CN 106295252 B

(19) e AR X FEE RN ZIRE

(12) XA E FI

(10) 32N ES CN 106295252 B

(45) 1A EH 2019. 05. 07

(21)E{ES 201610687440.8
(22)815H 2016.08.18

(65)E—HIFENE AW ES
BHiEAHE N 106295252 A

(43)ERIEATH 2017.01.04

(73)EFIRAN BUNAEE AR A PR A ]
otk 310000 VLA TN T HE ST X 4 [ B
385 11 7R R VY #£A402

(T2)%PBAAN X

(74) FFRIRHLA HUMAE TR B 55
it (EiE A Hk) 33217
RIEAN T

(51) Int.CI.
G16B 50,00(2019.01)

GOS6F 16/953(2019.01)
GO6F 16/245(2019.01)
GO6F 16/2455(2019.01)

(56) XEL 3T

CN 101266601 A,2008.09.17,
CN 105630813 A,2016.06.01,
CN 105589936 A,2016.05.18,
CN 1744080 A,2006.03.08,

CN 101539916 A,2009.09.23,
CN 101738196 A,2010.06.16,
CN 105740243 A,2016.07.06,
CN 101201847 A,2008.06.18,
CN 102043812 A,2011.05.04,
CN 104090890 A,2014.10.08,

HES (7%

GO6F 16/22(2019.01) BURIEESR 25T BT 12T
(54) %R &R
T2 = A & 775
(57) 1% %
KEVLCT R RERRgorE B | REERAS. ERAS. L8
15 B 2R A, 0 F5 A4 S [ 0 5 IR i 2, 3R S i
U ASF A6 2R ) DX B 1) 5 i o -5 e 1) T 7 ) i — 2R v

LRSS AR e —RFAEARSE , X OB ] AT 480 €
AR Jre 5% ], R 408 4 R O B 3R] HEAT I 48 e
ERSEBURIEE SR NIV PS AT/ (1 7
2, HE T ME— R AR 2T SC R R AT 0 R AL B
TR AR EAS B 1 30 R G R AT 2 A R, B T
W R B R B T S AR R A SRR RN R
2 B E , T PR UELE BRI b Re g4 R 5] 5%
B U] IR A 5 5 1 UL 5 P R R At T 5% B x4
AR T

RIS & 69 £ 4033, AR 3 2k B k3%
B % % 45 2 A 69 — A AR AR

v

R —AF fEATE, 4RSS, X
BA5 . AE AR B R Fhat % 4bis) it
fTie R, FIREIE £ 4839

v

ARIEIE B A AT M sk, bR
s R Er




CN 106295252 B W F ZE Kk B /2

LT3R S R R O, BRI T, Prid i s 07 i B4 -

AR I PR 25 ik DRI RF5  Jk DR] Ak A R i) o vy ] 8 i AT 0 2

SRR 2R 1K) SR ]  AA[R] Y5 32 DR AN 2 v 2 - S B T X 2 P M — RS AR AR 2% 5

HRYEIE —RFAERR R, 25 G FE N 5 B [N 55 2 DR A R DA RO Boxt S s 1A BEAT 410 ¢
PRAEESSAnE

R 31 SR R AT I B A 2R, WA R 4 R

Forb, SR R O B A AL 4 -

M FE [R] -7 B R S o DR O 5 5 5 ) B e P ok A e 5 8] Sl AT O 0k , 45 3
Yok ELARRIJR L A

T ) A L () SR IR DA PR 4 R el R IR 4 5 AR R b R AE L (] 7 P b AT 78
VLA, 15 2 B 32 R P 2 DA O B 1] B B » AR 0 75 81 10 I3 [ Y0 IR S B ] el £ 4 N AR T
ARHE I 5

FEARTUA Bl 12 b ik U5 S B R] UL S ) 0 e S B 17

2 ARFERORZER 1P (¥ FH 2 DX b A R Ok, LR IR AE T, Prid e R 05 1% e
1

) S A 358 2 K] SR 2k DAL 7 it P e 2R i 12, £ P i e 2 e I e AT 5 R i 2 ]
SCHR BEAS T IR BE LA 77 i 6 L A ME— AR AR AE

3. AR HEAORZER 2 i (¥ FH 2 DX b O A R Ok, LR AR T, Frid e R 05 1% e
1

£ PR A 2R B 2 3k B P SR ME — AR R 8 X L PR B 458 2 R SRR/ B PR 7 i
IR EE R

R i ke R 45 Rt

4 ARYEBCFESR PR 1 T ZE A7~ dh A 2R vk, HURFIEAE T, BT IR AR S ME — R Ak A
2, Hi 5 SN G 5V BE DR AT 5 BE DR A R DA Rl x5 B 1) 1 AT 40 Ji€ L SR e S it il ,
1

HRAEME—FFAEFR 2, 8 5E S ME—FRAERR 20T B H A9 SE A 9 5 H SN AT 5 H 5
eIV

CASGHRE ] Y J At Fg ik B (25 I 5 BT B (2R DR RE 5 BT H [ 22 D R A R )
FRAZ R I B S AL AT ¥ Jee , I PR B 1A

5. MRPEAUANZE R LTI I FH T 2R D 7 i iR A 2R 0 3 LR AE T, I A4S

FITIRME —RFIERRZE N 745 £, FE TR 7445 B P A e 81 - T AR IR 749

6. AR FEAOM ZER I i FH T2 (A= dh AR 207 i, FRFAEAE T, A6 BT (R 5 A Mo
e S A G 5 SRR 5 JE DR R A SRR R R B 2% o

T ARGEBORZER 15 ik i) F T2 A7 i (A 28 U ik, FLRFAEAE T, ik 0 e S o i
NEDOFEIE R G 5 AT 5 JE D PR UL B BRAE A 545 5 o

8 MR IERUM ZER I (¥ FH T2 A7 dh A R 7V, FLRRIEAE T, Prid &5 6 %6 bL Hicdle J2e
XA DR Kt 2 AT O i , 43 2 s P A ELIR RN IR D), R -

MR EE S0 2 m 2 H 0 R DR Kt Xk IO ) A A e DAL B30, 8 A AR ik PR 3o 40 v
S R Bd 2t AT 25 ELO i, 19 B I8 ) (0 25 0 Pl BB R [

2



CN 106295252 B W F ZE Kk B 29 Hi

9. ARIEBCM ZER P K FH 28 K A R 7, AR T, AE TR AR T A Hidle e
oAk (0 ELFE R I 3 DAL O B A At HL A e —



N 106295252 B W OB P 1/4 T

AT EE~miie R 5%

BRARGUE
[0001] 7% B Ja T4 JE R R ALK, e il i B Y16 R 7 i IR R TR

EREA

[0002] B 5 I P 452 A R J2 22 4 b 366 R A 300 e s 4682 5 i » L ER T 7 BBk ) s AR G
R, JE T HICREAT JE R L A R I R SR 2 8] 77 i A5 AH DA L1 8 2 L 48 oIk N
e

[0003] 24, SE[E [ 37 P AR FE R B JE (NCBI) i RN HE LB —T=H1/
2% o AELEH Ty A4 KD Py 1 s DR RO R] Y5 25 DR () A7 A, B2k SR R B 1 B JE K 2 5 (gene 1D)
ZHAb BT Re A 2 A 2 FK (gene full name) \Z:K 75 (gene symbol) \HIFK (aliase,
synonym) SNV A A FR, FEWSC SR IEPR SCHR  JE BR = i IS AN AT BB 4% 48— 1) B AR AT U R . S 8I0CY
A 2T B — S D] 4 R O T 1 2% A VR S M R DR A DG AR B = i B, BRI B A 1 5
B 5 HBLTE S B SO IR B S 1 I - IX PR T B #8201 B R I o

b ES

[0004] AT RRILA H AR AZTER BT A 2, AR B R AL T H T s R AR T
FEBR P R R T

[0005] Oy Tk E| FREIR B, A K R AL T TR R A R T IR R &R T
FLHE

[0006]  HRLAIEZE K] 2  FE DRI A°F5 25 (R AR DA S ) R ) s [ 2 PR 509 2 5

[0007]  SREUAFASE 2= (1) OB 1] , A7) 05 3 DT 0408 e o i o -5 DB )T 2 P P — SRR AIE AR 25 5
[0008] R ¥EME —HFAEPRES, 45 A L R ' ERI R 5 L 3 Rl A FR DA SRR S8 in] B 4T 40
J& , SRENHR g otk i) 5

[0009]  AR¥EHA R B I IAT 4R R, A R 45 SR H o

[0010] W]kl , FridAS &R 5 I E 4

(00111 g el A0, 47 JE (R SR i R 7= i B b R /2, FE T IR R R B R 5 AN T id
SR SCHR A BT Jh L R 72 it o I ) P — AR AR 2 o

[0012] W]kl , BridAS R 5 I E 4

[0013]  7F il A 2= Eh 4 e v 126 B L5 BT 3R M — SRR I e 2 68 IV ) AL 955 2 R Sk A/ B8 2 A
FE R R A R

[0014]  RETIAR R &5 R .

[0015]  AIIERT, BT AR BE Ml —RFAEFRES , 45 A 2L R 2 5 JE DRI A5 5 L 52 (R A Pk DA B il R ok
KRB AT ¥, SRR e O B n] , 45 «

[0016] AR PEmE —4FAERR S, 05 SME— R IERR 0 N B IR gw 5 H RN 5 . B
) L PR 4R DA B IR

(00171 DASCHE IR N JEA , 1 Fridk H K 9 5 Birid B B3R R 55 Brid B ) JE R 4 FR DA



N 106295252 B W OB P 2/4 T

SN PRA% B 18 B S5 AT 40 R, BRI R OB 1]

[0018]  mI kM), b ELFE

[0019] P ik —HFAEAR AN AT 8, 72 I 05 5 A 7 90 7 1 S U7 o

[0020]  WIIEM), 76 Fridk [F) U 2 R s e v i 5 2R R 9 5 R DR RF 5 DR A Bk DA S i) R
XTI AR o

[0021] W], Frid #h e oo g A 2/ FE L TR 9 5 IR DR A5 L B DRI A PR DA Sl R AE Y
7

[0022]  WmJ ikl , b ELHE

[0023]  MEEDR ¥ P o SR B A 3[R B8 » &5 o LU i 2 o 4 b 5k DR B 40 1R AT 0 e, 75
F P54 P B2 R IR L

[0024]  JET-ES4Fh B H2 R VRS A, DL 4 R el 2 ] 4 5 AR [R) A bm v 78 225 DR 7 2 vh g AT
P AVLEC , 45 21 B4 [F] Y 25 PR 50 B 1) 250408 4, AR H5 45 280 1) B 425 () 0t 25k AT 5% B 1) 0 4 B 4 ST
ETCR B 5

[0025]  FEAETUAREE 7 Hh e HY 5 B 1] UL T 1) 4 J OBt il

[0026]  WIIGGFH), Firad & G of bb Z540 e oot W b Jak AT 5 s b A7 0 e , 49 21 85 ) o 2 () st
L -

(00271 DX bt B4R e v i H 5 A A e AT 500 ot 07 P 9 A e R A0l 2 T A A 5 DR 4 ot
W dp L DR B AT 25 EE R , 49 2 05 18 S5 I S ) P ELRR R R R A

[0028]  WIEf) , 7E AT IR AR TU AR U P A A7 il 1 B 2 [ Y 2 DR O Bt e i 4 HL A i —
[0029] A% BHHR ML) F2 AR T A RIA 2 R A& -

[0030] i I AR HE A e 2R 1) O B 1R SR HUME — ARp AR AR A , JE T M — KRR AR 2500 S B 1 31T 4
JRALBE , B AR RS 2 30 R S AT A R, i T R R B TR S T SRR R
SR TR G B 1) 2 B PR R, AT PRIE 7 L IE Y RE 5 45 2% 3] 5 50 Bl 1] S B S 5 1 B, B
R A TG I BRI R 45 R T

B (E135¢ BR

(00311 Dy 7 S i A MU B A R W (KD 50 AR T 58 I THDARE Xob S5 Jt 57 438 e 8 2245 ) PR
PR Ta] Bt 21, S 1T 5 ML, T s (1 B P SR AR S ) — S S it 451, %o A A0k
HEHARN FORE AT A& LS5 SR AT T, 3 T DARR P LU [ 5k A3 HA (R P 1
[0032] P 1A B S AL A8 P R 7 s R A IR VA A s e

[0033] |22 A< WY i (A F) 4 Foe O o am] (¥ SR IBOTT AR A

BAXmAN

[0034] i A< i B 1) 285 A AN s SE NI 2 , I TR &5 G B DR AR BR ) S5 i /R 3 — 2P
TR

[0035] sy —

[0036] A EHSRME 1 T B R AR U7V, W Lo, BT A R 7 VB0 3

[0037] 11 AR¥FEIE T LR A5 PR A B DA S il Ry 2 () 0 e PRI 0 0

[0038] 12 FRHEUArdar 211 OB ] , AN [ U 2o DRI 4 o v 1 5 -5 D B TA) 0 IV ) PHE — SR AR A

5



N 106295252 B W OB P 3/4 T

(00391 13 ARARIE —REAF B 25 , 5 A 5 DR 250 5 6 DRI R 4 iR D T BB o 6
140 R SRR TR

[0040] 14 IR R HEHEAT PR A6 22 KR 2045 Lt

[0041] 7RSI, T AW ARAR S e TSR EUR T 8 LIS ARG R R, AR
A T TR SR I, CEA R TV B2 MR VS R B 2 [ 5 2
PRI 5 e o o 45 T L B SRR IR AR L K SR o DL BT 1 S 5 B i
AR X ) 4 B A 2, 2 U R R o 5 9 8V S B 0 B R 2 BRI 5
SER] 4 FR L K K o 56 R4 B AR 2R 00 S B IA] T 25 e e 7 R S0
o i 5 BT e — A B2 R 4R — 5 bR 4 ) 549 20 6
S AISEAT 41 AL 251 A B 1 4 R 1 S AR A R B AT A2 2 B0
KL,

[0042) 75 |-k 5 BReiT, 2 7 Bl BRI R ERR L0 5 B8 o T A R 4
SR 2 B R A R T T 0 0 D05 45 o 4 Y6 0 X AL 474 R ¢ B A i
A VNG IR 2 AN T AL 7 LI 05480 25 ) 5 06 68 ) D6 B B 0 60, WIS A
SRR A R TR

[0043) [FL f5b 2 20 1, 05 1 2 B R R0, 16 7 U505 B4R P e 277 1 6
L T il 5 5 SR — X 7, SR T DK A ] L e — R R s
FE TR DR MR e o R 0 DB 17 A DA 0 6B 5 2 7, S 7
WA L T g 3T ) AL, 0T 5 15 ) X 0 SR i — R
R/ DT 68 AR B 2 (TR 5 2 5 R B b T A

[0044] 3531 35 JKIIF P SR 1 25 EL U B0

(00451 HL4EME — AL BRAE , Bt SRR RR S BE I AL BRI 45 I A R
(9 R 2 R T SRR

[0046] B i B, 44T L 9 R S Tk L ) R 5 BTk D ) R 4R
T SRR SR 5 FO3EAT 41 R JRIIT R

[0047) S e — A1 b 6000 5 8, 7 BT 4 o o B 3 9 4 R 47 . DL
T M — R R S BT 25 0 T 1 90 AT BE B S, N T R RO
PR O e R T 5 DR S SR 7 5 R AR B B SRR A B SRECR 41
A 5 TSR 5 5 SRR D AR B SR £ 14 14

[0048)  FLPAIY , T K 2 1, 5 0 R R SR B 7 i 0 R 2R e 1 7
S 2R P A 55/ TR TR SR 5/ R R 7= b I — 5 B2
(00491 FESE M B Ty vk P AL 50 S AT 9 , B T30 e 8 47 4
F 2R b, VA MR 2R R O ARLHREE R b 7 AR 2R MR T AT R 28, 10
CE I T

(0001 %5 o BT RO AL 20 2 R Sk A7 8 76 P B0 M4 P T2 44
B 100 625 4 SR B SR DA 2 2 R H R R 2, 9 LA 280 P 56 A S R
I P75 T — A 525 55 R R0 1 W — R R T DAE T A 28
8 U5 T A — R 0 ) 5 5 R S/ R 7 O K28 5 5 A T A

6



N 106295252 B W OB P 4/4 T

Fr iR far 2% 45 At , AR E — R A AR R AR A 2 B0 2 e 5 D BRGSO AS R 45 A
XTI B AT A A 2R L B S I BE A HE R R R

[0051]  FEZE—Fpka = 77 U, $2 TR YE 0 R e B g AT WA = A 7 20, FI$EH 7
— Mo TR R R B I R BT 2, BRI R A I 2R

[0052] 21 MAFEPR] 5 P2 A ) A i 6k [R5 HR 4855 0 LG S e 0 4 o ik DR B gk A T i o
15 2B P B R YRR A

[0053] 22 & T E54)Fh B 42 (R Y 2L ], DA S [R] 4 PR B 2 IR 9 5 AR ) R s 14 78 228 (R 1 P o
HATH FRVLHC , 45 31 B4 7] Y 22 DR G B 1) 25040 4, AR 4 49 380 1) 42 ] 9050 6% AT O Bt 1) s 4
ST TR EE

[0054] 23 FEAETUARE R FE Hh st B 5 S B 1] L FC 1 4 e DS B i)

[0055]  7E St R HE L H H X AW AE B (National Center of
Biotechnology Information,NCBI) H3E K T2 2 HE Z Wy Fh i) 2 R 04 , 45 & HomoloGene
B, I 0 s M) Fh B (R R R AT, DL DR A5 Symbo 1 BU A FRfull name AH [F] bR #E 7 2 K]
FE R LR 7 B4 R) Y 2 DR B0 H 5 o5 26 77 A B 1 (R 2 (R O B ) B 4, i S 2RI 177 5
Symbo 1 ZAFRAE TUAR B 2 , 106 HX 5 D¢ B 1] UG JC (1Y) ¥ Jre o B i)

[0056] A HR21H [ 256 5% LU Bl i 5o 4 b 2o DR i i b AT 07 0 , 45 1) B8 4 P T 422 () ) 22 PR
[ EAAT7 X = IOREEE Ei 88 2 A 4 XS5 40 b 5 R 00 o) IO ) AR R DR B 40 i T A AR A
R AR DR B 1R AT 25 E R I , 45 205 1 S I S ) M B R AR R N

(00571 3 H., 7EAETU A 20 e A A7 A 1) T 4 [ 0k DR O B 1] B B A M — M

[0058] AN BHHR AL 1 FH T+ JE ] 7= b ) ar 28 T V2 A 955 ) S 1) 36 DR 90 e, 3R R A R
(1) B R] , i 2 5 D B TR] 0 I PR M — KRR B 25, AR 408 P — R AR AR 28, W OB Rl B AT 40 & 5 3K
HY P i S ], RS P i DG B 1R) 1R AT I 484 2R o 188 I R AR A 2R 1170 O B 1) SR B M — SR AiE
25, T ME—HEAEAR XS SR R AT $h R AL BR , B AR 1S B 1 P e e A A T G R
B T4 R O R R B T SRS R I DB 1RO B 1) 22 B PR R , AT PR UEFE BLEX I | R i 4
ZR B 5 SR SR B 5 1 B, B I At G S0 BRI P R 45 R TR

[0059] bl s fg b i AN 7 S AR T iR , AR 50 AR 4 2% sl A Yk A2 e 1
JE R -

[0060] DL b B i AN Ay A i B 1) STt 51, FE AN FH DA BR i1l 4% i BH  NLAE A B R0 4% o AR B )
Z W BRI o &5 R B 46 L gk &5, 35 87 A5 AR A R BH ) AR IS Bl 2 Y



CN 106295252 B

" B B M &

1/2 1

REAR RS KBS, AESMHA
BA| At 3 )RR B 4048 %

v

RIRAFAY & 0 X439, MR R AL B 4038
b A K ARIA 2 B PR —AF AR AR A

v

RBE—IFIEARS, A6 ARALT. X
BA5 . AESMRAZA ARt X 45
friehk, KIRIG R X 47

v

REIE R XA AT A&, Hik
s Rk

K1



CN 106295252 B

" B B M &

2/2 71

MA BT A REAY R R 438, &4
s o 248 B 2 A A K B 48 BEAT TR R
132350 A LR R AR

21

\

v

KTt AR RAR, AXELK
KA BB TR AR AL DT AP i
T A RE, 193] AR R AR X4t3
BARE, RIEIFE| 64 HAEF) RLE X4k
BB ER T FTAKIERE

22

v

AL AR A S P iR IR 5 XK 4R 18] K B 4y
36 e % 4t i8]

-

K2



	BIB
	BIB00001

	CLA
	CLA00002
	CLA00003

	DES
	DES00004
	DES00005
	DES00006
	DES00007

	DRA
	DRA00008
	DRA00009


