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., SNP LAl BEAE 5L R 7 51 I, la ml B 76 56 R LA i )
W5 L, STAER A2 2 5 FIH GWAS SER KB T 24
ALS Ty JEAT 53 B X I Y BE P

2 ESNEEFA GWAS #HAE AIS MR
2.1 EEH N5 R

2011 4F Sharma % YOF H] GWAS XF 453 3¢ 5% 37 M
419 4~ AIS ZEEIK R AT TRFSE , KRBT AIS 19 3 4~ 5 JE&
7 45 151440180 12222973 Hl rs11770843, 43 Wil T 3 [H
CHLI DSCAM 1 CNTNAP2 M3, #RiX 3 4~ H 5 AIS
) e A AFAEAR D&M o CHILL 325 K 98 78 25 5 |5t /K SF 2 10 R JBE
I LA 0 JR M A A O Y LA AL ) T R 2 3 2o 5 o Ao
28 A% S Ty RE I 77 A B AIS B9 /E A I, DSCAM i
CNTNAP2 SEHTEM 2 R G0 A KM A & 1oL B i 5 3B w
ERWEEER, EREANEARERBETHAE RS, Gk
B A T A0 M55 40 B A0 B S A 5SS AR AR S 5
ZLRABMNRE MEMARK FRESR, TS AIS &%
28 FR G2 S0 AT R,

20154F ,Sharma 5§ ™ X 32 |5 F1 H 42 3t 1050 1 % P
AISEBREHEAREAT AT, SR EIMT 2 2ot ALS 5 i
11 rs6137473 Al rs169311, 4 F PAX1 FE H B3 A A ]34 38
T B e 5 B DR S G IE B A 4 rs 169311 A% 53 1T B J2 3 5
SEM PAXL R 3 58 7 1 RARAE il — 2 3R T PAX
5 AIS A SEME . PAXT DS T PAX S R G, 34 9
ASFE L (PAX 1-9) i FH Ak 20p11, PAX K+ &
—RAERASF N R T A E TSR, S5
I 5 15 1 e PR s, e IR iR K 7 3k AR A2 a0 A i
FE A0 AR T RS AL RS Strachan S5O AF 58 38 K
WL PAXT fE/NBR T RE S 5 ME JE IR s R
R EE AR, UAAE T 400 A & FE 8 P 1

2018 4 Khanshour %5174} ZA~HiL X 7956 44 AIS i34
FEAGEAT 1 Meta 20 BT, KB T 3 A8 19 5 B AL A
154513093 \rs1455114 Fl rs687621, 4347 T3 K CDHI3
SOX6 Fl ABO MBI, #2783 3 A FEM AT RE S ALS ) &4
FEAEARDGHE . CDHI3 S 4505 28 11 4 MRS B 4>+, BRI
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VA6 G 2 1 AN G A DX 1 T A R AR AR ORG B 1R S
RANMLAE KA Gy TR E R AT EE
5 P4z v CDHI3 /25 30 il fh 28 P A (9 /E FHIS, SOX6 %EH
J& SRY MOCHE SR 7 D W R WA, 78 5CE 4l oy 1k |
R T WA R N R TR D K A A R R 4R AR
Zhang ZEPHRGE 8 SOX6 HE N2 5 T #0CH B8R B 7Y
FRA VR VE A, 3 3R SOX6 IR AT fil 7 15 o o 4 & AE 0
FREREE EEMIEM.

DA b 32 B SR X I AR AR (IR T 26 R 4 2L
FEWAT HIE . 2021 4F Makki %5R20R ] GWAS 42 AR % AIS
B M N BN ST (R A 25 /0 BUR A 0 B R
HEAT T X H A BT, TR E 52 T 5 i 4 38 3 1 1 4 B SR A a5
156570507 153904778, 43 il + 3£ K ADGRG6 (GPR126)
M BNC2, Rs6570507 fii T 6q24.1, 4k F GPRI26 LK Y 45
TN FIXEL, GPRI126 11 26 MAMNE T A A A 1250
AN GIEIR B UL AZ K GPR126 16 N5k B b A7 B ik 18
ANFRBEHE H, GPR126 76 H: A R AHI S M i ol R
ik, UL AR TE AR R bR T AR R
Karner %P i fif [ 1 40 b (% GPR126 FE | % L/
SRR BT R e A 0 o R S B G TR A
GPR126 7 fig 38 & 98 45 3K & 4 fb i 5 3 AIS 1 K A .
Rs3904778 i F 9p22.2, 4bF BNC2 JEF K4 3 4~ & F
X3, BNC2 8 19 AN T, 05 18 % 53 I8 7 Bl A% 2R
M 2. Ogura %PWF5Y & I, AEBE 5 AL BNC2 A 1
i F RS AR S, UL BNC2 5 ALS 19 & 56 % 1)
G
2.2 HASHH WIS AR

FLAE 2011 4F Takahashi Z529%F 1376 6 H A< AIS
BAWATT GWAS BFFT, KRBT 1 A3 M 5 B
1s11190870, {3 F LBXI % [A §ff 3£ . Rs11190870 fv T
10q24, 4T LBXI E3f 7.5kb &b, LBXI 42— Fi 7] I £ 5
B AL 2 AT i o A 280 AN S SE R W R 1%, 7F
JIN BRI SV B T A0 V) 12 5 PR R 5 b 7 v X A 5 2R 55
JULPA 20 2L 320 Guo 55 P73 2o 78 B D £ rp id 6 5k N 2K
LBXT A [ 35 (4], & BHBE 25 40 0 BT 38 R0 ™ f B 42 i
X3 N3 N 3T morpholino 5 B0 i AT ER -t 25 4l 5
i B S P A DS e AT, LBXT AT fif A i i
JEAT 2 5T EAIS & 4. 2013 4F , Kou %>
WFRKIMT 340G AL S (156570507 157774095 Fil
1s9403380) 5 AIS & & H15& 3 A7 5 B 47 T GPRI26 N &
Trb, S S 45 B R, GPRI2G6 3 M % 1 BE T fa B A&
KA B MEE AL AEIR | ek S R B A, FRIE ]
GPRI26 5 AIS 1) & A8 PIAH G

2015 4 Ogura %5295 3064 11 H 42 F1 1268 41 (=7
W AIS BB RS, KT 2 45 A7 1 (110738445 Al
153904778) ¥ T3 BNC2 N & F ', Rs10738445 (178
SRl RS BNC2 3 P9 5% S0 30, 34 52 90 30E 55 BNC2 2
PR A 2o i 3 3 T 5 SOBRE o e S [ R B ) A R i L3 R

ik i 5 B A0 A AT ) 2 R & IEAH G .2017 4, Ogura
SRS H AR 1428 B UE AT AIS A S 1115 FlEHE R K
AIS BB AT X 0T, BRI T — A B 10 5 I A7
1s35333564, % i 4 7 T miRNA -4300 fi & 5t K
MIR4300HG ,MIR4300HG == % ¢ H 4 | & | 5 H FIAE (] £
fiR ik I H MIR4300HG JEH 1R E A5 ALS i EAH K

2019 4F ,Kou ZE2%f H A 79211 BIEEAR 4T Meta 43
Brtse, R0 14 A Z 008 HGE 0 5 1AL s, Hoh 37 45
151978060 12 T T-BOX %% 53¢ Il 1(TBX1) fif it . TBXI J& T
T—box % K 5 , 1% G J e s T F K, DA e JEE DR SF 1Y)
DNA 45 & X ION FRAE . A 2E TBXI 6 X7 A 25 4 0 {4
22q11.2, 47 A B.C 3 ANTEHY 3 A4S0 50 45 ) X P A o 1
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DiGeorgy £ & fiF 5 17 /0 T 25 5 AiF T A Sy 3 790 b 5
I B DL I R 2 BB Bt IS Takeda S50} 2272 44 AIS Al
13859 44 fil B Xt W8 3 E 4T Meta 20 M7 05T, 259 & BLH 00
S B A 1s12946942, 7 F SOX9 H: B M T,
Rs12946942 & 55 — AN B UE S5 10 5 ALS ™ 5 F2 3 AH 5C 11
SNP {3 534, SOX9 JHEHTE 17 5% Ye ik b, % 3L i %
R S BN RS IR T R E R H . SOX9 A HH
IR it 2 56 2, SOX9 R o 1k K H 2k & T I g
RORE, SFEEHELT AR ™ E RS G m»,
P b 3o 4 B PR (1 S5 T B R R B ALS R =2 —
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2015 AR FEEAE B R A GWAS B AR X Hh [F 35
4317 Bl vk ATS BEAHN 6016 il i B & sE 47 X Lo, BT
3 A T B UG N BE G S A A rs4940576 ,1s13398147 Fil
1241215, 43 514 F BCL2 \PAX3 A1 AJAPI fffif, BCI2 &
1 F 1821, K 5 230kb, & 3 oM R F M2 AN T, 5
ced—9 ELPA 23%09 IR IR, g i 26 kD ) £ b A i
B . BCL2 B 9 AE #1T) fE 42 22 10 40 B o, e
20 0 7 i, T AN 5 e A0 T SR A kT A R AR N
ST A A I A0 B ANk 28T R IE I A0 M | i T A
it 45 i A5 i HL A B R S B, PAX3 B E N F 2¢35-
2q37, B 10 AT ,cDNA &K 1.4kb, H 41
PAX3 T & 5 5 1 PAX KR B Z— ., PAX3
TENHIN R Z O | P4 W 8 DL R 46 1 T R
KH PR SCHEE P, AJAPL, Wk 8 SHREWI, {7 T 4 4
T 1p36.32 X, JEEAT 411 4~ 2R 7% L ) o8 34 5 7R
Mo SANMDRT B GBS (2 28 56 3k £ 5 A2 1 78 15 X B i
AR I R B R A Ty AR

2017 4F A i 7 ARG rf B TR 5953 il AIS A A il
8137 it X LA T AR 5T, 455 R 3 A8 5 &
37 /5 159810566 ,rs7593846 Fl 17633294, 43 5ill i T TNIK .
MEISI A1 MAGII ff3T , Rs9810566 3 F 3¢26.2, 4k F TNIK
FEE Y A TP INIK 2 12 AR & v S 5% 1 14 1
Z— it 1360 A& FEWR 1Y £ IKEES, TNIK & &2
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ZLE 05 AL 2 1 BF  (mitogen —activated protein kinase,
MAPK) {5 5 il # /) LK 7, 25 Wnt/beta—catenin % %
ol {5 5 300 I 14 5 5 3 5 1% 3 B SRR 49, Rs 759384 3+
MEIS1 2 H i, K/hA 140kb, MEIS1 1E5 DNA 454
Hox & U4, Garcia & ¥ 1 0F 5% & B, 157593846 1£
2pl4 MR8 5 AIS () & 2B % DI AH OC o 1s7633294 {7 +
MAGIT SEH N & F i, MAGIT J&2 25 F0e 850 & A A
FHAEHOER, BiRES ZME AT W beta-
catenin 454 © [a] A% A BUIA & B8 ALS HE S5 LM Wt/
beta—catenin i %4 5 %5 F TNIK . PAX3 . LBXI fil MEISI %
K B AR T, 3278 Wnt/beta—catenin i %% 7] B8 7£ AIS
R gk AR vh R PR TR,

2019 4 Wu SEHR ] GWAS $ AR X} o [F 3% 1208
] ALS L PEREACTN 2498 il fidt e Xt B E AT T A 5%, & L TE
o E DU NEE TS ALS R A DI AE OE Y 3 A B A A
154513093 .1s687621 FI rs1455114 43 %47 F CDHI3 . ABO
I SOX6 BHIL . ZBFIE 45K 5 2018 423 [H 2 Khanshour
BT 5T 45 - —5, B IE B CDHI3 ,ABO Al SOX6 % A
b E O ALS AT R S8 IE Ty . 2019 4 B AERIA Xt
DU 952 19 AIS FE AT 1499 {51 fift 1 X HR it 47 T
G, RIT —AH ALS 5 I A7 A 112916536, % 7 1 A7
F FBNI1 ST, FBN1 JEF AT 15 5 Y ok i K F
(15q15-q21.1), 4% 65 >4k & FFIE 10000 % H R,
Gt 5 — B K /N2y 350kDa (484 3 H AT 48 55 1Y, Buchan
SRR ST AR | 5 e e X IR 2 A L A P ALS R
BOFBNI B 5% 5848, $#78 FBN1 LK 5 AIS 19 & A% Y
HSE, BJE Man 2580578 319 i i [ SURE ATS Lo PR REAS Fil
201 il ft J3E xb MR 4l & #E — 2 8 iE T LBX1.BNC2 #I
GPR126 fE EIU% AIS ABEh B E BEAEM, FRZ
WF T8 %2 BT 0 B JEAE 1 15678741, {31 T LBX1-AS1

2021 4, Dai SFBUXE 1599 i i = UM% ALS o PR AR A
A1 2985 1 fekt e BE 5 (4T T GWAS WF5% , 85 R A T
AT B 5y AT s, 1573235136 il 1545608, 435l 7 T BOC
Fl SEC16B 2 H B} 3 ,BOC 1l SEC16B 7& H [® I3 j% 4 1
AIS B PR B ARG, B RTR s R 8 BOC JE A &
T g K FLRR A 0 R A VIR G B2 SECT6B SE i F
1q25.2 , Ho 4 T 7= A0 15 K 4 2R (1 R B 2R 1, R R4S D
YA E PR Fe 3k o AE PO I & R B A % bR DG 2R
1 A 52 R B s o A v B2 4 43 B L A AR TS {H BOC A
SEC16B % A 7 AIS % & & Ji b 0 4 F AL B A i A i
BT — A, Wang 1 Li SIS SO B 57 45 R 5
M ,MIR4300HG HI TBX1 2 K % o = 3% AIS A B v 56
WERT . 2 b, 243 5 B AR R 0 0F 53 45 S AR
— IR R EUIE ALS AE P AR B TR G 56 E  $ROR
XS Y ) BE L ATS & i RN

4 GWAS BARM BRI R @RIRT %
GWAS J2 7542 JE P A1V Bl AR I 3 69 SNP 37 i 55 %)

PR AT LA, 4R T AT 10 78 S 5 7 B AT A 8 | DT st
TG A 1 e TR SR W — i S T e B B Bk I, AT
ZPHGTT I T — KT, (5 GWAS A B AT SR A7 75— 1
Jay FRAE

58, GWAS AR A= 78 KA W5 3 BU
FPE BB PEZS R A RN Z — R AR EE
PEOE  BAT W A Al 22 S ik B 2 A AT GWAS 78 ALS 4
AT vh i S B Bk T LA 0 2 0 s 5 ) TR
JZ 38 G o3 BT T Bra il R 2% i S R T T 5K
F 0 S 5T 24 B 02 3k B0 N TR 21 X G 1B 45 2R 43 A 1 5%
Wil o A5 S HE TR0 A RS H T A 9 SNP AT 2k X 7y
B 25 A 4 B A A T 45 B R B E SNPs, X FE G
TRUE T AR A B B3 B IS 7R B R A b T 52 B P 45 2R
St R B R b 3t A 1 B B A 1 7 A BT

LU, GWAS Al 21 ) 22 2y i LS (07 s 78 5 o TRt
Xk 2 DL A S5 R 5 A P A e R MR R GWAS A T 3 Y
SNP R Z A T i X, 17 AF 4 % XA B B B3O8 28 1 o

K50k R DI RE o DR T 1 R R R AT AR G X

A, 51 2 ) 22 00 Al g A DX 7 g T e X A O
mRNA K # F 8520

K ,GWAS WFFR AL T Z R AR A a3 2
O ROBCE TR 52 2 I s, 10 LA 20 B 8 o 52 2209, B
X — ], W] LIk B Wavelet Screening iX #1187 1Y) GWAS
BRI L RO R D -8 S B E PH 3RK Z2 [8] (AR
HAE G R T GWAS X T 2 sk 5 950 ST 11y
LA S BEAT RS 5 RIS, a3 S A GWAS #4321 jit
LR AT 5 B0 it DD DG TR 1 6 2 T B, R A8 TR AT 5T 52 4% 950
Y 38t 1 728 S v R R A T AN B AR TR 2R B DL
A S I T AT 41 A LA A S 1) S 4

5 BEERE®

T AE R [ A A A 2 R GWAS AR B 3 TR
B ATIS 2 B s 53N 9% EUR H ARR % S0 58 16 5 1)
R 3 T R R R B T SR B A E 5 R 2B A X
R, Kok A R AR SR a3k 2 ) B [ 5 8K
ATS 9% B4 T HLH 1t R 58 T 2, HAT T2 JE N 1E 3h )
KHEAT T B TE | B I i 23— 25 TR A MBI 5, TR I
W REEA AW AT R — 25 50 0E

HAR GWAS AR —E R R, (HH S ALS
B 24 B 4R AL T —FoBi i ik, 2 GWAS B iiEA5H 81 )
JEHE R K SNP 37 5 1A ALS 95 R 2 B TR AR ST 4R 436 T 4K
P o BRI, 3% 40 5 JBEIE IR K SNP A7 5 75 B2 3k — 5 i 52 0 6
TIE 30K 2 A R GWAS AT 78 A B4 R p
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