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T A B DR A I e s 2 A e A8
Iy T R RASAL 13

W E RANEERRNREGRERART T BIZ0RNBRE LRI R R IET ik, @idd
THRAZSR. BHAWNEUBRBFEBRLEZRAHN 100, 811 £ 554, HEFER fow T/ 1 02
T2 B AL KR AT (GWAS), ] A 2% B ik Fo s PR 5 B R A K 3 e 0] A fn st B 4. O ) 46 48
FETTWHIEHR (LBP-HC). JEH M AR S4E (LSRS) B M S & JE (LSS). GWAS X £ H &
Logistic Bl J3 247, AREF . MHl. 45 e KB E k2T ERBARARIE, H#HAT T B ERAR
FEMMEREN. 2EFAENL LHRETR P <5X10%) 7 U7 UKB Wit TR P HITEL K
iE, %436 B 7 LBP-HC # B & 4 48.8%, LSRS thEME K 19.8%, LSS thEMRE N 7.9%, Hi
LBP-HC £ ZF Ak 7RI H R ; LSRS A K 7 RILH R AL A (1s146153280: C>G, G Hth{E
th OR = 1.17, P =2.1X10%), [ERBEELZKIE; 5 LSSHAKNGRRETARREC T2 FL6H4KE
Y448 GFPTI1,NFUI %1 AAK] FEF AT & (1s13427243: G> A, A B th{E k. OR =1.10,P=4.3X10%), FHF 7

EEWIE (OR = 1.11,P=54X107)., X2 £ ] 8 T J B JEAR IR $E4T GWAS #h 5 — N EE 47
WA AHE T 5 LSRS #1 LSS XKW AANHTth B REAF R LML &, FHTERLKIL.
KR WL BR, LEGER; HEERE; BERE

FEJRE (low back pain, LBP) &35 [H 2 RO 1 25
FRIEH, R EEEK ., LBP A5,
Fhox oM oK, AH R AR B . A A0 LBP 1
AL G IR 208 2 PR R WL AR T BT ik 1 —
P 0%, LBP 1) SUBHE J1 18 40%, o
LB R R B UM G, T P 004 L PR 20 SC B 43 Bt
(GWAS) #1527 LBP A2 5 JBIE (K 5 AR A7 151,
F A I AL K 22 LBP (AR W) -0 B -4 245 1A Sk ik,
JEJE T LBP AL HLEI B S KT, fEBE % | LBP
PER—FPIEARRER, MiIE—TU2Wr. IR b s
P2 T A2 W7 23 ) D JEE ot 220 AR 1 92 e
B AR 45 A 1E (LSRS) FlEAME R B2 4 5E (LSS),
iz Wik Z 2 WiksiE. Kk, LBP B0 5t 2 EH7E
CHRRE M ERMED BT M, IR R
AN BU% R 2, 288 T 5 LBP A 5% 1) & 3
SRR AT fE 2> FE T GWAS IR R BUR IR G it 2
e WK AR n il R ) “ WAERAL” it
ITEWE, 1A LSRS F1 LSS I R L7 & 1iF . i
AR B VFATE SN AT e R E AL IR R 2T
WIS TR (BHR) SREK 8L A B B s 347 12
Wro 1AL A VB e T ER A N B SR R A
TP 995 58, 30 17 S 300 B8 AL A P PR 2 28 4 B

ARIEHF 5L, FH EHR 429 BdE 95 PR R i+
T LBP FIEAE SR 98 AR AL 22 R . B IR
L LBP #H 2% 5 JBE R AR /5, A A 2 5 LSRS
HT LSS AH G 1 2y B R AR 4w, A J5 FI A EHR
AW P B 34T GWAS 23 T 2 T LBP AT ME 52
Jpi A SR I 5 JER L R G ARy (P R I o

1. WL i

(1D HEAR: GWAS #EFRA “ A AT FEN )7 8L
CERABRE” FEFGEE A XU ) SRR
FHL TR FE R 4L 2 RN 2% R A7 3 A A R G )
GWAS F i3t AT 23 i i itk 5 [ AR BE ], HEAE
UKB AR A oo G A 235 22 e ) R AR BE A
BT T ARANGAIE

(2) e FO I AE R 16 0 B s 2 F 90 P A 4 R
EHR 475 72 A1 [ B 388 259 43 25 4 5 28 9 il (ICD-9)
HHORT L R 22 995 14D S SRR A N6 151 43 9 9 4] 4
AR . HAmeIAaRE: OFET TSR
(LBP-HC #1) ; QEHAMHEMLEAME (LSRS &)
OEEMEE B ARE (LSS )  @BME VS 1 4 22 55
PEFIE (LSRS/LSS AY) o NHIRITA MEH MA
BT ], A9 N4 18 & B 2 T IR S
BE VT 1 52 . 75 9T T LBP-HC AL



rp &R D5 22 4% &5 Chinese Journal of Pain Medicine 2021, 27 (7)

NIGIR EAEBA A T B2, ERm 2R
g T ARRE R R &AM B, RXER ) 3 A
SR, ATHEET EHR B kb2 85k X
4y LSRS M4 AN LSS 4, LSRS HJp5 Al & & 74 Ak
HIEIHEAR . BURMIZEAAE . HEHE G M S IR
LSS #4355 N = B2 P A 4 28 Y51 5 AT R A A e A
HE PR o

(3) R M. eMERGE M 48 ¥4 = 224 ]
lumina V- & Fl Affymetrix 83 F4L 5 Fr BN FEA
BEAT SRR ) B BB IR S8 AR A s (SNVs) [ AS
P %5 BOMR S DR i kb R 0T T BL e . T 22l 1%
BRI R, [FRHEfE T 3RE e MERGE3 £ 4 2

o

Hitho

(4) PR BUANBE R o B B AR AN B UE: 9]0
WREEZFMRBRR, B8l UKB #H17 K
FEARAKANGAE, UKB F#F 70 AN BE 5 5 [ 3 m AR
TEVEIR KR 2 A AL 2 NG R R R R EAH
AL . UKB 1 BT 0 2 4R 25 A 1E (LSR-UKB) &
8H — A 1ICD-10 2 Wigm i $27~ LSR 8k “ 44
HAEN” B CMEM AR AR R K
A ICD-10 £ Wi 4w g $2 7~ LSR Fl “AR-F £ 95 ” ok
CHEMIBLISH A (s k) o BIXT REZH; LSS A
LSS/LSRS 4 {1 sf & £H F195 151 2L £ F AR AL 14 7 vk
17574,

(5) Giit 2ot 255 PR T RO A B
DUEE f% K AT fig BRIt A% S5 o itk o = sk Jm
2 58 HERAESh. £ eMERGE3 $45 % A 1)
GWAS 70, WEIE IR R RO 5 F
# (MAF) < 0.005, #fith R <03, MR
PR YE (HWE) P < 10°, JEH /M=% <0.98, MA
# < 0.98. 7£ Geisinger ##5 PEAE AT GWAS 734,
WETIERME T : MAF <0.01. 6t 257 < 0.3
5% < 0.4 CIRYEFEZIRME) » HWEP <107, FE[H
AR <0.90, MEZE <090, 7 PLINK 1.9 H1,
SEPER . R R AL AR R B 1~10 347
TR, FER S DR R 0 P AR X6 4 4 SNVs JiE
17 Logistic [A1JA 4347, it B SNVs [ i B {5 i
17 T REES, LS T: MAF <0.01, #fifh
Z ¥ <0.03, HWEP < 10°, BETA = 10, SE<0
5= 10, WUHARGENFEEF < 100,

ZERES M ] METAL 31, P < 5X10° 1N
TEAFE R A o b B e it 22 ks . R E
BAASPHTE 3 B A 7 iR v R s A 1 . AR R SCiR A IE
LBP 1] 8% % (84%) F1[A LBP 1fij 53K B2 7 T-Hitb
(58%), HEH L@ N —4HH LBP F R EJT T Wil
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BTN 48.7%, LAILAREZR LBP-HC it L 5y Jf ik
[A4, J&T LSRS F1 LSS Mm% (26% 1 11%) it
MM flii+ LSRS F1 LSS 1 LSRS/LSS f 38t % 5 8k .
Bk T LLNEE N AL LSRS/LSS 5 R £ i,
AT S HE 0 I £ 995 6 W 75 T LSRS (1) 8 %6 (29%).
N T BRI ) SR B e R R, R
HEHAPAT1S 43 B35 T LBP-HC. LSRS 1 LSS
Z 8] 5ET SNV (AL AR R (ry), % LSRS M
LSS 7 A & LBP-HC I AN W 4. i Ew &
Hr R 2 1) 2 DR 2L 00 U B A 56 T 4 2 TR AL Y T P 1
T SNVs 7 A . i 3T LocusZoom H] #44k J5 =3k iR
SIARSL IR SNV, - [i] B 4 FH 4 36 PR 40 52 2 PR o #r
B A B S B B B o AT 7 Y SR TN . 3 7 S (1)
RANL . AT %8 OO SNVs A7 s IhRet:, 78
GTEx 0 TR, FEafiE T 5 ER Z 5
FIEH KA R

N T R AT YL SNV G HA MR ()7 7E
H BRI, f# ] Pheno Scanner 4 & 5 2 Wik
WY EEH SNVs H5HABMRI LR (P < 1X107),
JF{E eMERGE3 1 [f) = 5 SNVs #E4T T R B4 5%
AT 5T PheWASs fig 22 4t HhAS: Il — Folt 2 K] 58 7%
KT A R, PheWAS % BT ) eMERGE3 EA
2 535 H1R TYAN "phecodes" & X KR . AT+
ELI¥ SNV A1 890 /N H A % /b 2 4~ ICD 4 i3 (1) phe-
codes Z [A]fISEHEME, P < 5.6X107(0.05/890) 1E H4F
ASEE SNV 52 1 BIAE

A AW 58 5 UE 2 7R A 3 AN SNVs R AR A7 i
(rs12310519 [SOX5], 157814941 [CCDC26/GSDMC] #1l
153180 [SPOCK2/CHST3]) 5B A <. 7 4h— s
TR 5K N LSRS AL SNV (1s7831174),
FLRTRH MR IEBIE N P < 0.05 (0.05/1).

2. G5

(1) JEEJ A EHE 2 79 7 eMERGE3 & Geisinger
AR E 1) GWAS: 2250 i 78 278 LBP-HC 1Y
P R N 48.8%, LSRS N 19.8%, LSS A 7.9%,
LSRS/LSS A 22.1%. 42K A/KFAf 58278 LBP-HC
ToE E A SNV A7 45, LBP-HC 4= FE K4 SNV
AL 2 55 BRI R B 183 4% 7128 3.1% (£0.5%), 5
S R I8 4% 7779 4.9% (£0.8%)-

LSRS ] SNV it £% 2 75 W %2 & £ b5 4.2%
(+£0.5%), TETEER LN 94% (£1.0%). HFFRK
L3 ANRAN A5 LSRS B, ZREBEEM
RARKL AL T 9 TGt fk | NXNL2 B [H (A8 R 7
5'402 KB 4b) 1 C90rf47/SIPR3/SHC3 LA (A8 57
7E 35S KB Ab) [XIkiE], ZEEE LA 1s146153280:
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C>G (GEAFR LA OR=1.17, P=2.1X107,
G S E AR N 0.04) , HAKEK C9orfd7, SIPR3
PLK SHC3 # s & HEFI A/ B ER. 72 AR
AR AL T % X 35 15146153280 BN, 52 Bk
K F, (BALELL rs146153280 SN 3 i 4 14 1t 20 #r vh 9F
TREER.

W50 s LSS 1 I R FE 18 % 71N 2.2%
(£0.5%), ZyEPERBERIEAE 777 8.0% (£2.0%).
W R I 4 AN FARNL 5 LSS BEM R, HrhxER
B E RN ST 2 Sk B AAKL ZER
S' U ARG IS X, AL AL AN 1s13427243: G > A

(A ZER7 LK OR = 1.10, P=4.3X 10", G ZAiIEH
WZEN 0.40) o IX 4 DNRAAT fUALT-HE K] GFPTI .
NFU1 DL K& AAKT Bt B3Rt 131, 465 XA, &
3IANNEEE R RN E G rs13427243 R LR SCHR,
{HAE LA 1513427243 24 F 1 5 A4F M 2 Bt b 9F 8 B 3%
ZESt,

LSRS/LSS HIMLEE R LIS AE 114 4.4% (£0.5%),
Gy B R 384 718 9.3% (£1.0%). GWAS 25
RN 2 AR 5 5 LSRS BURF 7T 45 A, ¥
AT 9 S Yetafk ) rs146153280 (OR = 1.17, P =
1.4X107). 5 2 NFRAAL 55 7E DL 15146153280 4 &
A TR T B2 2

W FC R BB 5 LSRS [IEAE MK R EL (r) M
1.00, 5 LSS BIAH K R %H 0.86. LSRS #1 LSS (1)
AR O RECN 0.67.

(2) FRAFAL 5 A 5 K AL -4 23R 3K (genotype-
tissue expression, GTEx) #f fif: LSRS 1 LSRS/LSS
MSE R AL - R RIE R R AR RIS B3 2 7
IR 98 A8 A7 15 (rs146153280) it 2 kH 5% 1 #i & MR Az
M (eQTL). WFFE 7 LSS AU iy (g 3 75 3 AR r
A 1s13427243 TEALEE LA A 2 55 20 P A 7
GFPT1 A NFU1 JE K b B A 825 A o0 i Rk F = 1t
RE S (P=1.8X107-7.4X107).

(3) RARALARBFFE: W5 R~ LSRS
TR T 9 S Y tidh b1 5535 22 5407 14 15146153280
5 ¥ 4 Semaphorin-4D 1 C9orf47 & [K ) 37 ik 8. %
. 5 LSS MIKHINLT 2 5 Yetafk b i 2 A7 s
1513427243 5 GFPT, NFUI F1 ANXA4 [ 3 KX 3% ik
UL DNA F A0 RN 4H B (4840 3 00 308 A% R 1IF 55 3%
FHK . ARIBCHT 71 45 R 03 72 57 AT 45
TER IEGeTT R 56 e A IS FoAh 3R B - T0 2 38 OC 1K o

(4) B ERABFEFMINLEAE: 7E UKB it
FU 45 B8 78 LSRS. LSS Al LSRS/LSS i & 4
N 5.8% 1.2% A1 6.4%, B & AK T 7E£ eMERGE/
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Geisinger Z 48 g o AH B 80 2 (19.8% 7.9% #HI
22.1%). _iR7E LSRS A1 LSRS/LSS Fii o & P 1) &
¥ 72 ST 14 18146153280 7E UKB W R 155 EE
IOUE. SR, LSS AHK Z 55 RARAL 55 rs13427243 1E
ZBE SR EEYAUE (OR =1.11,P=5.4X10").

(5) BRAERL A RSB B E ZE R R
AT AN EIAE: 7F UKB 145 2 541E ) LBP-HC
AH 9% I 3 7 A 45 1s12310519:C > T (SOXS) (OR =
1.05) 7£ eMERGE/Geisinger i & 7 [5] £ 15 £ 56 iIF

(TZ AL OR = 1.05, P=0.011) . It4h, [A

FELE UKB H 15 21 56 10F (1) LBP M 5% & 35 22 7 v
1s7814941: G > A (CCDC26/GSDMC) (OR = 1.04) {E
eMERGE/Geisinger £ #% 2 H 1 [F] 43 2 38 1F (A
s A7 FE K ) OR = 1.03, P = 0.005) . {H 7£ UKB
73 2)550E 1) LBP AH P R AZ A7 5 rs3180 (SPOCK2/
CHST3) (OR = 0.98, P = 0.09) 7 eMERGE/Geisinger
Hds B b ek BRI

3. 0He

AT GWAS HfF 70 45 3 = B id i R FH 2 A0 i
EHR Il AR F0 88 KA 7% 27 + 7 LBP (LBP-HC)
HPR R FEEMESIG (LSRS AT LSS) AH K I AL bR &4 o
RPN EEAR BT 10 75, H43E R4 A&
RIS LBP-HC A 3% GBS R AN pi . B
LSRS 1 LSS %Y 2 5 35 Jj 4 AR X e/, (H A L A
WA FHRI T 52 AR 5 BREE R A A i,
5 LSS AHIR I 1 A5 IR AE 7 i % LSRS #H 11 1
A5 IEGEARANL . B 7E UKB AT R B E,
A IGAE T 93867 /5 1s13427243 5 LSS ) & & %
B, AN R I AR fARAS B B I

PTG e 4R 25 T LSS ARSI AL . (AL
67%~81%) , {HTEAFE R 54T ARAUESEAETE B Ik
AL o AW FCIUESE LSS A 8 3 5) AR FE K]
755 1s13427243: G>A[A [f] OR = 1.10, P=4.3X10"]
ARSI REA TR B I0AIF (OR A= 1.11,P=54X10"),
%A S F BRI GFPTI, NFUI 1 AAK T F: K 4w,
HET R £ Fh4H 4R GEPTI 1 NFUI () %i5. H
T AAK T FH 570367 #0285 B0 70 238 L 3h 4 5256
BGAUE, FRSEM T 1 WG ARG, At b R 7 A
SR 2 W RIS IEAEHEAT . LSS 2 A AR G
P22 1 P () LR IR, JE R E N 2% GWAS Rl LA
BN AL 25 Wt O T T ) 45 R 38 BoR AAK T 5%
AR5 LSS M. e R 388 5 {5 PR B ot o] Bl b 2 P o
JRIIZEY) Clohn s T NS B AR Skedss il LSS 4
Ko WHKE R AAKT 11770 7T 22 4 8 v6 77 6 IR
9 A Rl A 200, DU AT 5 B AAK T $ 52 5T A
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1RYT LSS Gl I #R BEVE S . GFPT1 2[R 1] 4
T % G T i - SR -6- T R e g - 1, % PR B 7 2R
FT R i R R A I AR R R AR . WA RN
GFPT1 ZEH R S5 RN W GEER X, I
RFRINIRNIAIERENL G 1. NFUI ZE R 9n b 1) 25
H ARk B R A ot FE R R I EEAE R, NFUIL %
DRl (1) 975 0] 5| 2 4R WL 1A D) BE B AS 25 A 1

AT TR H 22 Tt LR R E 9 St
& NXRS2 5 C9orf47 3[R 2 8] [X 35, (1) R AL AL 1
rs146153280 5 LSRS il LSRS/LSS & 7 f 2 kH 5% .
{HTE UKB " ARAZ B E R IR, 7] REEZEE & ot
JEME R0 € ) 2 510 3 8. HFF AR m LSS Al
5y I GEAR AT 14 1513427243 {IIRAIE. UKB 5% AR
M FEEREER RS, LR RE % FHiE s
SRR ER U A —EEE R, ST LSSAE
ZIBERZAL B FARIGIT, LSRS I N £ (32 1 5F
YT T LSRR NI LSS 9 ABUE R LSRS A % .
IR L A P — 250 AR S X 1s146153280 5 LSRS 1)
R T B IR0 E

AT AL R A SRR RE R T 2
TH 1) LBP #H % 5 2% 5 A A7 £ SOX5 %5 A 11
1512310519 K CCDC26/GSDMC #& [A 1] [X 35 77 (1)
1s7814941, X L&A £ 15 /E eMERGE/Geisinger %{
5 22 HR AT UKB #04iE e A 3543 256 UF, {2 5 Sk
f) LBP #H 5% 5 B¢ F£ [K] SPOCK2/CHST3 #: # id &
EWRAE, HAEAG—ERBM. A0 7R RHE
7 LSRS KA v 5 8 98 AR B[R A7 11 1s6651255 5 77
LR T A I A [R) 2 9% R 2 ) R oG B,
1t eMERGE/Geisinger 45 2 H 5¢ B VEAH XF /)N (C
A7 HE ] OR = 0.95) o W7 EAIF 52 LBP-HC 5 &%
58 Ag e R A7 A rs12310519 £ rs7814941 UL f2 fi7 F
CCDC26/GSDMC [X 13 [f) LBP-HC 5 J#% 5% 4% & [K fif
M 1s7814941, it GWASs 70 # & Bl LBP 5 &% 5¢
ARG RS T R R R B ORI . A AR
G A R B 7 s A R 2R R SR 0 1 A IR B
T EEAEA .

AW T 25 A R A 3T EHR 55 2 JEAE A
KiLWr (4 LSRS A1 LSS) &7 [y MAAR 5 38t 4%
RINZETE my, X — RIATE IR IR b 5 448 5 e 0 B
(RIE W . ZEIR PR BT 45 200 LBP 9k N34T 412 1,
[F] B PR MR 276 . BT, LSRS B¢ LSS 5l i
L[] P o 2 S T IR BUVL TG 77 08 N AT AR 3 R
BOEFAR, (HZARXAEH T T ELHE MR/
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FERIHPE LBP i N . [, 4 R DR 20 8 3 R AR B
IRl % Bk % 43 #1 2.7 LSRS Al LBP 38t 4% /13 A A
[ (ry~1.0), LSS Al LBP-HC )8 1% 77 i J A )
(r,= 0.86), LSRS F1 LSS 138 f% /) A (r,= 0.68).
LSS 5 LBP 8¢ LSRS Z [A]fistf% 71 5 CRIE KA [F
BT FRTUL PR B B P R 82 A% D AR ARL. il dn, 39K
IR G 1T R B AR B ) (r,= 0.83), ZFRYE
IR G 1 P AT FRALL IS /) (r,= 0.64), fH ARk
RIZHT 9T &K L LSRS M1 LBP (38 4% /1 S eIk 56 o
ZE BRTIR, WEFRIL 5 IS AR A A R R 4
AR — 8, AR RARRER KK
FEETYEE, e BRI R B0 B A € 1 18 A%
FSE

AW FAFAE— & R PR . B 56 LSRS M1 LSS Iifi
PRIZWIARIS 1) 22 5. HoAh LSRS 5 LSS 12 Wil id
I EAAR SE R I (A ) 35 58 H B AE A e )
] DU %5 IR IR ZE G2 Wy . DR E A
I B 73 KRR BRI R S R SE . A
T 4 5 DA 2L e R B IR 58 ) B AR B R A s AN —
SE 7 B RAZ LR, ANAR R 3 0% 9 95 IR () mp
fE. 7R BLEINL T 3L K GEPTI, NFUI 1 AAK 1
X35 LSS #H G 1) RARNL s 7E 2 F 2 2 T 1 2 [A]
GFPTI F1 NFUI Thfigtt eQTL Kik v K 1% £ FhThfig
. RAERKIL AAK] FEHFIE S LSS A 53 M
Kk, wrae2H THLEHEAR (AHE LSS
RMEE MRS FRE) B AEGREmE. HAr,
B CAESE AAK I, GEPTI A1 NFUI {58 38 4ir
M5 LSS ZYIAEE, (HEARAEFALHI5 A AT %0,
FHE DRI R A2 AH AR JE DA Y 22 e Rk 7R A — e R DR
BN AHE FT S5 AT A R LSS B AL AL IR R 1T
Ui, AKAN T BE— P IR R B UE RAF T i 5 959 1 AR
KMk R AW TR I FE R R AR A7 s 5 LSS 1Y
KIRMER/N (rs13427243: G > A, WK BN KB
PR 10%, IGUEBYBON 11%) , Bl 3 0 3 R 5828 47
RE— BRI, Tkt a2 F g .
KB FERNIRT GO TE, T AES R EA —E
T JR BR A o
(Suri P, Stanaway IB, Zhang Y, et al. Genome-wide associ-
ation studies of low back pain and lumbar spinal disorders
using electronic health record data identify a locus associ-
ated with lumbar spinal stenosis. Pain, 2021. doi: 10.1097/
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