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NLRP5 %K [ 7EEnsemb 1 e 545 22 A (1) 525 (K] % 5 A 25 JHENST00000390649 . 3, 2R 4F [JNLRP5 £
HTE 559825 A LR L IRAR , 7E B0 324 B I A 2L 1R Je B B & B 25500 7, SR 1 R LB E
WA BT, R ARG E & dRELEF IS T A HgwmiS s E , HAd
43 5 B AT

3 AU EE K 1 i ik 1 S AR [ NLRP 5 & PR B A R 223K 2 i 3 1 A8 R NLRPS 3 1 A A A
I R ) 8 2 SR R AN T Bl B2 W R ke I o % R T .

4 ARPEAUCR B R 3Fr R (1 B2, FREAELE T B i 5 B2 Wik Rk B 51851 0t R
BY ZBRC BRI — R E 2 b

5. A AR ZE R 3FTIR I B2 A, FLRFAEAE T BT IR B RS D52 48 4 75 Al 58 48 I NLRP5 2%
AT ) 225 BR8P B AR P 65

6 . A6 AR B 3R 1T I8 F) 98 A8 FINLRPS 8 [K] 5 AR 3R 2 ik 117) 28 28 EINLRPS 25 (4 ) 1k
FULE 1l 2& 2o Ve HL BRI G A B A 14 Al B2 W 7R BSs i 4 2% R R 2

T ARIEACREL R 6 ik i B2, FARFAEAE T Ik (13703 B 51 s 51 0x) IR e XTI
O BT R I — FhEl 2

8. —Fh e VE L IR AR U & B 15 4 B2 W ik 55 &, B 1) 3550 & B0 45 < R UNLRPS R 4
AL E chrl9 5655244607 1% 1 FR Ar s 57 ; Bk MINLRPS 2 ) 5598247 2 LR A7 i 1 ik
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—ME R L TR ERR T K H AT 5

BRARGUE
(00011 A B Je T-2E W 26 0k, 10— Alnagd A P Jir AN 27 R 8000 SR AR R HEAS )

EREA

[0002]  ANZAFH ORI 2% WL , WHOES 95 38 W AN 2 AN B s M AR K T e
oo J ML 3 2 1) B8 — R o [l S AR R R AR U B, P B I R A A A F ik
FOEAR12%-15% , H Lotk B3 AT 250077, R ER 0 L AN 2200 i IR 2 A5
DB V) AR BV TR H AT 2 R A ZE IR T T B B2 T IR _EATIRE 3 0 A Z20E
o5 191 R 15 A7 R 2008 BRI B 0% A HR B U BR VR 5 v B A S B Lt B E A& 5 IR 5
(RJART JE 3 0, AT 00 SR [F) e SO RUHIR G K B BhG . 1X — IR KRR MY 5 i B A& = R &
Bl — B ARG Rl , R I 555 WT RE B AR R R M Im R2i6 UM B

[0003]  FLHANRfG & B B fg DL R A IR i 4 i 72 ON L RN Bk B 2 MO FRE I A2 JE R 0
HBURNLRIBE T 2 A8 B T shWisi AL, NS S0 58 R R st A6 A5 X A i 3 o it 98 F S IR TG
KBRS — /N EE B R H SRR M R EAZRE AT T2l £ T NG &
F ARG BT B 22 A OCHI FE G A 2 R, R IR G B I 23 R B0 i DR A s ) A 9 7 v
AR IO E L AT R R B v R B R K B R R A AR AT R R, 2T
R B AL VR BOWR SE R R H A fe A R 7%, B R R AR AT R % .

[0004] NLR family pyrin domain containing 53&RAf T 195 JetE R KB 19q13. 4347
BB G AN T, KIS FINLRPS £ H 42 —Fh & 12004 Z B 1Y 5P B 41 A5 5+
PERIEEE - H BrA B HOENLRPS 2 L Z I BHE R B 0T/ ARSI R E
A fr AL AR A8 00 B (R B0 AL AN itk — P A

[0005] gt A% Pl 35010 Ji i P AN ™ e 3 T RS 1) A B A 3 o 42 40 JHL T B0 R A A R Tk
— IR R AR I R VA1) 45 1A% 22 TR, 72 78 70 R FH R BT 0] A 0 A 8 R s A
ANPAE BB TR L, R RERNAN R EENH AT —.

[0006] AL | E AEARZR I R AN 2 B A S B, TS B 1 R R LA A Bl PR 12
W F= R I2 W R 2 RYR 9T

b LIS

[0007] AR IR H 092 E LIRS , FRA—Fust 4L 1 i R A 22 EUR SRR

[oo08] Ak EHHI 55— H BRI ZBURRAS I N -

[0009] AR A X — H 72 FE A2 300 5848 1A MR 7 o

[0010] AR BRI H fI AT iEE an N AR T 5

[0011]  — b S St A% 1 R R 2 B S8 A8 AONLRPS FE PR , I ik f 5 A8 Ry 4l 45 f) % AL 28 A%
NLRP5c.2945delT p.Leu982fs; HF4 BINLRPS 3 K fEEnsemb 1 e 348 FE o i B R 4 50
ENSG00000171487 , NLRP5 2 [F #) S AR FE W) A7 B AE 28 1 LAME -, 9565524461 B ZE THR 2,
Je B2 7 53 RS R AR , FoAth i 3 5 B AR B AH ]
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[0012] A% B AT 1) 28 A% [ NLRP 5 3 [R 4 1) 1) 2R AR (INLRPS 3R [ , LA AE 78 T B A= Y
NLRP5 %K [ 7EEnsemb 1 e 545 22 A (1) 222 (K] % 5 A 25 JHENST00000390649 . 3, 2248 [JNLRP5 £
H LS5 9825 A AR L IRAR , 7E R0 24N B I & L R Je B B & B %00 7, SR 1 & R E,
HE T AR, R G AR s & 2 FR S 7 JILRR AN B T A P gmid i E , HAh
Ay SR AERUAR

[0013] A<k BH Firids (1) 9% [RINLRP5 35 PR B A i BH BT IR 1 98 748 (FINLRPS 8 (1 /R s A
T il 6 P TR AN ZA 1 At B2 W AR A A 6% 4% 1R B

[0014]  VEAA K I — ROtk , Frid 4 B2 Wik F0iE B 51k 51900 RET IRt
LA ) — B Z A

[0015]  VESAC A B 1) — Fh ALt , B ads (R0 ar DN 52 2% A 3 A8 A DN 99 738 [ NLRP5 22 A 1Y) 25 [R5
R 6

[0016] A& AS 2 BH AT ik () 9% % [P NLRP5 I K] 5l A 2 B BT ik ) 9848 FINLRPS & [ Ak 571 78
1188 Lo T AN 2 ) el B2 W R 7 A 488 % v ) 1 P

[0017]  VEAAK B — Rtk , Bk a3k B 51908051905 VIR EE LR CS R B Ak
[y —Fhal 2 o

[0018]  — itz 4 Jif i 1 AN 22 B2 Wi ik ) 6, BT I () X551 6 55 - Ar INLR P 5 225 A ) B A7
B chr1956552446 67 1% H IR A s (1155 s Bk MINLRPS 2R 1 2598247 2 FE R 17 i 71l
[0019]  YESNA KR BHE —FhOLiE , BT iR B9 A 00 3 518 51 0%V BRE W B id s B 65
HH ) —FPE 2 Fh

[0020]  ESNA K B — FhARIE , Bk 04500 9 28 T VR FE N 72 1 6 1 R RS i AR 58 1R
Bl s KM chr19 5655244647 4% R 17 i 225 4R EH 7 #1 aISEQ 1D NO.31A 7 o

[0021]  HaiR:

[0022]  H A & A 3h4) e 3R BANLRPS BEY g5 1 0 SR G e A8 %2 00 B 24 F - DALt ,
XINLRPS 3 PR 5 22 14 5 P AN 222 B B30T i e 06 () A OQ B 7 A5 0 9 b 2 o AR T R e 45
NLRP5/c.2945delT p.Leu982f s RAFNE ]y JF K A A Z2RRIG AL 1, & B ANEZ N EHE
I PRI T 38 4% 09T 58 (1) Al b B i izt HH 1

[0023]  —ANEERI AT LA R 22 ANAS ] B 3 s AS , ELAN ) % s A i 9 RS R RNA % B 1 A BT A
[7] o 2% ) B N AR A A AN S8 A% 2 Y 9 B R 560, 77 326 HENLRPS 2 R 1) e P e s A, 9
R AN 5] R e SR A B THAH B (R R4, AT ASE 75 25 20k 7 18 1) e v » B 3RS S ECR M IG &
B AR BUR FEAENLRPS ¢.2945delT p.Leud82fs.

[0024]  JE R MEAZRIIGIRRILEA — 0 7 mtE, B i c m— 2 80% & K @PADI6,
TLEG6 , (HAAFEAEVF 22 AR SN E0R ZE IR o A B $R At 1 5 S BRI 2503 & INLRPS ) 35 BUW A1
R ZIEIRIZ W SR g 7R A R

M3 15 BB

[0025] W1: %X &K

[0026]  [&]2: HHAMAG K B Faig B 5 1w 6 R R AG I A
[0027]  [&]3:NLRP5ZAR ¥ &

[0028]  [&|4: Wy hiE] PR~y 14 40 7
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[0029] &5 P A= TR R #5775 SR AR INLRPS & [ — 4k 4514
[0030]  [El6: /MR AR K B K

[0031] K7 /INRIIG s T g i

[0032]  [&I8: A S 56 G s L PTVE 45

BASHES

[0033]  sEjiifsl1

[0034] b —N Ik 2 P AN 22 5K S INLRPS &S [R] R AR HEAT R M o

[0035]  SE2EG Jyvd::

[0036]  1.1% 5K ZIW PR B U A R AE Jo A% B YR R A g o

[0037]  ZE RHILIEH NEE IV-2) , e, R0 T/ 5 T A2l PR R, 12 W A R
RAEANZERE 5 FORIR J o o5 28 B Be 7 IR s HAC BRI SR IS L  H AR O i . (R R LA
D) o IR TR B RN NS KRS VEE RS IZK R B E (V-2) K%k
R A5 5 AL AT AR B IR Ik ) I TRRE A o I P Iy 32 DX L DNA SR B 77 5 (Qiagen, Hilden,
Germany) X} f3 (IV-4) A HALSE (M-1) Jikdk (IV-4.1V -6) {13 22 R ZH DNAZEAT F2 Y o
[0038] 2. f&BhT md AR P2 I %R RI B RAL

[0039] 2. 1¥& T iT film ke

[0040]  2.1.INLRP5JE[R K% A 7 5145 S -

[0041]  ZIE R RO oA A8 F AL R0 B, aT et H Al B 2 80 Rk AT A, 3
ELHE A3 H AT E AT A B T 3 I A BE i AH 5 I B0 SE R FR AT BT 2 IR P NLRP5 3 [X]
#EEnsemble ¥ B b (1) K 4 5 9 - ENSG00000171487 (V@ %4 5 K [ Ensemb 1 e 34 ¢ ,
www.ensembl .org, A] fi N & Kl gt A 2 L R VEAIE B R R T 41) o

[0042]  2.1.28L Ak

[0043] - XF AN 7 ok (R 36 B 8 I e S AR, TR N BE R B8 & B 2N I i A TR BRI S AR
AT SR - B 22 FE A NLRPS Zm bt £ 1 I 5 S A , 5 — N R 2 AN B s AR 3 i i
H T 3 & S R R A i 22 1) B AR L) e s AR, 3 2 e AR R R & AR D Tk —
RS I B B 2 1 B S AR R DA ), AT P 07 4 HE RINLRPS 2 PR e s AR o 5 9
ENST00000390649.3 (7F : iZ% %% 5 2K H Ensemb 1 e 4 & , www . ensemb . org , A] Hii N F4 5% A 4
o fer B s AR VEAE B S s A 1)

[0044]  2.1. 2758 ¥REFIIALTT

[0045]  ZRATHREF B THRRAE N - (1) PRET 78 55 B (1% 25 R 1 H AR X 38, B A 27 X 3k DA
FAMNGE T RN & T HHER GPET ETFI#& 1004 bp) 5 (2) 2 EEFH) 0 TERERHH
TR 5 B AT PR 1 DA B e N 2 PR A o H TR 2 - B () B A 2 ) B A T B, AT TP LR
T G A R A ) 52 TR, BB B P AT B AR DU R 2R o B U R BT (IR 6 R 1) H b X
15 NEFEE R HDNAF FIHEATEE X, Je ke T2 5% I E R F 41 (3) e Bt fe b, 3
AT (A0 BT AT TR R A, FAH AR ERE A An N - M A AR A 2 T 456 B b
X 35k (B ATAN M2 70 B 3F100bpi 2 J5 — A48 T/ T I#100bp k) S F1/NF600bp , BIKE
HAEE N —NRED, LR IE R — XHRET 58 2 XA BT XA 3R 5 (4 S AT e 51
/INF-250bp i, 78 FL P i 25 AL & = N UE 100bp ¥ 4 7 1 JE A, 25 4k 82 38 i AH [R] bp 21 Y

5
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BT RER K /NE 2250bp AR DL _E 15z JE ), FATTEH XINLRPSJE A BT & TF 2R EE 17 41 4n
SEQ ID NO.1—SEQ ID NO.31f77~o

[00461 2.2 H b DX 33 3k AR B2l -

[0047] & SR HE K ZHDNA B BUAk , R AEDNAR bR ic “A” , 511 lumina PEEEK — S TR
TR EVIMIES: , B YA PCRE 4 , SRAFDNASC E . SR J5 B DNA S % 5 ) S0 8009 24 4 il 00
F 2R AE U AL, SRAT G Y e A o B i B O X K , £EHi SeqTM 2000 (T11umina, Inc.
San Diego,CA,USA) “F-& Xt B br 5347 M o

[0048] 2. 35l P& Hm B AT LR W45 2.5 2 A, 0 A2k R (s IR B0 2L [A] -

[0049]  2.3.1X% HMosaik® M (http://bioinformatics.bc.edu/marthlab/Mosaik) ZbFH
T.1Tumina 546 W0 F7 204 (BOX R Z48) 774 . bamZR B ST 44 . bam SCI-43i AGATK, F H
GATK A% M B 4% M FR A% 524K (single nucleotide variant) Fl/NEFE AL ER S (insertion/
deletions) , AN IEAT BB PEAL , (T T EIAE B B 50 i B e 7o A ve £ S AE
[0050]  2.3. 2% fE35 ) 7 45 SR AE AR

[0051]  dbSNP144 (http://hgdownload.cse.ucsc.edu/goldenPath/hgl9/database/
snpl44.txt.gz.) ,HapMait Xl (ftp://ftp.ncbi.nlm.nih.gov/hapmap) , 1000Genome
Project (ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp) , REEEZE ((http://
yh.genomics.org.cnj) PL M Exome Variant Server (http://evs.gs.washington.edu/
EVS/) FE NI AN FRAZ S IR 22 25 M (SNP) Zidls e rh i 2, Y i 8 &N SNPA 15

[0052] 2.3 3% KR Y 7 45 SR B ok 2 (%) 6 DR P B kA T L A A 43 i, AR S8 a0 i i N/ B 2k
FRAF T SURAR AN LRAR , 25 AT 43 =28, AR T R0 98747 | 2 0 35 AL 1) i 5 A% L 22 A
[P RAR

[0053]  2.4%Sangerill] F I IE , %5 7 FBURIEHA |

[0054]  PCRYZE 3 it X 14 H (9 SR AR 67 i S 4B DNAJT FULEAH . 5K R db AT 38, B 5
Y7 %)% FPrimer 3 (http://frodo.wi.mit.edu/) SI¥EITH#AFBETT . BT FHPCRAY 5o B4
% (Q0uLfk &) Ny :5%buffer 4ul,25mM MgC122ul,DNA 1ul,1E[A 51 4#F1uL, &[4 51 #R1uL,
10mM dNTPO. 4uL, Taqfi§0. 1uL,ddH20 10.5uL.PCR& AL : 98°Chmin, 35 MEH (98°C10s,
60°C15s,72°C1min) ,72°C7min,4°C5min.2 % B iR WE&E M L vk il , 5 48 AR D RAC DI EK
PCRF=#) 5 Je FE 24K o T BT A RIPCRA= 453 S LA IE S m) 5140, FFx5 I 5 S gk AT 3t — 20
Sy BT, A8 FINCBIAE 2R 6f b T ELBLAST (http://blast.ncbi.nlm.nih.gov/) , HEFR A BH P 4
R, IR AR SO L B RAR AL R o A llchr19 56552373-56552493(67 1% FR ir
5141 4SEQ 1D NO. 31,

[0055]  sgG 4R :

[0056]  1.ZK RIMKTHE:

[0057]  ARFHER 20 IR & XA K R RSEUEE (IV-2) #EAT 1 FEA0 4 1 0 Il RA 7 5, X6
2B M EANZE ) Im PRAZ W, I BOAT IVEIR YT , FARSR OGO KR G 55 7= 15 Gl i
xK1 K2,

[0058]  F1FHAMAG & BREAG E3E (BEIV-2) N ok & gh B R IP I
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E 3P IVF AR,
LS 3R £ 3 WS
M » FEER  BMI ERE M Bo® W K@% D03k DI@M D2V DIRR
1 dl 3
[0059] . auw (pg/ml) (ng/dl) o ¥k * N EhRHk
g/ 1.

IV
-2

29 5 26 7.39 4.22 36 0.5 3.6 14 14 14 0

[0060]  2.1Z%ZK RisALAG 4G

[0061]  J& it X6 SR AR B 3EAT T A4 B 4L e R A5 B 220 W i BRATTR I 1% 8 1%
TSR 25 B SRAENLRPS ¢.2945delT p.LIS2Fs . I FF 4k 5 LKL 3 o F 8 4745 ) 4l 5 Bk
R GEAENLRPS e . 2945delT p.LI82EsHr 195 Jethfd , M) HL A7 B Fychr19-56552446 {7 itk 1
ANBRFET s RNAZK P : NLRP5HE [K] 4 FRNA 55 294567 B3l 3 B % « 28 (1 7K F : NLRPS J DR G hid 2 19 565
0821 G HE RS 15 548 15 24 1L 5 A1) T4 T, 26 K 0 ke 920 WA E SRR MRS 2 £
HHRI .

[0062]  ARAEFAI A BT B TR TRAL , A5 BhERATI A B vk i) B BRGSO IR BE P R, AT
FCTHAIE S A M 3 f) ,NLRPS ¢.2945delT p.LI82fs NiZH i B BURAL 5 .

[0063]  SEjfif5]2:

[0064] 45t S 451 1 Ff BT AGE I HH ) B80S 28 AENLRPS  ¢.2945delT p.L982f AT AW 4>
il

[0065]  SEEGZE R :

[0066] 1. fR5FPESHT:

[0067] X HHNCBI HomoloGene#i# % (http://www.ncbi.nlm.nih.gov/homologene) X}t
Ji I B PINLRPS p.LIB2E s TRATTE N /MBI 2 M) S 2 AN P R b AT DR ST PR VP Al S T
I, R IRAZAE w2 1A T R R s, T EIE T S5Oy ) SRAR T RE 2% 5| ARy 7 B ) 3
TR, 45 5 L3

[0068] 2.5 AR AL A LRI AL -

[0069] >R FHSWISS MODEL (http://swissmodel.expasy.org/) THl#K A4 XNLRPS $F AF 7 &
F KA A7 . 2945delT p.Leu9821s RAL ) RAL T [ 45449 73 b AT U , VFAl SR AR it 51
(8 A5 R U o R AR A A TN, SR 7R, 0. 2945del T p.LI82F s RALHIS2FTELRR
PGB X R R, R AT S5 R4, HLRREA R 5111 gand BhAE , 1eud8242 /i
28 11 AR AT RE R S A 11 gand AR IR, 435 SR LIS 4.

[0070]  3./NERSEEGZE R :

[0071]  FRATALA T JLANJ5 T : ELANLRPS" AINLRPS" mRNAYA: 555 A4 41 /1N BRUVE S F) S 7

[0072] 1) NRMEFE R B 2 FATR N A T #EATNLRPS" FINLRPS" mRNAVE 5] 5 45 41 45 77
He MG % T R, R BINLRPS" HINLRPS " mRNATE S 40 A /I BB A 2% 7 28 240 J b B A%t 0
W 2 S (EL 2 S A M L 3 BE AR B B8R BONLRPS " mRNAVE S 41 5 W 5 W B T & R %
1, VP2 MR ABE A FE2 4N B TE R SR B, IX — 5 R 5 B MR K B 45 R A EULIE S,
[0073]  2) /I B R JiE HINLRPS 2R 9 5 7 (0 2028  BATTEG B 7 NLRPS " FINLRPS " mRNATE 1t i
/N B 24 IV I T 4 5E 7, %% INLRPS " mRNAVE 5 5 , 5848 (INLRPS 25 (9 AN A4 5t 5 o T 12 U5k
T UM R B A 55— G S 5 A K TR 4 9 AR A, LI

7



CN 112226440 B W OB P 6/6 T

[0074] 4. “HffSO6 45 R .

[0075]  SRAFXINLRPS -5 H A SCMCHK 52 45 A ) 52 -

[0076]  FRATTSr Bl 4 BAd FIMYC-NLRP5" 8{MYC-NLRP5" 5 V5-KHDC3LFLAG-TLE6 \ FIHA -
OOEP iy ik i ML 4% G293 T i & , a8 ik 4 % LT e S5 K 1% A2 {ENLRP5 55 SCMC4H 43
TLE600EPKHDC3LAH ELAE ¥ 55 (K18) - %45 R4 /RNLRPS 548 1] fig T L SCMCTE i o
[0077] &5 b, AT @ a8t A% 2 K B W) S 56 S I SIS 45 v 2 5 T AE 5% T NLRP5S
.2945delT p.LI82fsTRASKS T MG K & MR F A TR , B BH 1 5 S5 R PEAN 22 (1) SR Bk o AR
R A TR FAINLRPS 28 AR A 557 5 5 AR [FINLRPS B [, ] 7 ] 2% J5 R P AN ZAoA W ek 751 sl e ) 4% 2%
H
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[0001] FroI#k

[0002] <110> FRIERIAS

[0003]  <120> i A% iR A AN 22 ) B0 R AR K FL AR X 71

[0004] <160> 39

[0005] <170> SIPOSequencelListing 1.0

[0006] <210> 1

[0007] <211> 120

[0008]  <212> DNA

[0009]  <213> A LFF%l (Artificial Sequence)

[0010]  <400> 1

[0011] gttcagttac tttccatgge gatgttatca tgaaggttge aggaggactt gaacttggag 60
[0012] ctgctgetet getctcagea tcaccacgtg cgtcgacage ctcttagagt tacctatgag 120
[0013]  <210> 2

[0014]  <211> 120

[0015] <212> DNA

[o016]  <213> ALFF%l (Artificial Sequence)

[0017]  <400> 2

[0018] tgatgttagt tgtatctact tgagaatttg ctgcaagatc ctcttttaag tcttgtcact 60
[0019] ctttccacag gtcctacttg ctctatatta ccaaagaatc cacttttccc ccaaaacctg 120
[0020] <210> 3

[0021] <211> 120

[0022]  <212> DNA

[0023]  <213> ALFF%l (Artificial Sequence)

[0024]  <400> 3

[0025] agctctcage cttgtatcaa gatggaagga gacaaatcge tcaccttttc cagctacggg 60
[0026] ctgcaatggt gtctctatga gctagacaag gaagaatttc agacattcaa ggaattacta 120
[0027] <210> 4

[0028] <211> 120

[0029]  <212> DNA

[0030]  <213> A L%l (Artificial Sequence)

[0031]  <400> 4

[0032] aagaagaaat cttcagaatc gaccacatgc tctattccac agtttgaaat cgagaatgcc 60
[0033] aacgtggaat gtctggcact cctcttgecat gagtattatg gagcatcget ggectggget 120
[0034] <210> 5

[0035] <211> 120

[0036]  <212> DNA

[0037]  <213> ALFF%l (Artificial Sequence)

[0038] <400> 5
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[0039] acgtccatta gcatctttga aaacatgaac ctgcgaaccc tctcggagaa ggcacgggat 60
[0040] gacatgaaaa gtaagcgaga cttgggacaa gtctagggca gggaggggag gtgatttcag 120
[0041] <210> 6

[0042] <211> 120

[0043]  <212> DNA

[0044]  <213> ALFF#% (Artificial Sequence)

[0045]  <400> 6

[0046] cagtctcecet ttttetttgt cttccaggac attcaccaga agatcctgaa gcaacgatga 60
[0047] ctgaccaagg accaagcaag gaaaaagtgc caggttagag gggtggagtt gggggaaata 120
[0048] <210> 7

[0049] <211> 120

[0050] <212> DNA

[0051]  <213> ALFF%l (Artificial Sequence)

[0052]  <400> 7

[0053] ttgtgtttat tcttctececet tectecttttge aggaatttca caagetgtge aacaagatag 60
[0054] tgccacaget gcagagacaa aagaacaagg tgaatgaaat agatctattc atttgttgece 120
[0055]  <210> 8

[0056]  <211> 120

[0057]  <212> DNA

[oos8]  <213> ALFF%l (Artificial Sequence)

[0059]  <400> 8

[0060] caagtatgtt ggaattcatt cttcttttge agaaatttca caagctatgg aacaagaagg 60
[0061] tgccacagca gcagagacag aagaacaagg tgaggaaaat agatgtattc cttggttgee 120
[0062] <210> 9

[0063] <211> 120

[0064]  <212> DNA

[0065]  <213> ALFF%l (Artificial Sequence)

[0066]  <400> 9

[0067] acacaagtat gttggaattc attcttttgc agaaatttca caagctatgg aacaagaagg 60
[0068] tgccacagca gcagagacag aagaacaagg tgaggaaaat agatgtattc cttggttgee 120
[0069] <210> 10

0070]  <211> 120

[0071]  <212> DNA

[0072]  <213> ALFF#%1 (Artificial Sequence)

[0073]  <400> 10

[0074] tggtetgttt cctgattttc attctaccect ctectgactce aggacatgga ggtgacacat 60
[0075] gggactacaa gagtcacgtg atgaccaaat tcgctgagga ggaggatgta cgtcgtagtt 120
[0076]  <210> 11

0077]  <211> 120

10



F 5 =

CN 112226440 B 3/8 1
[0078] <212> DNA

[0079]  <213> ALF#%l (Artificial Sequence)

[0080]  <400> 11

[0081] acagccactg tgaggagtac tacaccttct tccacctcag tctccaggac ttctgtgeeg 60
[0082] ccttgtacta cgtgttagag ggcctggaaa tcgagccage tctctgecet ctgtacgttg 120
[0083] <210> 12

[0084] <211> 120

[0085] <212> DNA

[ooge]  <213> ALFF%l (Artificial Sequence)

[0087]  <400> 12

[0088] agaagacaaa gaggtccatg gagcttaaac aggcaggctt ccatatccac tcgetttgga 60
[0089] tgaagcgttt cttgtttgge ctcgtgageg aagacgtaag gaggecactg gaggtcctge 120
[0090] <210> 13

[0091]  <211> 120

[0092]  <212> DNA

[0093]  <213> ALFF%l (Artificial Sequence)

[0094]  <400> 13

[0095] tgggetgtee cgttececectg ggggtgaage agaagettct gecactgggte tetetgttgg 60
[0096] gtcagcagcc taatgccacc accccaggag acaccctgga cgecttecac tgtetttteg 120
[0097] <210> 14

[0098] <211> 120

[0099]  <212> DNA

[0100]  <213> A%l (Artificial Sequence)

[0101]  <400> 14

[0102] agactcaaga caaagagttt gttcgcttgg cattaaacag cttccaagaa gtgtggettc 60
[0103] cgattaacca gaacctggac ttgatagcat cttccttctg cctccagecac tgtcegtatt 120
[0104] <210> 15

[0105] <211> 120

[0106]  <212> DNA

[0107]  <213> ALFF#%1 (Artificial Sequence)

[0108] <400> 15

[0109] tgcggaaaat tcgggtggat gtcaaaggga tcttcccaag agatgagtcce getgaggeat 60
[0110] gtcctgtggt ccctctatgg tgagtaccece aggcagtttt atcctatgee gtgtgetgag 120
[0111]  <210> 16

[0112]  <211> 120

[0113]  <212> DNA

[0114]  <213> ALF#% (Artificial Sequence)

[0115]  <400> 16

[0116] ttgaaaacac tgctgctgac tggccggaaa tgcaaacgtt ggetggtget tttgattcag 60
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[0117]  accggtgggg cttceggeet cgeacggtgg ttctgcacgg aaagtcagga attgggaaat 120
[o118]  <210> 17

(01191  <211> 120

[0120]  <212> DNA

[0121]  <213> ALFF% (Artificial Sequence)

[0122]  <400> 17

[0123] cggectectage cagaaggatc gtgetgtget gggegecaagg tggactctac cagggaatgt 60
[0124]  tctcctacgt cttcttecte ccegttagag agatgcageg gaagaaggag agcagtgtca 120
[0125]  <210> 18

[0126] <211> 120

[0127] <212> DNA

[0128]  <213> A L%l (Artificial Sequence)

[0129]  <400> 18

[0130] cagagttcat ctccagggag tggccagact cccaggectcc ggtgacggag atcatgtcce 60
[0131] gaccagaaag gctgttgttc atcattgacg gtttcgatga cctgggetet gtectcaaca 120
[0132] <210> 19

[0133] <211> 120

[0134]  <212> DNA

[0135]  <213> A LFF%l (Artificial Sequence)

[0136]  <400> 19

[0137] atgacacaaa gctctgcaaa gactgggectg agaagcagcec tccgttcacc ctcatacgeca 60
[0138] gtctgctgag gaaggtcctg ctccctgagt cettcctgat cgtcaccgte agagacgtgg 120
[0139]  <210> 20

[0140] <211> 120

[0141]  <212> DNA

[0142]  <213> A L% (Artificial Sequence)

[0143]  <400> 20

[0144] gcacagagaa gctcaagtca gaggtcgtgt ctccecegtta cctgttagtt agaggaatct 60
[0145] ccggggaaca aagaatccac ttgctccttg agegegggat tggtgagecat cagaagacac 120
[0146]  <210> 21

[0147]  <211> 120

[0148]  <212> DNA

[0149]  <213> ALF% (Artificial Sequence)

[0150]  <400> 21

[0151] aagggttgecg tgcgatcatg aacaaccgtg agectgetcga ccagtgecag gtgececgecg 60
[0152] tgggetetet catctgegtg gecctgecage tgecaggacgt ggtgggggag agegtegece 120
[0153] <210> 22

[0154]  <211> 120

[0155]  <212> DNA
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[0156]  <213> A LFF%1 (Artificial Sequence)

[0157]  <400> 22

[0158] ccttcaacca aacgctcaca ggecctgecacg ccgettttgt gtttcatcag ctcacceccte 60
[0159] gaggcgtggt ccggegetgt ctcaatctgg aggaaagagt tgtcctgaag cgettetgee 120
[0160] <210> 23

[0161] <211> 120

[0162]  <212> DNA

[0163]  <213> ALFF% (Artificial Sequence)

[0164]  <400> 23

[0165] gtatggctgt ggagggagtg tggaatagga agtcagtgtt tgacggtgac gacctcatgg 60
[0166] ttcaaggact cggggagtct gagctccgtg ctetgttteca catgaacatc cttctcccag 120
[0167] <210> 24

[0168] <211> 120

[0169]  <212> DNA

[0170]  <213> A L%l (Artificial Sequence)

[0171]  <400> 24

[0172] ccatgagcce atgtttctat cccccectgac ataggatgeg ggataagacce ctcattgagg 60
[0173] agcagtggga agatttctgce tccatgcttg gcacccacce acacctgegg cagetggace 120
[0174]  <210> 25

[0175]  <211> 120

[0176] <212> DNA

[0177]  <213> ALFF#% (Artificial Sequence)

[0178]  <400> 25

[0179] tgggcagecag catcctgaca gagcgggeca tgaagaccct gtgtgceccaag ctgaggecatc 60
[0180] ccacctgcaa gatacagacc ctgatgtaag gctgecegee ccctacgaga gaatccette 120
[0181] <210> 26

[0182] <211> 120

[0183]  <212> DNA

[0184]  <213> ALFF% (Artificial Sequence)

[0185]  <400> 26

[0186] accagtgtcg aatgtgtctc cccttecceca ttgcaggttt agaaatgcac agattaccee 60
[0187] tggtgtgcag cacctctgga gaatcgtcat ggccaaccgt aacctaagat ccctcaactt 120
[0188] <210> 27

[0189] <211> 120

[0190]  <212> DNA

[0191]  <213> ALFF#% (Artificial Sequence)

[0192]  <400> 27

[0193] gggaggcacc cacctgaagg aagaggatgt aaggatggeg tgtgaagcect taaaacacce 60
[0194] aaaatgtttg ttggagtctt tgaggtacgt ctctggtaga gettttgeet tgtttttett 120
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[0195]  <210> 28

[0196] <211> 120

[0197] <212> DNA

[0198]  <213> A LFF%l (Artificial Sequence)

[0199]  <400> 28

[0200] gagctgggat tgcttcatge tgectgtete tgecaggetgg attgetgtgg attgacccat 60
[0201] gcctgttace tgaagatctc ccaaatcctt acgacctcce ccagectgaa atctctgage 120
[0202] <210> 29

[0203] <211> 120

[0204]  <212> DNA

[0205] <213> A LFF%1 (Artificial Sequence)

[0206]  <400> 29

[0207] ctggcaggaa acaaggtgac agaccaggga gtaatgcctc tcagtgatge cttgagagtc 60
[0208] tcccagtgceg ccctgcagaa getgatgtga gtgccactte ctttecacca ggattatcegt 120
[0209] <210> 30

[0210] <211> 120

[0211]  <212> DNA

[0212]  <213> A L% (Artificial Sequence)

[0213]  <400> 30

[0214] tcatcatgtc ctctctgggg ctetettett gecagactgga ggactgtgge atcacageca 60
[0215] cgggttgcca gagtctggee tcageccteg tcagcaaccg gagettgaca cacctgtgee 120
[0216] <210> 31

[0217]  <211> 120

[0218]  <212> DNA

[0219]  <213> ALFF#%1 (Artificial Sequence)

[0220]  <400> 31

[0221] tatccaacaa cagcctgggg aacgaaggtg taaatctact gtgtcgatcc atgaggettc 60
[0222] cccactgtag tctgcagagg ctgatgtgag tctggcttge tcccctgecaa ggacttecta 120
[0223] <210> 32

[0224] <211> 120

[0225] <212> DNA

[0226]  <213> ALFF% (Artificial Sequence)

[0227]  <400> 32

[0228] tcacgatctt ctttcccatg tgtgtgeccce acaggetgaa tcagtgeccac ctggacacgg 60
[0229] ctggetgtgg ttttettgeca cttgegetta tgggtaactc atggetgacg cacctgagee 120
[0230] <210> 33

[0231] <211> 120

[0232]  <212> DNA

[0233] <213> ALFF%l (Artificial Sequence)
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[0234]  <400> 33

[0235] ttagcatgaa ccctgtggaa gacaatggeg tgaagcttct gtgegaggtc atgagagaac 60
[0236] catcttgtca tctccaggac ctggagtgag tttcccatgg gegttgggte aactctatca 120
[0237] <210> 34

[0238] <211> 120

[0239]  <212> DNA

[0240]  <213> A L% (Artificial Sequence)

[0241]  <400> 34

[0242] gaggcagact ctctctattc cccgectett gecaggttggt aaagtgtcat ctcaccgeecg 60
[0243] cgtgctgtga gagtctgtcc tgtgtgatct cgaggagcag acacctgaag agectggate 120
[0244] <210> 35

[0245] <211> 120

[0246]  <212> DNA

[0247]  <213> ALFF#% (Artificial Sequence)

[0248]  <400> 35

[0249] tcacggacaa tgccctgggt gacggtgggg ttgetgeget gtgegaggga ctgaagcaaa 60
[0250] agaacagtgt tctggcgaga ctcgggtaac ttcctgggge gectetttge gggecggget 120
[0251]  <210> 36

[0252]  <211> 120

[0253] <212> DNA

[0254]  <213> A L% (Artificial Sequence)

[0255]  <400> 36

[0256] ttggggttat tttctgggtg tcctgaccet gecaggttgaa ggecatgtgga ctgacttectg 60
[0257] attgctgtga ggcactctce ttggeccttt cctgecaaccg gecatctgace agtctaaacc 120
[0258]  <210> 37

[0259]  <211> 120

[0260]  <212> DNA

[0261]  <213> ALFF% (Artificial Sequence)

[0262]  <400> 37

[0263] tggtgcagaa taacttcagt cccaaaggaa tgatgaagct gtgttcggee tttgectgte 60
[0264] ccacgtctaa cttacagata attgggtaag tcgccagcaa ttgtcttctg agatacagac 120
[0265] <210> 38

[0266] <211> 120

[0267] <212> DNA

[0268]  <213> ALFF%l (Artificial Sequence)

[0269]  <400> 38

[0270] ggagaagagt cgaaagcaac atctcagtaa cgagtcctct ctctgectec ccaggetgtg 60
[0271] gaaatggcag taccctgtge aaataaggaa gctgetggag gaagtgcecage tactcaagece 120
[0272]  <210> 39
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[0273]
[0274]
[0275]
[0276]
[0277]
[0278]

211>
212>
213>
<400>

120
DNA

NTF%) (Artificial Sequence)

39

ccgagtcgta attgacggta gttggecattc ttttgatgaa gatgaccggt actggtggaa 60

aaactgaaga tacggaaacc tgccccactc acacccatct gatggaggaa ctttaaacge 120
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NLRPS NLRP5
€.2945delT €.2945delT
p.L982fs p.L982fs

ACTGTAGTCTGCAGAGGCT
GCAGAGGCTG

ACTGTAGTCTGCAGAGGEZT ACTGTAGTCTGCAGAGGCT

GCAGAGGCTG GCAGAGGCTG
K3
p.Leu982fs
}

Human RLPHCS QRLMLNQCH
Mouse RNPECA QRLILNHCN
Chimpanzee RLPHCS QRLMLNQCH
Cattle KLSSCG! QKLALNACS
Dog KFPNCG QRLILNECN
Horse KLPNCG' QRLILNECN

K4
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