEAIEEBOT I/ BE L EA T 555
T#hd. Fp =UIHiZEE T 2TEM20; Fm =UIiE R T 5. ZRICONTOSEEL TESE N AN S

ZRo
£33 B
YIna ity
(1] IV FALY # £
(Graham) PKD || PKD
s T ¢DNA yynrn 77 [=oR| b
1 2

PEDI 1023C>A A271D 5 WSC Path.H. A A R 1/164 N.

JHU612 4 0
PKDI 385G>A A92T 2 Equal F A Wi i 1/164 N.
PKDI 1470A>G Y420C 6 C-LECT* || Path.H. B X | 17164 N.
PKDI 4262C>T RI351W 15 PKDR7* Path.H. R R GEE 1/164 N.

JHU602 25 1
PKDI || 8855T>A || W2882R 23 Path.H. G Q 7zl |f 17164 N.
PKDI || 9109G>C | E2966D7 24 Poly. H. G E w1164 (10,3, 24,27
PKDI 1794A>G Y528C 7 C-LECT* || Path.H. 57 ¥ e | 1164 N.

JHU103 28 1
PEDI || 6036G>A || RI942H 15 PKDR14 Equal R R seq | 17164 N.
PKDI 2042C>T R61IW 9 Path.H. R R e | 1164 N.

JHU00L 6 0
PKDI 8651G>A G2814R 23 REJ Path.H. A G iy 6/164 8,9
PKDI || 3351C>T || SI1047L 13 PKDR4* || Path.H. M S |l 1164 N.

JHU411 || PKDI 6756A>G Q2182R 15 REJ Path.H, G Q w2164 N 60 1
PKD2 634G>A A190T 1 Equal - A k|l 37164 N
PKDI 5793C>T T18611 15 PKDR13* || Path.H. i S i 1/164 N

JHUL00 || PKDI || 6707C>T || R2166C 15 REJ Path.H. P R Wity |l 17164 N. 8 1
PKDI 4229C>T R1340W 15 PKDR6* Path.H. H H R 37164 8
PKDI 10187G>C || G3326R 30 ™3 Path.H. G G R 17164 N.

JHUSG4 || PKDE || 7T116C>G || A2302G 15 REJ Equal § A Wi i 1/164 N. 4 1
PKDI || 10311A>G || 13367V 31 Poly. H. I v #1164 N.
PKDI 7554T>C L2448P 18 REJ Path.H. L L SR 1/164 N.

JHUS88 39 0
PKDI 4229C>T R1340W 15 PKDR6* Path.H. H H (o8] 3164 8

JHU603 PKDI TI57C>T R2516C 19 REJ Path.H. R R T8 1/164 N. 4 0
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PKD! 8067T>C || L2619P 20 REJ Path.H. L L || =% [ wes N.

JHuses | pxpr || s4ticea || p2734T 23 REJ Equal P P E4 1/164 3 2 2
PKDI 8415A>T || Q2735L 23 REJ Equal S Q | @ | 1164 3

IHUs97 | PKDI 8138C>T || R2643C 21 REJ Path.H. R R || 5e4 | 1164 N. 3 1

JHulol | PkDI 8509C>T || R2767C 23 REJ Path.H. R R || #% || 1164 N. 4 2

JHUL09 || PKDI || 8522GeA || E2771K™ | 23 REJ Path.H. E E | w2 [ wied || 32423 || 3 0

JHUSR9 | PKDI 8769T>C || F28sas™ [ 23 Path.H. F F || 5% [ w64 4,24 2 %

JHUSTs | PEDI || 10096C>A [l N3295K 29 T™2 Path.H. N N || %4 || 1164 N. 3 0
PKD! || 12658C>T || R4149C 46 Path.H. R R || 7&® || 17164 N.

THUL14 2 1
PKDI || 4229C>T || RI34OW 15 PKDR6* || Path.H. H H v [ 3164 8
PKDI || 9238A>G || Q3016R™ | 25 GPS Path.H. Q Q || & || 1164 || 4.3.27,24

JHU601B 43 1
PKDI || 2427A>G || Q739R 1 Path.H. R Q [ s | 11164 21
PKDI 7476C>A || T2422K 18 REJ Equal T T || &2 || 1164 N,

Juuses || pepr || 3s27¢s6 | Liiosy 15 PKDR4 || Poiy. H. s v zL | 164 N. M 0
PKDI || 3713C>T || Pil6sS 15 PKDR3 Equal 4 P || 264 8
PKDI 1947C>4 P579Q 9 Equal P P R || 1164 N.

JHUS70 5 i
PKDI || 242745G || Q739R u Path.H. R o || e | 11164 21

Jauszs | pepr || 3312456 | Nio34s 13 PKDR4 || Poly. H. G ] zl || 1iee N, 17 i
pkpt || 3713c-T || Pi1Gss 15 PKDRS Equal z P i || 2464 8

JHUITS 2 i
PKD2 634G>A A4190T ! Equal . A s || 3ied N.

JHUGIO || PKD2 634G>4 A190T 7 Equal 4 4 e || 364 N. 40 2
PKDI || 4391C>G || L1394V 15 PKDR8* || Poly. H. 14 L arer || a6 N.

JHUS17 5 1
PEDI || 11040T>4 || 137300 39 Equal F i e || rass N
PKDI 840G=T C210F 3 Equal g c w2 || 164 N

JHU3S7 | PKDI 7197G>A || R23290 16 REJ Equal E R || 1ied N. I 2
PKDI 24274>6G 07398 1 Paih.H. R Q Aoy | 1164 21
PKDI 3B51G>C 478 ! LRR-N || Poly. H. w || ¢ | e | 1064 N.

JHU559 2] 3
Pkn2 || 24644>C || M8o0L 13 Poly, H. - M| ae || 1ied "

JHUsos || PEDI || 6sp9c>T || R2200C 15 REJ Path.H. R R e || wisd 2 3 2

JHUss4 || PEDIE || 6809C>T || R2200C 15 REJ Path.H. R R e || 4ied 23 20 i

JHULOG || PKDI | 8651G>4 || G2814R 23 REJ Path.H, A G || A || oree 38 4 1
PKDI || 4757G>4 || Alsi6T 15 PKDRY Equal T i AL | 2064 N.

JHUSH4 || PEDI 19734>C || ES86D y Equal A E | mer | viss N, 10 0
PKDI || 24274>G || Q739R 1 Path.H. R o || & | 1uvied 21
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ogogoano

% 7: ADPKD (CHittdH o8RO PKD £REHT 5% R
BEITED, SRS LTINS A REG T 2H R, RWFLOILER N NEITRA L *
O ARIIERE T 5T EIEDBBITHL TR S AHBOLL TSI NSO 4L

AL
E £ ERICEEENHIER FREOEVN7I/BEL BEL-YOELDH#
PKD1 PKD2 PKD1 PKD2 PKD1 PKD2

JHUB05 891X 4 0
JHU 567 R1436X 24 0 10
JHU108 Y2265X Q739R 5 1

JHU563 R2430X Q739R R807Q 19 1

JHU593 Q2556X 3 2

JHU083 Q2686X 5 0

JHU574 E2810X G2814R 4 0

JHUB20 W4011X 22 0

JHUS68 W305 fsX W305C* 4 1

JHU582 P694 fsX 1 0

JHU585 ABIG fsX 6 2

JHU508 V1718 fsX 5 2 20
JHUB13 D2152 fsX E624K 21 0

JHUB11 P2224 fsX 29 1

JHUB00 P2975 fsX Q739R 25 2

JHUB09 13108 fsX 41 1

JHUS579 13109 fsX G2814R 23 2

JHUS77 F2834fsX Q739R 4 1

JHU1 N116 fsX A 7 1

S1619F

JHU15 R1672 fsX 5 1 30
JHUS599 L3343 fsX R1312Q 20 1

JHU104 G3792 fsX 4 2

JHU115 N101del 20 0




(29)

JP 2009-544314 A 2009.12.17

JHU107 V546del R1142W 25 1
JHUS60 ANS2894del 21 1
JHU592 K3232del 3 1
JHU571 L3287del 10 0
JHU112 V4129del S4053F 19 2
JHUS580 IVS19+1G>T. G2814R 5 1
JHU573 IVS24+5G>C R2200C 5 0
JHU595 IVS24+5G>C 16 2
JHUS572 IVS4+1G>A 17 1
JHU578 R306X 3 3
JHU583 R306X 5 1
JHU6B07 R742X 21 1
JHU594 R872X 22 3
JHUS566 R872X 1 3
JHUB08 R872X G2814R 4 2
JHU596 V103del Q2182R 35 1
JHU416 F605del 2 3
JHU591 786fsX 4 2
JHU562 IVS7-1G>A 3 2
JHU105 IVS8+5G=>A T17731* 3 2
JHU116 720 fsX Q739R 3 2
JHU586 720 fsX T17731 22 1

gooodad
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(30)

# 8: BIBPHOD PKD & a4 URWERR

* A ARANE T D, MBILWAT S AR LT ST L8 7

JP 2009-544314 A 2009.12.17

- EFERDOSREVR AvrOvEL ke ELo#
PKD1 PKD2 PKD1 PKD2 PKD1 | PKD2
L1106V
JHU565 P1168S HY 24 0
T2422K
Q739R
JHU570 HY 5 1
P579Q
JHU575 N1034S #L 17 1
JHU178 P1168S A190T HY 2 1
JHUB10 A190T fL 40 2
L1394V*
JHU617 HY 5 1
L3730Q
C210F
JHU587 Q739R #L 6 2
R2329Q
JHU559 C47S M800L HY 24 3
JHUB04 Q739R IVS37-10C>AM HY 2 0
JHUB0B R2200C fL 5 2
JHU584 R2200C fL 20 1
JHU590 IVS24+28G>TA Hy 3 1
JHU106 G2814R HY 4 1
E586D
JHU614 Q739R HL 10 0
A1516T
JHU102Y HYy 21 0
JHUB16 HY 17 0
JHUB15 fL 0 1
JHU110" #HY 3 0
JHU113 #L 2 1
JHU598 #L 19 0
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ID# 2% cDNA Zft firg: & FXq12 HE BEH
PKD1 £F

- T263S(H) 1004C>T IHULS 2/164 N.

- P572S(H) 1925C>T IHUL8 4/164 8

s M1092T(H) 3486T>C THV 14 PKD R4 30/164 8

- W1399R(H) 4406T>G | THY15 PKD R8 22/164 1,8,16

- V1943I(H) 6038G>A | THV 15 PKD R14 5/164 8

- E2548Q(H) 7853G>C | IHV19 REJ 4/164 1

- H2638R(H) 8124A>G | THV 21 REJ 32/164 1

- P2674S(H) 8231C>T oV 21 REJ 2/164 3,8

- F3066L (H) 9407T>C IOV 25 38/164 3,17,34

. V3408L(H) 10433G>C | T4V 33 5/164 N.

- A3511V(H) 10743C>T | THYL 35 13/164 3,8

- 14044V(H) 12341A>G | THU> 44 TM10 42/164 3,8,17, 18, 14,10

- A4058V(H) 12386C>T | THY 45 12/164 8,10

1 104C>T THUA1 5°UTR 1/164 N.

2 145C>T B L) 50 | 5'UTR 21164 N.

3 160C>T G ol 5'UTR 1/164 N.

4 210C>T U1 5'UTR 1/164 N.

5 L72L 425C>T THUA LRR1 21164 N.

6 G109G 538A>T THYUL3 LRR2 1/164 N.

7 IVS4+1G>A(H) P =7 11164 N.

8 S196S 799C>T THULS 2/164 N.

9 A341A 1234C>T IHVLS PKD R1 5/164 3
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(32) Jp

10 L373L(H) 1330T>C IHYU5 36/164 3.8,15
11 G441G 1534G>A IV 6 C-LECT 1/164 N.
12 H570H 1921C>T T8 1/164 3,8
13 IVS9+2del7 frOv9 12/164 N.
14 IVS9+2 T>A frOv 9 1/164 N.
15 | 1VS9+28del7 (H) N =Vx) 4/164 8
16 ISV9-44G>C e =Px) 1/164 8
17 IVS9-4A>G =1 42/164 8
18 IVS10-4 G>A A2hE2 10 1/164 N,
19 P738P(H) 2425C>G | THV 11 4/164 N.
20 AT45A 2448C>G | THV 11 1/164 N.

21 A898A 2905A-C | THvL 11 PKD R2 4/164 8,9
22 P900P 2911GsA | THV 11 PKD R2 10/164 8.16,9
23 D910D 2941C>T | xTHv 11 PKD R2 10/164 8,16,9
24 IVS11-5C>T Ak 14 2/164 8

25 | IVS11+23C>T(H) FIN=DRT! 4/164 N.
26 IVS12-15C>T {wbay 12 5/164 N.
27 G1021G(H) 3274T>C | THv2 13 PKD R4 30/164 8,16,9
28 L1037L 3392A-G | THVL 13 PKD R4 15/164 9
29 E1061E 3394G>A | THUL 14 PKD R4 1/164 N,
30 P1076P 3439G>A | THVL 14 PKD R4 1/164 N.
31 A1124A 3583C>T | xTHv 15 PKD R4 25/164 8.9
32 S11258 3586C>T | xTHv 15 PKD R5 25/164 8,9
33 F1163F 3700C>T | zTHve 15 PKD R5 1/164 N,
34 THT 3724C>G | THV 15 PKD R5 1/164 N.
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35 D1310D 4141C>T T4J215 PKD R7 1164 N.
36 L1357L 4282G>T I9J15 PKD R7 1/164 N.
37 $13738 4330C>T I 15 PKD R7 1/164 N.
38 514528 4567T>C I 15 PKD R8 1/164 N.
39 P1511P 4744G>A o7 ) o 1) PKD R9 1/164 N.
40 A1555A(H) 4876A>C I/ 15 Higast 42/164 16,18
L3 T1558T 4885G>A I 15 MRS 9/164 2
42 516035 5020C>T IO 15 Higast 1/164 N.
43 T1724T(H) 5383C>T I 15 PKD R12 40/164 8 921
44 A1818A(H) 5665G>A I 15 PKD R13 5/164 8,9
45 G1860G 5791C>A I 15 PKD R13 1/164 N.
46 A1894A 5893C>T T5J15 PKD R14 1/164 8,9
47 L1921L 5974G>A T5J215 PKD R14 2/164 8,9
48 V2026V 6289C>T I7J15 PKD R15 1/164 N.
49 R2121R 6574C>T T5915 PKD R16 1/164 N.
50 T2180T 6751C>T IJ15 REJ 1/164 N.
51 A2202A 6817G>A Y15 REJ 1/164 N.
52 V2257V 6982G>A Iy 15 REJ 1/164 N.
53 G2309G 7138C>T I/ 16 REJ 4/164 8,9
54 IVS16+10 G>A kA 16 REJ 1/164 N.
55 R2359R 7289G>C oY AT7 REJ 3/164 N.
56 L2389L(H) 7376T>C IoUAT7 REJ 46/164 1,2,8,9.
57 G2425G 7486C>T I 18 REJ 1/164 N.
58 L2481L(H) 7652C>T T 18 REJ 39/164 1,8
59 IVS19+24 C>A Ak02 19 REJ 2/164 N.
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60 L2570L(H) 7919T>C | T4y 20 REJ 31/164 1,9
61 IVS20+ C>A A2haw 20 REJ 1/164

62 ISV20-16C>G Ahav 20 REJ 2/164

63 T2708M 8334C>T | zHve 22 REJ 1/164 3,8
64 | IVS2248G>A (H) frhaw 22 REJ 1/164 1,8
65 527208 8398G>A | THvL23 REJ 2/164 N.
66 A2749A 8458G>A | THv 23 REJ 1/164 N.
67 S2766S 8509C>T | THvw 23 REJ 1/164 13
68 D2783D 8578C>T | zHvw 23 REJ 2/164 N.
69 $2813S 8650C>T | zHvw 23 REJ 2/164 3,8,24
70 528935 8890C>G | TV 23 2/164 3
7 A2971A(H) 9124T=C | THvw 24 2/164 N.
72 | IVS24-20G>A (H) AvhOw 24 3/164 N.
73 | IVS24-17A>G(H) AhOy 24 6/164 N.
74 IVS24+17A>G fvhO 24 32/164 N.
75 530075 9232C>T | xHvv 25 1/164 N.
76 V3065V/(H) 9406G-C | THvr 25 38/164 24
77 V3090V 9481C>T | x4y 26 ™1 3/164 N.
78 P3110P(H) 9543T=C | THv> 26 37/164

79 IVS26+76C>A (b0 26 1/164 N.
80 | IVS27-13T>C(H) Abay 27 15/164

81 T3223T 9880G>A | THv28 PLAT 2/164 6,3,8
82 $3265S 10006C>T | T4V 29 1/164

83 IVS29-4 C=T A2 hay 29 1/164 N.
84 A3455A 10576C>T | T4V 34 1/164
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85 L3589L 10976C>T | T4V 36 ™5 5/164 N.
86 IVS37-4C>T A2ha 37 1/164
87 IVS38+11G>A A2 b0 38 4/164
88 R3752R 11385C>A | THvw 39 Ghicaia 1/164 N.
EF—7
89 L3753L 11465G>C | T4V 39 o 1/164 N.
EF—7
90 | IVS39-25del72bp Aha 39 1/164 73
91 IVS41+CsT Ah0 41 1/164 N.
92 | IVS41+5insGGG Awhay 41 2/164 8
93 IVS41-11C>T CsT A2ha 41 2/164 N.
94 $3893S(H) 11890C>T | THV 42 3/164 8
95 IVS43+42C>A A0 43 6/164 N.
96 R3971R 12124C>T | T4V 43 3/164 N.
97 L4025L 12286C>T | THvYw 44 1/164 N.
o8 L4035L 12316C>T | Tovw 44 TM10 1/164 N.
99 IVS44+22delG AhOy 44 4/164 N.
100 L4089L 12478C>G | T4V 45 TM11 1/164 N.
101 A4091A(H) 12484A>G | THY 45 TM11 43/164 8,3,17,18,7
102 L4136L(H) 12617C>T | oY~ 45 13/164 8, 14
103 V4152V 12667C>T | THvUw 46 2/164
104 P4161P 12696C>A I 46 1/164 N.
105 $4189S 12778C>T | T4V 46 1/164 6
106 P4209P(H) 12838T>C | T4V 46 40/164 8,63
107 L4221L 12874C>T | THY» 46 | aqfLRaqL 1/164
108 A4255A 12978C>T | T4V 46 1/164 N.
109 13135G>A 3'UTR 2/164 8
PKD2 £8
- R28P(H) 149C>T U1 50/164 8, 10,22
110 R60R 246G>A oY 1/164 N.
111 G140G(H) 486G>A U 22/164 N.
112 IVS6-4C>T AvrOv 6 1/164 N.
113 L539L 1683G>C | THvL7 1/164 N.
oooooao

oooooooao
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tcaccgggaa
cgaccgtgeg
tggcgetggt
ageccagaggt
aggcectgget
gcaccgagga
acccaggctce
cagccctggt
ttgggctgga
gctacctgtg
acaacagcac
aggecctggcet
gcacggtggt
atgtgcgcta
tctcttacac
tgggectecege
tggtgagcgg
gggatggcac
ccggcagegyg
tgegggccac
ctgtggggtg
ccctecagtge
ggctgagetg
acttggtcac
atgtgcaggt
tggeggecgg
ggtgctggge
cggatgctgyg
ccacgtacaa
aggtggtgge
tcaccttecg
cccacagett
gctgggecca
ccaactgctg
agecgeggete
cgctggtcat
agatccaggt
ttcaggacge
cgcagtttga
gggatgggre
ctggggacta
ccacggtgac
tgcaggtgct
actgcgtcac
ggccggggceyg

cteggtggee
gtacctecctg
gagcgtgege
cggececggecc
gtgggactte
ctatgccteg
ggcggcccag
cctggecgty
catcacgtgg
ggagcatgtg
cggccacctyg
acccgecgece
cccggeccac
ggggtgeecy
gctgtecage
gggcaacgte
ggtggcatgt
agccgcecee
ctatcttgtg
ggaggtgcag
gctgcagcag
ggatctgggg
aggtgactte
caatgtgacg
gcceoctgaat
ttcectgggtg
cttecegetec
ccaggacagc
tggcecgetac
caacgtctcc
caaaggctte
caacatgctg
gctgatggtg
cgagctggct
ggagacctcc
catgacggca
gcecrgtgagt
gtecctetgtyg
tgtgeccegge
caccttctece
cctcacggcg
gccegggeag
cctgecaggte
cccececgegte
ggcgcaggtg
cgagcctgge
tcgggtegec
cctgteggge
gcgegeectee
cgteccagtat
ggcegeccace
geccagggeag
ccgegtgeag
cgtccaggtyg
gatgcggcga
ctaccagact
cccagegegt

FIG. 1B

(39)

caggtgctgg
accgtgctgg
gececteectge
gtcaccttet
ggggacggcet
aggggcacct
gcggatgtge
gagcagggcyg
accttcgaca
tacctgeggg
gcececggagec
tgcatcceca
tacctcttcg
acggtgacac
cgcgtgaaca
accctgcage
gcectggecec
acccgtgcecca
acagtcaccg
gagccegtge
ccgtacctgt
gacggtgggt
accgttaggg
gtgaageggce
gggagcgtga
ctctgtgacce
gtgggcacct
atcttcgtct
ttcececcacca
tacagctgga
tcgetecaceg
ggcagegecet
accgectecee
ggtggcagtyg

gagccattta

gggaaccege
ggcctcagea
ccettttggg
ggcagcagca
atccggctca
gaggagccca
ctggtccatt
ggcggggceca
ggagaccacg
cgcatcgtgg
atcgccacgg
tacgcctggt
cgcgacgtca
aacgccctgg
gtggccctge
agccccagec
gacacagatg
gtgaacgcct
ctggcctgee
tcacagcgcea
gagtaccgcet
gtggccctge

tggagcacaa
catctaatgce
ccteegtgge
acccgcacee
cceetgtect
accacgtgeg
gcgtctttga
ccccegtggt
tgggggacgg
cacagaactg
tgcacgtgcet
cgcagcctga
actggacctt
acaacttcac
gggcgcatta
cagagaggca
cgttecceccta
ggggccctga
cgtccaacaa
tggtcaccag
tctctgetat
ggctcgaggg
tggecggetg
gcgtgcgggyg
gcttcagcac
gctgcacgee
tcaatatcat
atgtcctgea
accacacggt
ctgcctggag

tgctcgaggce,

gggccgactg
cgaacccagce
gtgtcgtata
ccacccatag
tgggctcage
tcagggccag
ggcagctggce
agecgtggeec
atgcctccaa
tcgtgggect
ttcagatcct
accccgaggt
tggtgagcgt
tgctggagge
gcactgagag
acttcteget
cctacacgcce
gcagtgagaa
agagcggcecece
cccggegtgt
agcccagggce
ccaacctggt
gggagcegga
actacttgga
gggaggtgta
‘ccggegtgga

3480
3540
3500
3660
3720
3780
3840
3300
3960
4020
4080
4140
4200
4260
4320
4380
4440
4500
4560
4620
4680
4740
4800
4860
4920
4980
5040
5100
5160
5220
5280
5340
5400
5460

5520-

5580
5640
5700
5760
5820
5880
5940
6000
6060
6120
6180
6240
6300
6360
6420
6480
6540
6600
6660
6720
6780
6840
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cgtgagccgg
tgtgtttgtec
ggtggceccec
cacacgggac
ccagacgccg
gtgtgcgeeg
ggecggetgge
ggccaccaac
tgtgtectge
gggececgetge
cagcaacaag
actggtgctg
gctgggecge
gcegetgggg
ggtgcacttc
cgccctgetg
cagccteece
cctggecegtyg
ggccatcacc
gctcaccget
gtactcgttg
agagcccaag
ggtgteccctg
gtgcatgggg
gctggaggcce
cgccatcgga
cgtgcgggca
ccaggcctac
cgaggagccc
gcggagecetg
ggctttcagce
ctccaatcce
gatggcattc
cgccatcacc
cgccaactcce
cctggacage
cggccactac
ccggecccaat
tgctgaccac
ttaccatctg
gtacacgtcc
gctgececectg
cttcggegee
agcggatgta
catggcecgece
tttectgtogyg
gggcetcaggr
ccaccggeac
cgcecacceeg
gctcagcecect
cgoccttette
ggagaaggag
ggctgagcetyg
gectegtage
ccteectggge
gcatgtgtce
cgtggrtgre

ccteggetgg
gtgtecatttg

gagcgectgg

ctggtgetgg
ctcagtttee
aactttgggce
gtggagtaca
cagacggtge
aaggcacagg
ctcaattgca
acgctggtgce
c€ggcggggcg
tctggegagg
ggctcttgee
gaatgcacgg
ctgcggeget
agctacggag
gtggtgcagg
ctccecagage
agtgtgctee
gccctggtca
cacgagcgge
agggtccaca
cccagcaggg
atgatgctca
gacagcatcc
ccacagccct
aacctgacct
ctgacgctgg
ctgtgctatg
ggggceetgg
ttteceetttg
cagacacagg
gtgaaggtgc
gccaactccg
agcaaccctg
ctgtctgagg
gagcacaact
cggccctaca
aacctcteca
ctgtgccagt
gaggagacct
agcctctteg
aactacatcg
atcctgcaca
cagcggggce
accacggccc
ctggacggeg
cacagcctgg
gecectggttee
ctggtcaatg
gtgctggccg
cagcgtggct
cgtttcacte
gccaacgceg
aggctgagcc
tatccegtct

tgctgecgeg
gggacacgcc
tgeccateat
atgggagega
actgggectg
ccegegggag
cctteagect
tgatceggag
ccgtgtacga

‘gcagecggctc

tggatgagac
tgctgeggga
aggagggctg
gcectettece
gctggecatga
gtcgccaggg
ccgtgctgece
accagctggg
ccaacggcag
cagggctgct
ccgtgctgaa
agcaccgagce
ctgtggatga
agctcgtatg
tcctgecagge
tcaacatcac
cagagctggyg
ctgceccteat
cgggcgagga
gecggegecece
ccaacctcag
gctatatcag
cecggegeeca
ccaacaactc
ttgtggtcca
cggcegggcet
aacctgagcc
gctcggetag
cctteocttecat
geccactteeg
acttcagcga
cgcceecgeca
tgcccccaag
tcatgetgac
agctggacca
gcttcaagta
acgtgggcat
acagagcctt
gtagcgtgryg
tgcagcacgt
actggettte
cgagcgacgc
tctttgacaa
gcatccagag
tgtggtacgy
cgctgagegt
acctggccat

gctggegetyg
actgacacag
tgagggtgge
gtcctacgac
tgtggctteg
cagcacggtc
gacecgtgtgg
tggcecgggtg
agtgagccgce
caagcgaggg
caccacatce
cggcgaggga
cgectecate
actgggcgcet
cgcggaggat
ccactgcgag
ccecgggttte
agccgetgtg
cgcaacgggg
gcggcaggcce
cgagtacgag
ccagatacgce
catccagcag
ccgctegrge
agagaccacc
aggagacctc
agccgagtca
gcgcatccte
gatcgtggece
agggcctggc
tgacgtggtg
caactacacc
gatccccatc
ggactgggct
gccccaggceco
gcatctgcag
ctacctggca
caggaggatc
ttccececggag
ctggteggcg
ggaggacatg
ggcegtectge
ccatgtccgce
atgtgctgtg
gttggatgcc
cgagatccte
catgctgtat
ccaccgcaac
gaagatccga
catcgtcagg
ggtggagacg
agcecttttg
gcacatctgg
ggccacctge
ggctgttgge
cgacacagtc
cctttttete

FIG.1C

(40)

cctgtgagge
agcatccagg
tcataccgcg
cccaacctgg
acacagaggg
accattccac
aaggeceggec
cccattgtgt
agctectacg
cggtgggctg
acgggeagtg
tacaccttca
cgcctgtecec
gtgcacgecec
gctggegece
gagttctgtg
aggccacact
gtcgecectea
ctcacagtet
gatccccagce
cgggecetgyg
aagaacatca
atcgctgetg
ctgaagcaga
gcgggeaccg
atccacctgg
ccatctcgga
atgcgctcec
cagggcaage
tgccacttct
cagctcatct
gtctccacca
gagcggetgg
gceceggggec
tcecgteggtg
ctcaactata
gtctacctac
cgcccagagt
agcagagacc
ctgcaggtgt
gtgtggegga
ctcaccecgece
tttgtgtete
tgcctggtga
agcecggggcece
gtcaagacag
ggggtggaca
agcctggaca
gtgtggcacg
gacctgcaga
gaggccaacg
cgcttcegge
ctctccatat
tgegttetee
gactctgcecet
gctgttggcce
ttcocggatgt

actactgctt
ccaatgtgac
tgtggtcaga
aggacggcga
aggctggegg
gggagceggct
gcaaggagga
ccttggagtg
tgtacttgga
cacgtacgtt
caggcatgeg
cgctcacggt
ccaaccgcce
tcaccaccaa
cgctggtgta
tctacaaggg
tcgaggtggg
acaggtetet
ggctgcacgg
acgtcatcga
acgtggcgge
cggagactct
cgctggceca
cgctgcacaa
tgacgcccac
ccagctcgga
tggtggcgte
gcgtgetcaa
gctecggaccee
ccatecececega
ttctggtgga
aggtggccte
cctcagagcg
accgcagcte
ctgtggtcac
cgctgetgga
actcggagee
cactccaggg
cagcggggag
ccgtgggect
cagaggggct
acctcacecge
ctgagccgac
cctacatggt
gcgccatcec
getggggccg
gccggagegg
tcttecggat
acaacaaagg
cggcacgcag
ggggcctggt
gcctgetggt
gggaccggcece
tcatctgecet

‘acagcacggg

tggtgtccag
cccggagcaa

6900
6960
7020
7080
7140
7200
7260
7320
7380
7440
7500
7560
7620
7680
7740
7800
7860
7820
7980
B8040
8100
8160
8220
8280
8340
8400
B460
8520
8580
B640
8700
8760
8820
8880
8340
2000
9060
9120
2180
9240
9300
9360
9420
2480

‘9540

5600
9660
5720
3780
3840
9900
9960
10020
10080
10140
10z0¢
10260
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ggtggctggyg
cctggactcg
ctttgttgga
gcceteegge
tagcaatctg
cggecttetec
cctgatccag
catggaaacg
ggcgctgecag
ccaggcageg
ggcctggtgt
tgtctcaggg
cagcagcgec
agccctgtac
agagagcecg
ctttgcacte
gcggagecte
tgcctecatge
ccgggectte
gctgcectac
ggtgcggctg
ggccgcagga
ctcggggacg
tgccgtgtat
. cgaccggctg
cctggagete
cgagttcecg
cecgectcage
cgtgcacttc
gcggetcgga
acgcetegee
gecgecegette
ggcctegetg
gtggtccgte
gggcctggtg
tgtggactcce
ctctaccctg
ggcactgegg
cgccttgegt
gttgttecctg
caaagtcegce
atccccoggat
cagccagcetg
geccctecege
ggccacagag
cagecgggceyg
cagcecgectt
ccttecgggee
gggeegtgga
ggecaggcag
tgtgggctte
agctecccecttyg
atttcceega
cccecactget
ctaagttatt
tgtcagtaat
ggcrgagggg

agecegagee
tcecgtgetgg
cagatgaaga
gagggaacgc
cggcagetgg
ctggccagcec
caggtccttg
gacctgctca
aggctggggg
aggctgtecca
gecctecctgg
tgggtgggty
agctteetgg
ttctcactgg
gctgtgacge
ttcctggeca
ctggtgtaca
catgggcacyg
ctggccatca
gtccacggga
caggaagcac
ggcttcagca
tgggcctatt
gacagegggg
cgctteoctge
acgcgetaca
gcggecggec
gegggeetet
geegtggeeg
gcctgggege
cagctgggtg
actagctteg
ctettectge
tttggcaaga
gtgctecgggg
ctetggagcey
tgtecctgecg
ctgtggggcg
ggagagctgt
cgcaggctge
tttgaaggga
gtgcceoccac
gatgggctga
ctccaageceg
gacgtctacc
cccgeoggat
gcccgggeca
aagaacaagg
gtcggagtgg
aatggctgca
agcactttaa
ggaaggacac
gtcctcaggt
aaggctgctg
acctctececag
ttatatggtg
cctgcgccca

¢cacacctge
acagctectt
gtgacttgtt
tcagttggcee
cacggggcca
cctactecgee
cecgagggggt
gcagcetgte
agctggggee
ggacaggact
cccacgggcet
cgagecttece
cectcattect
tggccaageg
ctgtgagcge
aggaagaagc
tgetttttet
cctacecgtet
cgcggtctga
accagtccag
tctacccaga
ccagcgatta
cagcgecegga
gctacgtgca
agctgcacaa
gcecggecgt
gcgeectgge

cgctgectet

aggcccgtac
ggtggctget
ccgctgaccyg
accaggtggce
ttttggtcaa
cattatgccg
tagcctacge
tggcccagge
agtcctggca
cectacgget
accggccgge
gcctctggat
tggagcecgcet
ccagecgctag
gcgtgagect
tgttegagge
agctggagca
cttececgtag
gtcggggtgt
tccaccceag
acaccgctca
cgtaggttcc
agaggctgtg
agcagtattg
acagcgggct
gcttcaggga
ttectacegt
ttaaaatgtg
gagctggcct

cgggcagcag
cctcacgttc
tctggatgat
ggacctgctc
ggcgggccat
tgccaaatcc
cagcagccca
cagcactecct
acccagcceca
ggtggagggt
cagcctgcete
cccgggcegtg
cggctgggag
gctgcacccg
acgtygtgcee
ccgcaaggte
gctggtgacc
gcaaagcgec
ggagctctgg
cccagagctg
cccteeegge
cgacgttggc
tctgectgggg
ggagctgggc
ctggctggac
ggggctgcac
cgcectcage
gCtCECCth
ttggcacagg
ggtggegetg
ccagtggace
gcagctgagce
ggctgcccag
agctctgcca
ccagctggece
cctgttggtg
cctgtcaccc
gggggctgtt
ctgggagccec
gggcctcage
geectetege
ctececgatgece
gggceggetyg
cctgectcace
gcagctgcac
cccateccccg
ggacctggcce
cagcacttag
gtattacttt
ccagagagca
tggccaacca
gacggtttct
gtgcccggec
gggttagect
actccctgea
tatatttttg
ccecccaacac

FIG. 1D

(41)

gtgctggaca
tcaggecctee
tctaagagtc
agtgaccegt
gggctgggec
ttctcagcat
gccectacee
ggggagaaga
ggcctgaact
ctgcggaagce
ctggtggetg
agtgttgcgt
ccactgaagg
gatgaagatg
cgecgtacgge
aagaggctac
ctgctggeca
atcaagcagg
ccatggatgg
gggccceccac
cecagggtee
tgggagagtc
gcatggtect
ctgagcctgg
aacaggagcc
gccgecgtca
gtcecgeeccct
gtgtgcctge
gaagggeget
acggcggcecea
cgtttegtge
tecegcagecce
cagctacgct
gagctectgg
atcectgcteg
ctgtgcecctg
ctgctgtgtg
attctcecget
caggactacg
aaggtcaagg
teccteccagog
tcgecaccect
gggacaaggt
cagtttgacc
agcctgcaag
ggecctgcgge
actggcceca
teccteettec
ctgcecgetgt
ggcaggggca
ggacccaggg
agcctctgag
ccacecccctg
gcacdgeege
ccgtctcact
tatgtcacta
ctgctgeget

tcgacagcetg
acgctgagge
tggtgtgctg
ccattgtggg
cagaggagga
cagatgaaga
aagacaccca
cagagacgct
gggaacagcc
gcectgetgee
tggetgtgge
ggctcctgte
tcttgcectaga
acaccctggt
caccccacgg
atggcatgcet
gctatgggga
agctgcacag
cccacgtgcet
ggctgcggea
acacgtgcte
ctcacaatgg
ggggctectg
aggagagccg
gcgetgtgtt
cgctgegect
ttgcgetgeg
tgctgttege
ggcgcgtget
cggcactggt
gecggecogecee
gtggcetgge
tcgtgcgceca
gggtcacctt
tgtcttectg
ggactgggct
tggggetcety
ggcgctacca
agatggtgga
agttcegeca
gctccaaggt
ccacctccte
gtgagcctga
gactcaacca
gccgcaggag
cagcactgec
gcaggacacc
tggcgggggt
caaggccgag
tctgtctgte
teccectecee
atgctaattt
ggcagatgtc
caccctgece

.gtgtgtcteg

ttttcactag
tggtaggtgt

10320
10380
10440
10500
10560
10620
10680
10740
10800
10860
10920
10580
11040
11100
11160
11220
11280
11340
11400
11460
11520
11580
11640
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11760
11820
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12000
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12120
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12240
12300
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12420
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12600
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12720
12780
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12960
13020
13080
13140
13200
13260
13320
13380
13440
13500
13560
13620
13680
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ggtggcgtta
ggggcacage
cccaggecag
gcaggactag
ctggctececa
‘agtgtgctgt
gtaccacttc
aagcagacaa

tggcagecccg
tgtctgccag
gtagcaagag
gcatgtcaga
gggtggagga

atggcccagg

tgtgggcatg
agtcaataaa

gctgctgcectt
gcactctcat
agcagcgecc
ggaccccagg
aggtgactgt
cagcctcaag
gccgcticta
agagectgtct

ggatgcgage
caccccagag
aggcctgcetg
gtggttagag
gtgtgtgtgt
gcccteggag
gagectegac
gactgc

FIG. 1E

(42)

ttoggccttgg
gccttgteat
gcatcaggte
gaaaagactc
gtgtgecgege
ctggctgtge
acccccccaa

geeggtgetyg 13740
cctceocttge 13800
tgggcaagta 13B60
ctcectggggg 13920
gcgacgegeg 13980
ctgcttetgt 14040
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ggctcctgag
accgcgatgg
ccecgegecec
agcctcgecg
atccggcagg
ctctegtegt
gaggaggagyg
cgceceogggca
cgggggcttyg
gaccagggcce
ccecectggaag
ggtgtaagag
gcttcttaaa
aacaagactc
ggaactggtc
cttgcactaa
aacaatccct
atttggatct
cacccggatg
ctttaaaact

tacctctcta

‘gcatgagctt
ggatgggctg
catcttctat
tggatcctgc
ctctgtcagt
tgtgactcat
tgtaactgtt
cttgaatggt
ggatttgtca
ctggctggac
taacctgttc
ggttgtacat
tgttttaatt
tgattccate
tettectgge
agatattgga
atgttgtgat
agnatgttaa
tcatatttct
gctataggaa
gatcaaaata
atagctgctg
cattnnaaat
tttattatac
ttacagetcet
tctcgatgtg
tatgctcagt
gagtgtatgt
cgtggacant
ttccgtatca
ggaccaattt
tttatattta
ttgataattc
aatatgtcttt
cagaaagctyg
aaaaattctt

gcgcacagceg
tgaactccag
gcgcgeegga
ccecegggecyg
cggccgcegeyg
gctceccggea
aggtggaagg
gccggaggte
ggggctacca
cgecegtgecce
ggcageccgec
cgcgcgacece
taaaatgata
atggaggaaa
acatacctee
tgggaaagtt
ttgtgaaggc
ttetgtgtte
atgtcacage
ctgtetteca
tcacaagcca
gaacttnnnn
tactggaaga
gagaacctgce
tctatcceoec
agtgaagata
tggcactecgg
tgtttttngg
agtagccact
agaacaagag
cgaggaacca
tgtgtggtea
acatcctatt
gttcttattt
ttggcaattt
agcctgtgag
aattcgcatt
cgttgtggta
caattaatac
aaaacactgt
ttaacatata
cttteoceccaa
tcacagtatt
aatattttct
acagtcacac
tcaaattcat
ccaaagacct
togcatacct
aagtatatat
ctttggtttt
ttttgggcga
atttcactac
tagtggaggt
caaattatgt
tggctatcat
aaatggaact
ctgtttctga

ccgagcgegg
tcgcgtgeag
ccecgggeegg
cctectgegag
ggacccecceg
ggcgrogage
ggaagaaggc
ggccgectee
cggcgeggge
cagecccagte
ccgagtggec
gcagcggceag
el o o o if o ol
gcagcactaa
tttttetcat
ttgaaacgat
tgctggtatg
cagtgaccta
tcttectaga
tggaagactt
atgcttggtt
agatgttnnc
tgcagecccag
tgttaggggt
aggacttgag
gggctcecte
tgatattcat
ttttgttttt
ggggaatcat
aggaaacagce
gggcaacttt
ggtgtgtgac
ctagggttac
acatgcaggt
cagcctttaa
attatetett
cacaaactac
ggtccganca
attggtgaag
aataaaatat
cagaacatca
ctttgagcat
ttttgtctgg
ttaaaaaaaa
catttggttt
caattttaac
gtttggcttt
tgtectttgge
gaaattaaga
gtattgtggt
tatcaacttt
atttgtgtte
tcaatttaaa
ttcttecttt
caatgatact
ctcagatctt
cataaaatga

cgcegegeac
cctecageage
ctgatggctg

cagecggggee

gccggagecg
cgcgataace
ggaatggtgg
tcggcegtga
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the whole document
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" abstract
the whole document
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very-early—onset disease"”
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the whole document
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This Intematienat search report has not been established In reapect of cettaln clalms undsr Article 17(2)(a} for the fotiowing raasane:

1. D Clalms Nos.: : .
because they relate fo subject mattsr rot réquired to be searched by this Authority, namaly:

2, ]:I Claims Nos.:

bacause they relate to parts of the intemational application that do not comply with the prescribed reculrements o such
an extent that no meaningful international search can be carrled cut, spacifically:

]
3 l:l Clalms Nos.: .
because they are dependent claims and are net drafted n accordance with the-escond and third santances of Rule 6.4(2).

BoxNo.lll Obeervations where unity of invention is lacking (Continuatlon of Item 3 of firat sheet)

This International Searching Authority found multiple Inventions In this intemational appiication, as foliows:

see additianal sheet

1. D As all requirad addional saarch fees wera imely pald by the applicant, this Internatiorial search report covers allssarchable
claims. .

s 2 .;g;gusea?rmable cla!ms.cnuld be searchad without etfort justifying an additicnal faes, this Authorily did not Invite payment of
. nal fees.

a D Ag only soma of the required addifonal search fees wers fimely paid by the appiicant, this intemationa! search reportcovers
only those claims tor which fees were pald, spacifically claims Nos.:

4. m No required additional search fees were imely paid by the applicant. Conseguentiy, this Intemational eearch report is
restricted to te invention first mentioned in the cizims; Itis covered by claims Nos.::

1 {(partially), 2-4 (completely), 9 (partially), 10-11 (completely)

Remark on Prolast T DThe additional sparch faes wers accompanied by the applicant's protest and, where applicable, the
: paymeant ot a proiast fas. .

I:'The addiional search fees were accompanied by the applicant's protest but the applicable protest
fae was nat pald within the ime Iimit specifiad in the Invitation,

D No protest accompanied the paymént of additional search fass.
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This International Search1ng Authority found multiple (groups of)
inventions in this international app]icat1on, as follows:

. claims: 1 (partially), 2-4 (completely), 9 (partially), 10-11
{totally)

A method of .detect1ng or pr‘edicti ng the occurrence of
autosomal dominant poiycystic kidney disease (ADPKD) in an
individual comprising detecting the presence of one or more
nucleotide sequence alterations in a PKD 1 gene hav1ng the
nucleotide sequence of SEQ ID N° 1 or SEQ ID N® 7 in a
nucleic acid sample obtained from said individual, wherein
said one or more alterations is-a deletion of TTTAA at
nucleotide positions 559 to 563 of SEQ ID N° 1 and wherein
detection of said one or more nucleotide seguence
alterations indicates that said individual has ADPKD or .will
develop ADPKD.

2. claims: 1 (partially), 2-4 (comp]ete1y) 9 {partially), 10-11
(totally)

Same methoﬂ as herein above, wherein said one or more
alterations is an insertion of CT at nucleotide position
1124 of SEQ ID N° 1.

3. c1a1ms 1 {partially), 2-4 (comp1ete1y) 9 (part1a11y) 10-11
(totally)

Same methaod as herein above, wherein said one or more
alterations is an insertion of an A, T, &, or C at
nucleotide position 2291 of SEQ ID N° 1.

4. claims: 1 (partially), 2-4 (completely), 9 (partiaT]y), 10-11
(total1y)

Same method as herein above; wherein said one or more
alterations is an insertion of an A, T, &, or C at
nucleotide pos1tion 2297 of SEQ ID N° 1,

5. clatms: 1 (part1a11y) 2-4 (completely), 9 (part1a11y) 10-11
{totally)

Same method as herein above wherein said one or more
alterations is an insertion of a T at nucieotide position
5365 of SEQ ID N°1.

6. claims: 1 (partiaTTy) 2-4 (compietely), 9 (part1a11y) 10-1}
' (totally)
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Same method as herein above, wherein said one or more
alterations 1s an 1nsertion of a G at nucleotide pos1t1on
6666 of SEQ ID N°1.

7. claims: 1 (partially), 2-4 (compietely), 9 (partially) 10-11
L (totally) -

Same method as herein above, wheréin said one or more
alterations is an- insertion of an A at nucleotide position
6881 of SEQ ID N°1. .

8. claims: 1 (partia]]y) 2-4 (completely}, 9 (part1a]1y) 10-11
. {totally)

Same method as herein above wherein said one or more .
alterations -is a delet1on of a2 T at nucleotide position 8713
of SEQ ID N°1.

9. clalms: 1 (partial?}) 2-4 (completeiy)}, 9 (partial?y) 10-11
’tota]]y)

Same method as herein above, wherein said one or more
alterations is an insertion of an A, T, G, or C at
nucleotide pos1tion 913& of SEQ ID N°1. :

10. claims: 1 (part1a11y) 2-4 (comp?ete]y), 9 (part1311y) 10-11
(totally)

Same method as herein above, wherein said one or more
alterations is an 1nsertion of b nucleotides at nucleot1de
position 9536 of SEQ ID N°1.

11. claims: 1 (partfa]]y), 2-4 (completely), 9 (partially), 10-11
: (totally) .

.Same method as herein above, wherein said one or more
alterations is a deletion of a T at nucleotide position
10239 of SEQ ID N°

12. claims: 1 (partia11y) 2-4 (completaly), 9 (partially), 10-11
(totally)

Same method as herein above, wherein said one or more
alterations is a change of a C to an A at nucleotide
position 483 of SEQ ID N°I.

13. claims: 1 (part1a11y) 2-4 (completely), 9 (partia1]y) 10-11
, (totaliy)
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Same method as herein above, wherein said one or more
alterations is a change of a C to aTat nucleot1de position
4517 of SEQ ID N°1. .

14. claims: 1 (part1al1y) 2-4 {completely), 9 (part1a11y), 10-11
(totally)

Same method as herein above, wherein said one or more
‘alterations 1s a change of a C to an A at nucleotide
pasition 7006 of SEQ 1D N°

15. claims: 1 (partially), 2-4 (comp?ete]y), 9 (part1a11y) 10-11
(totally)

Same method as here1n above, wherein sald one or more
alterations is a change of a C to T at nucleotide position
8267 of SEOQ ID N°1.

16, claims: 1 (parfialTy) 2=4 (compTete1y) 9 (partially), 10-1%1
- {totally)

Same method as herein above, wherein sald one or more
alterations is a change of 2 G to a T at nucleotide position
8639 of SEQ ID N°1.

17. claims: 1 (partia]ly) 2-4 (completely), 9 (partially), 10-11
(totaliy)

Same method as herein above, wherelin said one or more
alterations is a change of a G to an A at nucleotide
position 20168 of SEQ ID Ne 7

iB. c]aihs 1 (partiaTIy), 2-4 (completely), 9 (part1ally) 10 11
x (totally)

Same method as herein above, wherein sa1d one or more
alterations is , a change of a6 toaT at nucleotide
position 31025 of SEQ ID N° 7. '

19. claims: 1 (part1a1]y) 2-4 (completely), 9 (part1a1]y), 10-11
" (totally)

Same method as herein above, whereln said one or more
alterations is , a change of a b toacC at nucteotide
. pos1t1on 33415 of SEQ Ip N° 7.

1 '
20. c1aims: 1 (partia11y), 2-4 (completely), 9 (partially), 10-11
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(totally)

Same method as herein above, wherein said one or more
_ alterations 13 a deletion of CAA between nuclectide
positions 508 to 516 of SEQ ID N° 1

21. claims: 1 (partially), 2-4 (completely), 9 (part1a]1y) 10-11
- (totally)

. Same method as here1n above, wherein said one or more
alterations is a deletion of TG& at nucleotide positions
1848 to 1850 of SEQ ID N° 1

22 claims: 1 (partlally) 2-4 (completely), 9 (part1a11y) 10-11
(tota]ly)

Same method as here1nrabove, wherein-said one or more
alterations 1s a deletion of CCAACTCCG at nucleotide
positions 8892 to 8900 of SEQ ID N° 1.

23. claims: 1 (partlally) 2-4 (completely), 9 (partially}, 10-11
{totally)

Same method as herein above wherein said one or more
alterations is a deletion of AAG at nucleotide positions
9905 to 9907 of SEQ ID N°

24. claims: 1 (part1a]ly) 2-4 (comp]etely} 9 (part1a11y) 10-11
(totally) :

Same method és herein above, wherein said one or more
alterations is a deletion of CTC at nucleotide .positions
10070 to 10072 of SEQ ID N° 1.

25, .claims: 1 (partia11y) 2-4 (compietely), 9 {partially), 10-11
) (tota11y) .

- Same method as herein above, wherein sald one or more
alterations 1s a deletion of TG6 at nuc1eotide positions
12597 tu 12599 of SEQ ID N° 1.

26. claims: 1 (part1a1ly) 2-4 (comp1ete1y) 9. {partially), 10-11
(tota11y)

Same method as herein above, wherein said one or more
alterations 1s & change of.a C to an A at nucleot1de
. pos1t1on 1023 of SEQ ID K° 1.
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27. claims: 1 (part1311y) 2-4 (completely), 9 (part1a11y) 10-11
‘ (totally)

Same method as herein above, wherein said one or more
alterations is a change of a G to an A at nucleotide
position 385 of-SEQ ID N° 1.

28, claims: 1 {partially), 2-4 {completely), 9 (part1a11y) 10-11
(totally)

Same method as herein above, wherein said one or more
alterations is a change of an A to.a G at nucleotide
-position 1470 of.SEQ ID N® 1.

29. claims: 1 (part1a11y) 2-4 {compietely}, 9 (partially), 10-11
(totally)

Same method as herein above, wherein said‘one or more
-alterations is a change of a C to a T at nuc1e0t1de position
4262 of SEQ ID N° 1.

30. claims: 1 (partia]ly) 2-4 (compietely), 9 (partially), 10—11
(totally)

Same method as herein above, wherein said one'or more
aTterations is a change of a T to an A at nucleotide
position 8855 of SEQ ID K°-1.

31, claims: 1 (partia11y) 2-4 (complete1y) 9 (part1a11y) 10-11
(totally)

Same method as herein above, wherein said one or more
alterations is a change of an A to a G at nucleotide
position 1794 of SEQ ID N° 1 .

32. claims: 1 (partially), 2-4 (comp]ete1y) 9 (part1a11y) 10-11
(tota]ly)

Same method as herein abave, wherein sald one or more
alterations is a change of a & to an A at nucleotide
poSition 6036 of SEQ ID K® 1.

33. claims: 1 (part1a11y) 2—4 (completeTy) 9 (partially), 10-11
_ o (totally)

"Same method as hereTn above, wherein said one br more -
alterations 1s a.change of a C to a T at nucleotide position
2042 of SEQ ID N° 1.
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34,

35.

36.

37.

38.

39,

40.

claims: 1 (part1a11y) 2-4 (comp]ete]y) 9 (part1aT!y) 10-11

claims: 1 (part1a11y) 2-4 {(completely), 9 (part1a11y) 10-11
- - (totally)

Same method as herein above, wherein said one or more
alterations 1s a change of a C to a T at nuclectide position
3351 of SEQ ID-N° 1

claims: 1 (partially), 2-4 (comp1ete1y) 9 (part1a1]y) 10 11
(totally)

Same method as herein above, wherein said ane or more
alterations is a change of an A to a G at nucTeot1de
position 6756 of SEQ ID N° 1

claims: 1 (partia11y) 2-4 (completely)}, 9 (part1a11y) 10- 11
: (totally)

Same method as here1n above wherein said one ar more
alterations is a change of altoaT at nuc1eot1de position
5793 of SEQ ID N° 1.

(totally)

Same method as herein above, wherein said-one or more
alterations is a change of a C to a T at nucleotide position
6707 of SEQ ID N°'1

claims: 1 (part1a11y) 2-4 (comp1ete1y) 9 (part1al1y) 10- 11
(totally)

Same method as herein above, wherein said one or more
alterations is a change of a G toacC at nucTeotTde p051t1on
10187 of SEQ ID N° 1. .

c1a1ms 1 (part1a11y) 2-4 {completely), 9 (part1ally) 10-11 .
. (totally)

Same method as herein above, wherein said one or more
alterations is a change of a C to a 6 at nucleotide position
7116 .0f SEQ ID N° 1

claims: 1 (partlally) 2=4 (compTete]y) 9 (part1a11y), 10-11
< " (totally)

Same method as hereTn above, wherein said one or more
alterations 1s a change of an Atoa G at nucieotide
pos1t10n 10311 of SEQ ID N° 1.
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41. claims: (partially), 2-4 (completely), 9 (part1a11y) 10-11
: (totally)

Same method as herein above, wherein said one or more
alterations is a change of a T fo a C at nucleotide position
7564 of SEQ ID N° 1.

42, c1aims: 1 (partially), 2-4 (completely), 9 (part1a11y) 10 -11
, (totally)

Same method as herein above, wherein said one or more
alterations is a change of a C to a T at nucTeot1de position
7757 of SEQ ID-N° 1.

43._c1§1ms 1 (part1a11y) 2-4 {completely), 9 (partially), 10- 11
(totally)

' Same method as herein above, wherein said one or more
alterations is a change of a T to a C at nucleotide position
8067 of SEQ ID N° 1. .

44. claims: 1 (partially), 2-4 (completely), 9 (part1a11y) 10-11
(totally)

Same method as herein above, wherein said one or more
alterations is a change of a £ to a T at nucleotide pos1t10n
8138 of SEQ ID N° 1.

45. claims: 1 (partially), 2-4 (completely), 9 (partially), 10-11
{(totally)

Same method as herein above, wherein said one or more
alterations is a change of a C to a T at nucleotide position
8509 of SEQ ID N° 1

46. claims: 1 (part1a]1y) -4 (comp]ete1y) 9 (part1a11y) 10~ 11
' (tota]]y)

Same method as herein above, wherein said one or more
alterations is a change of a € te an A at nuclectide
position 10096 of SEQ D N° 1 :

© 47, elaims: 1 (part1a11y) 2-4 (comp1ete1y) 9 (part1a11y) 10—11
(totally)
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Same method as herein above, wherein sald'one or more
alterations is a change of a C to a T-at nuc1eot1de pas1t1on
12658 of SEQ ID N°® 1.

48. claims: 5 (part1a11y) 6-8 (compietely), 9 (part1al?y) 10-11
{totally)

A method of detecting or predicting the occurrence of
autosomal dominant polycystic kidney disease (ADPKD) in an
individual comprising detecting the presence of one or more
nucleotide sequence alterations in a PKD2 gene having.the
- nucleotide sequence of SEQ ID N° 4 1in a nucieic acid sampie
obtained from said individual, wherein said one or more
alterations are selected from the group consisting of: an
; insertion of: an A at nucleotide . position 2226 of SEQ ID
‘ N° 4, a deletion of AG at nucleotide positions 2422 to 2423
of SEQ ID N° 4, a change of a C to a T at nucleotide
position 2680 of SEQ ID N° 4, TVS7-1G>A, IVSB+56>A, a
deletion of TGG at nuc]eot1de positions 374-376 of SEQ ID N°
4 and a deletion of TTC between nucleotide positions
1876-1881 of SEQ ID N° 4, wherein detection of said one or
more nucleotide sequence a1terat10ns indicates that said
1nd1v1dua1 has ADPKD or will develop ADPKD.
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