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A Functional SNP in BNC2 Is Associated with Adolescent Idiopathic Scoliosis
(BNC2iE 1+ P D FEREHI SNP L BRI KF R M B E D FEAEIZBE 53 %)

(NEDEEF)

HEM MBI (Adolescent idiopathic scoliosis: AIS) [ZZ K & THD, T
L FE TIZ. Case 1033%1 & Control 147361 % H W T, 7/ 5 U A4 FHHEMEN (Genome-
wide association study: GWAS) {7\, A EZMEZFFo2>o0 — K LT (Single
nucleotide polymorphism: SNP) . rs11190870 &rs6570507%f|—J/:E L 7= (Takahashi et al. Nat
Genet 2011, Kou et al. Nat Genet 2013), L7 L. AISOIREEMEIALT R T T L DOIERK D 7=
HIZIE, S HITE < OSNP, KRIEZMEEE TORENLETH D, ABFZEO BIIE, W
YN EBIMBEAN L, 72 72SNP, FEAEKSZEBEE T2 L, AISOFRIERHT 2 8 6 )

952 EThHbD,

KB 10-185% TAISE BT S NIZBRE LAISERIEL TWARWADOY T LEa b

o—/Le LTHWEZ, GWASIZIX, Illumina Human 610k Genotyping BeadChip & Illumina
Human OmniExpress Genotyping BeadChip®2-> Dgenotyping platform% H \» 7=, 7l
platform T, Xf% & L CTWASNP 72 5 7-® ., imputationD KL G+ T % W CTHI400 07 1
DSNPIZOWTHEE R EZHE L, A X Z{To7, ZTAUHDOSNPIZDOWT a2y T -
7 =T —UETHBE AR,

Case 2109, Control 1114061IZ%F L CGWASE 1T - 72, JEIZ[FEE L 72rs11190870 .
16570507 DPEIZZNEN2.1 x 1028, 2.8 x 10°L 4 ) AT A RL~L DA ERFEO
Y, P<5.0 x 10 Z2Mi/- 9T 2 EBRHER SN, &5125.0 x 10%<P<1.0 x 107 %7927
DO BERESNPIZ X LT, GWASIZH W =3 > 7L & 138D Case 9584, Control 355141 T
MHEZHEREL., 20955, 1-DDOSNP, rs3904778 CHILMENHER S, £ DOPEIT4.5 x
10°TH - 7=, GWASUDF%}:% L72PEiE5.1 x 10" CHEZRMBZ R L, MmAFT
OFBMEZHERT D701, FEANDAISEFE 1268 A & F 1173 N THIBIMENT 217 - 7=
L2 A, PIELL x 107 ’C Elzls)\@ﬁ‘*%é:%*/\d*é a%w@f;mﬁ 1325 x 10 Th - 7=,

ARSNPR ED X HICAISHIEIZHET D02 MR T D200, WEMIT21T->7-, K
SNPIIBNC2EA&FDHFE3IA >~ b VIZHFET D, rs3904778U\571~ t [FREE OPE 2 H >
SNPIF3OH D, WTFNHHEIAS N IFETDHZ ERNghoTc, TiLH D4DDSNP
D 9B, EDOSNPAfunctional SNPTH D DN AR T H-HDIC, Vo7 =2TF7—F¥T vE
A Z4To72, THE, 4ODSNPD H B 15107384450 BN~ H— L LT Z &
23 D o 7o, EMSA & supershift® B 2 17\, YY1 E W 9 85T K+ 23rs10738445D
reference allelelZIXFES L2V lzxt L C. risk allelelCOAFEET A EEZRA L, —
HDin V1tr0®ﬁf{:$ﬁ7ﬁ‘fb\ YY1723rs10738445 D ¥ F LT X 0 | rs10738445)5 FH O EL 5112
FEELRT<RY, BNQEMLRFORREZELT I & 2L L, RICBNC2ES T
DIEREFRMNT 21T > 72, BNC2E s FI3F#M. #E. F THEIEE L T\, BNC2EE T
R MBAISEIEIWCE S T2 LW E SN T-7-®, zebrafishza VT, BNC2#%
WEIEBLE & A, MIBIENRIE LT, 401 Lo TOAISOIAEFF O i B 1 it R
THIDOTTHY, SHROFT-RIBFEEORESC, THET LVOBRBICERTH S,




