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(Genetic study for ossification of the posterior longitudinal ligament of the spine)

=5 SEl)

FAEL MR {LAE (ossification of the posterior longitudinal ligament of the spine : OPLL)
IIHERL T 2 HEE T DB E D ELT 5 2 & CTHEEORAEL &2 L, HERED) - FIREFE
ZAEC DN CTh 5, TERDEEZRETHIIKR LTI, FROBRE B O FIRNERIN S5 05,
AR ZRIERAIETES . POHET ORI TR,

1B« PRHEOHNLOT- IR A2 5050 5 LEN S 5, OPLL ITESHIEER & Bz B
RIAEMEHABT DS 5 2 & TRIET 2 2R FBaRE L HEE SN T\b, OPLL OBIRAIER
EH LT D0, mEICET ) LAFHEENT (genome-wide association study: GWAS) 23T o4
6 DO RIS R ST, EOBOBERMITIZ LY | 8q23.1 DEIKIZAATET 2 ¥R UK
MRS RSPO2 ® OPLL ~D B 523k Sz, OPLL ORKO—8G A3 H 2N Sz iy, &

DOFEIE D ZTlX OPLL OJFEKRO—FH LB TE RN &b, (KR E L TE < OEBIER N
OPLL ITf5- L TWD EHERI STV D
F7-. OPLL (% 2 BUBEIRIF (type 2 diabetes: T2D), BV (body mass index: BMI) 72 & oD
EHE & OBF#ENEEERE STV D, FRZT2D ICB LTI OMER LRI TS, Zhbd
BiE X OPLL OR[N Zfftfg < $ & 72 0 5 253 fF072 OPLL & O TAIRBILR TR STV RLY,

AWFTEIE, AL ZJEK L7z GWAS 2179 Z & C, OPLL OIBHIZ-D 72 h D Hli ik RRS M fE ik
ZRETHZ & S BITIRBEMET TR Y A2y5 OPLL OiaE, TRHEIZ D720 2 A
ERHZ EEEME LT,

[ 5]

BT HRFICEE LT 3 DD adk— hDEF 2,010 A OPLL & % &te HA A 22,016 A% %t
G & L TR REELD OPLL GWAS X Z f#tfr 247> 7=, KiEi»H DNA ZfitiL, Y=/ ¥
A B THRIZT — % OMLEE (quality control) 1T\, & 27— hTGWAS 21772, £Dk, A
AT Cak— T =&AL, 7/ A5 EORBESZMEFEIRAFE LTz, S I, HREHALIC
XY OPLL % ZiHE (cervical: C), ikt (thoracic: T)-OPLL IZ/3¥E L., Z D% 7 X A 7 TH GWAS
AT (P THRNT) EATo7z, S BT, GWAS fifdTiE R 24 H L. Gene-based FHBIMENT,
Summary-based Mendelian randomization (SMR) 47\, & 5725 OPLL BdiE (s 2 MR L
7=

Wi, GWAS 7— % L BE#H D HAR AN 99 IE D GWAS EHIFat &4 ., OPLL & Zh b 0
gL @L(K*HE@ (genetic correlation: GO)Z=HH L7z, HER GC 2R LIZEIZX L, AT
T o2 MMEfT (Mendelian randomization: MR) 17U, R IZE & OPLL DX B4R % FFAf
L72, EHIZIE. MR THEZKEREEAREINT- BMIIZEE L T &MU A2 227 (polygenic
risk score: PRS)Z{Efk L, OPLL %7 % A 7 TA27 U v 7 %47\, OPLL BFIZEBIT 5
BMI-PRS O#h R &% ik L7z,



[#5 5] OPLL 4k (All-OPLL) DT T 14 OB M ZFE Lz, 9B 8 DITHrsl ik
T, TMEM135, WWP2 72 &5 & BE+ D i B s 7425 AT\ e, 7Tz L v |
C-OPLL T 3 >, T-OPLL T 8 D DK Uk M & [/ L7z, 9 B, C-OPLL @ 1 4%, T-OPLL
7 8 FEiIE All-OPLL MDY 7 % A 7 TRIE SR NS D Th o 72hy . ZOFIRNOIR LT,
b PEOEW SNP(U — K SNP)Id#e 2B Th - 7=,

Gene-based FHPEEMENT CIX 5 >, SMR Tt 3 DD EI#E R -2 [FE L7z, FFlZ. Gene-based #H
BHfi#AT ClRE S vl SFRP4, DLX6, SMR CIlRE S 7= PLEC 3% O CHERE~DBE 5
WHEINTND,

GC X T2D. BMI & EOHHB %, MEMREE., BHERIE S AOMHEZ R LTz, BlEHiEITo7
MR IZ &V, & BMI 225 OPLL ~ED KRR R S, BHERIEOEIZHW O L H %
& (bone mineral density: BMD)IZBH L Ti%, & BMD 75 OPLL ~IEDRKRBERI /R ST,
I B2, IS DOREBEMRITFEC T-OPLL THWZ &R SN, — 5T, iEOE TR IE
H 41 Tu /2 T2D (2B L TiE OPLL ~DO R EBERITFZR O 202> 72, OPLL %7 % A 7[#]T
BMI-PRS DR EZ B L2 L Z A, EOhHEEIL, C-OPLL (Ztk L T-OPLL THEIZE -
7=

[B%]

GWAS THiii 8 1k % & ¢e 14 © OPLL B MEER A [FE Lz, T 6 OEENICIZEH &
BEE# 3 2 i MEB R 238 £ CE Y . OPLL ~DO 53R’ X 1u7-, Gene based FHEIf#EHT.
SMRZ LV, EEL OB NN DEE T SFRP4, DLX6, PLEC #[AE L=, At. 1
OOBBTEENE LTGRO NI SN D, GWAS 7 Tl 7 % 4 TR D> 7
FNERE LR, £05EETY — R SNP IR ZHMTH Y | 5% OWE CHENMEDHERN L
Th b,

OPLL & BMI, T2D (ZIXED GC, IMEMRIE., B HEREICIZAD GC 35V . MR Tl BMI,
= BMD (% OPLL & [REEBARA /R S 47z, BEH @ T2D & OPLL @ Bf&i% OPLL £3# Co s BMI
DIFEDR DI T, REBIRIR 47z m BMI, JII S IR & & BMD ~O7E# ST Al% OPLL ~®
ERNEHR L 720 9 D, BMD ~OIFHE A, BIHEERZ I3 51858 06 LT, Bifa
B R DR S DIEE R DA LETH D, —F ., EH~OIREN ATBLER e OPLL IR
BRI & & 2 5D, FRICIER 2 A3 2% T-OPLL B 3R OR R 2 I Rat+ & Th 5,



