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= 1 MCTD Z 1) 5 NOS2 B{=-7 T D AEHT

MCTD
CCTTT #&F0 EYES PAH & (F ({% ;'#9?)
(N = 154) (N = 20)

17 1 1

18 3 1 2

19 3 2 1

20 14 1 3

21 16 2 7

22 is =3 g

23 14 2 11

24 17 1 13

25 23 2 ie

26 16 3 is

27 a s

28 8 3

29 8 3

30 7 6

31 3 2

32 1 2

33 o 1

34 o 1

35 1

#2 MCTD EEACEIT D NOS2 #ifzTEE DORE
MCTD A
S PAH &5

CCTTT #%f1 < 23 52 12 17
CCTTT#Ff1 2 23 102 8 78

MCTD & @3 AL OLEfRE : P =0.008, OR: 2.34, 95%CI: 1.26-4.36
PAH 46t MCTD &% AL ObEE : P = 0.0003, OR:6.88, 95%CI: 2.44-19.41

%3 PAH &6 & 3EE 6> MCTD (23517 5 NOS2 i#tfaFZ 8 oD B

MCTD
PAH &0 PAH &85
CCTTT#Ffn < 23 12 40
CCTTT #Fn > 23 8 94

P =0.011, OR: 3.52, 95%CI: 1.39-9.28

4 FTAMEXHRHFNCT LB 39 oo MCTD AEF To PAH RIE & NOS2 BETF 5 o BEE

CCTTT #%n < 23 CCTTT #Fn = 23
PAH FHY 6 2
PAH 7zL 6 25

P =0.0056, RR: 6.8, 95%CI: 1.59-28.73
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BAFER AR M e (FRIEREETRMEESR)
RK 23 £~ AR 25 SEEEAT SRR Al EF

BEMBEEEBREERBN V7 OBERBICEZNEZFIALE
REBEERBGCTFOLRYT ) LN

MEwE KA

MEEE

BAMERAMERRA (MCTD) X5 UI-RNP HiABME 2 M L T2 HDERBTH D, TOREMEHAZ B EERE
Ny 7 BFI L, BlEEITo7, ¥ UL-RNP HUEBMHERBIER & LTEE 516 # (9 B MCTD197 #1) ZUN&E L. EEK
BHRLEEIY, HRERBEONL 7 Llrote, ZONY I RREEFVTH UL-RNP HFLEBMERBIER O BEE G
TFHEAT 24T o 7. FL UL-RNP JUEGIERB IR 286 I & EH A 657 BT GWAS 21TV, HBEKEEZ = I 2V EALD
4 BETFITHL UL-RNP FLiRBE B IER 217 1 vs % 1405 O BRRBR AT > 7=, FEE. HLA-DRA, BLK, STAT4

TE—RR RERFRFREAMARARFBERRAEST B

DEBEKEERW - Lz, MCTD ORBEEREET OV 7T & FRRITIT V.,

semabD 7S suggestive REIEER LTz,

AFFRE®

BEMERE SR MCTD) 1X£EIC 10,000 ARED
ERREENIFLVEFETHY ., ZOERA, 1BEED
FENL D= DI 2EOBEMBEE A H /1 L THEEZITS
VERD D, FODITHERARREL L OGEMR
BERE®RE N7 & LTERL, LERPFFREIZEAMR
THZLEELIOBAE LTS, MCTD DERDEH
IZHLUL-RNP HifE 2 22 & TH Y MCTD OBM AL
M &7 2y, HLUL-RNP HUiRB O BERIZ VA /
—HRBEBERIIEM L. MEMEEEL EZ LT WA
COBRERENERE o), MCTD & F—ORBHEALT
HBEVWIEZFLDHD, ED, AW TIL MCID
DI B THUI-RNP FIABHERBER 2 8 OBV ERER
et LlTebxT, REZNELFREZEDDZ &
&L,

MCTD B LU ZDOABHEDRE R L OYREEIZE L TiX
REAZ2EPEL, BEORERIZE U TiX HA AEEE
THZELUAMTITIZEEA TR BN T WY, REFIT
1X4s ) AEEES (GWAS) 12XV, RIoBEFDL
O THBHICHEITZITS> Z & T, MCTD B X UH
U1-RNP FLABHEBIERR O RIEICEET 2 BT ERE
L. REMIAEZITOZL2E 2 DEHE LTS, £
7o Y THEHNT & LT MCTD 38 L Ui UL-RNP itk
BFURIcEB LT UIR LIEABE 2 s B E lC B 5
LEBETFLRET D,

BAFR 5
MCTD £ &RV 7 OER

HRAREE B L O HEMEE OFTBERX D MCTD &
FEIOVXBIZEBA VI —Lb Fareryhob &z
RAEIM DNA, MfiE. B, Bk, BXOERMER S
DOEBRBIZEIL., BEEFT 5, R ORBUZY
o TIHERAREEALLEITS, HROHEETOFE
FIZIIRBO—EH T o2 R4 5,

MCTD DR BBEEREKFORRE

288 il MCTD B3 ¥ J UL UL-RNP HUikB B IR
B3 DNA Z BV, DNA F v 7 (Infinium HumanExome+
BeadChip Kit) ZHWTERY / ASNP ZA © 0 7 %AT
ofe, BEZEA VU TEHLOREN (657 #) AW
CTBILEBNT 21T o7z (x ZFHMRE), Quality Control
FHAEL LT, call rate>0.95 (/sample, /SNP), Minor
Allele Frequency »0. 05 Hardy-Weinberg Equilibrium
p>0. 00001, Kinship PI_HAT <0.1Z@EHA L. ZTOHKERE
case 286 vs control 657 % 24,525 SNPs 2 CBEEE
&1t 5> Z izl =, AE/K¥EIX Bonferroni fiIE%
TolBRLWAERET p<2.0 x 10° & L7z, BRRABRIX
f1 UI-RNP FLiEB BN BE 217 41 vs H A 1405
B T4TV TagMan Allelic Discrimination {&EIZTHT-
Tz A X FENTIZ Mantel-Haenszel &I CTITo 7=,
(fEEm~DEE)
ARITBEFBFREBOIBRFETHLHZ &2 b
(e b7 A BIETRTHIZCICET 2 mEER) T
RHFRIZET 2 mEEs B LU~V X EE (2004
FEWET) 2ETFT 5, AFRIIEBREZEFHEORK
HEBSOAREZITTED TR, EFEH IR
KW THREZEESTHE. ARINL TS,
HEHIEBRERFREZ AR EREEFZOFH
DODERWEICRE L, BEENHEET S, BKRT —#1X
E4kL., BEOBEABHREELEZESEECOT 5%F
BRI SBER CHEICEET S, BLEF L BRER.
BRBHRICBE L CIRBREBTFEEEL., AARHR
LEBEGEERIIFIL 2V Ea—FRPRILT 7 A L TEHE
L7zuvy,

C. fFsE#E R

MCTD A &RB ANV 7 OB
BIFZEAHEMERICEVT DNA 2 3D RSO -
DOMHEEESOBEFEITV, IZITTRXTOMER TE

HEBE, 2641 A 25 HEE, MCTD BAERB XV
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1 RNP HLRE MBS B E ok (DNA B8 X O/ f
#E) NENF 197 L 319 filNE S -, EF 516 4]
ORiELERY, ERRRONRNV 7 THD, ZHETH
H2ARERIIME - TV, MCTD IZB W T HE M
Y7< h—5 A (SLE), BFZHE (SSc). LRMMBHE/K
Efnse (PM/DM) @ ¥ @ component & > TWT., 1
%ﬂa) SUWTEEZTHT- L TWENE I DRI TE A L

I, BOMEROER TN TCE2E0 MR ERE
ﬁﬁi’a‘:lﬁlﬁ L7z,
MCTD O BRZ BB THRE

A fRERBL/N L 7 DNA % FIVN T MCTD 35 X UL U1-RNP
PR RIER OEERBG FREEZITo 72, §1 UI-RNP
PRSI R IRBE 286 il L B A 657 BloEs /) A
SNP # A4 ¥ 7 (24,525 SNPs ) % L. BEEMEHT
(Genome—wide Association Study: GWAS) #4T-7-,
licwuvnyZrray beRLiz, ¥, BEOMR
WEDD L 10 BiaFE2K 11T LT,

Peates 5 sy 48 e

HLA
STAT4
* L]

uﬁéﬂ ok il & okl g
B 1 MCTD 3 X U’%i U1-RNP HiikEBH:BF%E & DB
HEPRTSNPOwNAvE ey b
K SNP L REB L OBEEE2RT pfED-1og (p fH)
HEENZ, £ SNP 25 ) ADMBIZR Ty
ML, B R IRR22ETRLTWVWS (A
RITBER), RTFEREEKAE (p<2.0 x 107°) %
BHRTRLTWS,

1. MCTD B X U'#i U1-RNP ik BB R % & B8
HE &R Lz Eff 10 BEFHEK
Gene Chr P value OR
HLA-DRA 6 6.32E-10 1.865
BLK 8 3.44E-07 1.861
STAT4 2 3.11E-05 2.033
ZNF835 19 1.74E-05 1.539
TGIF2LX 23 1.93E-05 1.551
C120rf29 12 3.63E-05 1.518
C140rf78 14 4.21E-05 1.543
FRMD4B 3 5.89E-05 1.603
HDGF 1 7.54E-05 1.739
BTF3P11 13 7.60E-05 1.504
GWAS IZ TR LM BB LSNP 2 B2 U R b

Tov7L,. FENLORLEFEBICHDIBEFH EB
ik, pfl. odds ratio (OR)EZFR L%, HEK
#p <2.0x 10°°

STAT4 & ZNF835 |ZB§ L CIEFRRBRZITo 7=, 217 #
DOFLUL-RNP LR HEBIRRBE vs 1405 flOREE A%
TagMan {2 X5 &% A ©°> 7 %47V, p=0.003, OR 1.54
(1.15 = 2.11) & 720 GWAS & @ X X fE#T %
Mantel-Haenszel IEIZ &> TYTH & p=1.07x10"-7, OR
1.81 (1.46 — 2.24) & 720 _ GWAS H & K #

(p=2.04x10"-6) % #8 % 7=, ZNF835 |XBRMIT T
p=0.219, OR 1.13 (0.92 — 1.40) ):tw A BT TY
p=0.029, OR 1.14 (0.99-1.32) & BEITIETER L 25
Tes
2 GWAS ICAWEREOZKHERFKERELZDS L
i

s S

/McTD

‘ 961,/ £ "‘a
/‘ 4;\
i ] SLE

AR a4

43“ \ - /‘/

F 72 MCTD DM EHE 279 96 41 & & A 657 fl %
FAVNT GWAS 24T\, BEEDRIR I 7= EfZ 10 SNPs %

£ 21R,
#£ 2. MCTD L BAE /R L7z B 10 BT 5K
Gene Chr P value OR

HLA-DRA 6 2.13E-06 2.097
CCDC8 19 7.94E-05 1.84
SEMA6D 15 9.82E-05 1.858
DCHS2 4 1.94E-04 2.191
PSORS1C1 6 1.98E-04 1.814
LOC646898 18 3.91E-04 1.769
LHX5 12 4.01E-04 1.812
HIVEP3 1 5.10E-04 1.757
JPH3 16 5.21E-04 1.74
PSMF1 20 6.11E-04 1.755

CCDC8, SEMA6D {Z 8 L T MCTD 80 f] vs &% A 1405
BNz X 5 1BFRRABR %17 o 7z, CCDC8 1L p=0. 769, OR1.05
(0. 75-1. 46) & 72 V) BHEI 7 E R, SEMAGD IZE8 L Tl p
=0.033, OR 1.44 (1.01 — 2.04) 2720, X ZEFTIT
p=2.30x10"-5, OR 1.66 (1.31 — 2.10) & suggestive
eEEER LT,

it 5 I B 0D B 7 #BAT B 1T o 7=,

MCTD DZEHF A FT7 A4 VEIRIZERL T, LHza—
W TR EEREV & STz 20 il & BEE A 657 B & %
FAVNT GWAS D% THEMT 21T o =, BIE D Ia 2 HH
ERERTHIN, ARKEZBZDIEBTFHLROY
SBRETTAHMENRDHY Z 5 Th D,
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D. BE

MCTD AEfREEL SV 7 OB EEIE 500 48 %, REM72
EREREZEATENABIOMETHY ., fMIZHZ2 R
ROBERRBTHD, BELIHRATHLREKRTED
FERIERNEERNA 7 THAI EEZ LD, BT,
aEs&‘wme W EIEICE SN AEAB, BX W
MCTD IZ#E ) fim M/ EE DR EEICE TN AHEA %
TRTHEBL TV A RIIBETRETH D, BRER
DFEE LI EOREITH D ER OV
HRIZBENAAL I THBHLEHALTWS

MCTD DRI, A HE % FEHT 3~ 5 72 1T GWAS Z4T - 7=,

MCTD IZBRR T2 LEFEBBONBHEIENEL 2D
7= B O KM AR O UL-RNP HURE MR ER & L

TETIIEN L, BREREITV 3 SDOBLEEVE
E#E%Z b o THRHE7- (HLA-DRA, BLK, STAT4), =
nai E TITSLE B LV SSc DB EBEFE LT
BEINTWVWBERLOTHEZ b, MICTD B LI UH
UL-RNP iR HRBER L RE2BEFRAEFA L TV
DT EERBRLTEY, BIREY, Mk MCTD TV 7
FEMT AT 5 & HLA IR 2 R < L MR EE BT
AN T LUE 528, suggestive ZEAERXRT LD E L
T SemabD BEMITHEN o7, 2N HIX T I FE TIT SLE,

SSc, PM/DM TIZBEBMLEF & L THER 2N &b,

MCTD #4851 2 BIETFOFREEELH Y, 5B &5
DRRFEBMETH D, FMEMEEZ K- EF DY T
FEMT BREBIE B IEF LR VT D HB AT ERE
LT ERETHIN . SHRERBREITO> TETH D,
RN LN B T2R % AV C MCTD DR2#rcE S5
T%é#@ﬁ%%A%ﬁon%thmuN/ym
*ﬁﬁiﬁliﬁ% ih iqu\ﬁ%ODE%}# %.) J:?‘f‘ﬂ—Z) 71
SEBNVITDEEBEETH D,

Ef5in

MCTD 35 J2 UL UL-RNP Hi{A b5 itk R RLR O A= i3kt N
VI EREIRT, FHREBKRERE MR SERE
D3EF 516 BRIFIE Sz, RIZ, Hi UL-RNP HLEEHER
FUR D GWAS B L MERBLETFOEBRRREITo - R,
HLA, BLK, STAT4 OBESEMNFTED b, £ MCTD DA
RIBEE T & L., semabD S suggestive 72 E % =
L7z,
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BAMEEEEIEOMERMEE L EERRITA P4 VICET3H%

—SREMERIE IOV T-
MRS EE TR BfE FERRREERZEZER Y v~ F - BREYEAF B PRSI
MEWHIE FRZOAR FERRBEERZEES ) v~ F - BRIEN BhF
BototEE  Jiln #EE RREFERRE) v<F# B PR
mroesyEE )i A RRKZEZHH BT LAX—Y v<F R FHEm
LA 4 EE BERER R E R R E HEBR
BioiEsE HYE  EH LB RZFEFMBIRRRIENRE DHRHEBR
MSHEE TE EX ESLERASRAT e v & — AR SEET i ML e SR E R AT e R
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