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Genome—wide association study identified an immunologically important locus associated

ffty SCRE 4

Titl with neuromyelitis optica spectrum disorder in the Japanese population (HZARAZEMIZEIT
1tle

2 AR BE R BB D T T A N EREMATIC K D S PRI B R BB TR D[R AE)

RN AEOEE

(H #J(Purpose)]

FRA IR BE 2% BEHLE A (NMOSD) (X FPARMR RS S D B BBk Th B, HL7 7 7R U 4 (AQP4) FLRIZ L 5
T A RaYA MNEENSFEICEET S Z &G STV D, BREOD 72 S0 5 KB B EAFZE XA T
UWVRW, B EIZHEME ZAV7ZNMOSDD S ) AT A NESEARAT (GWAS) Tl b b B MERGTE HLA) FEIKIZ 351 2 B sl i
STV D Y, HLAGEIR LIS T I U RIS B 3 2 8B 7B I S Tuvievy, ARBFSE Tid B AR A ONMOSDSE
B2t & U CBER A B 2 DREGIE TOOWAS 2 505 L. NMOSDDFIEICBIH T 5 RO LR AR T H 2 L 2 A%
L L7z, E72. GWASIC X o THE OIS/ MME#RE >V 7 /L& LRNA-seq (scRNA-seq) 1T & - TH b - s I
B EMAT D2 LT, MRS L OBIEM 722 B 2 310 L7z,

(5572 & QN A (Methods/Results))

[ PN 0 B Jiii 3% CDNA & N AE L 7=NMOSD #2254 & . BioBank Japan7»Hi#7E L 7= H O 5 iR FREETE D 22\ e BB

50,4844 % FAVNTH /7 LU A RBIEMENT 2 F2hi L7z, ZORER. HLARIRIC X T, 6 & B RELO CCREEIE T
WRICAIE T 2 rs12193698 4 R CHERBEN R b7, FAERIIT o —SEIROEHIAE L, BERTIE

CCREDFETA~DEBRHR SN T\, BT PT7 ATHRECEBES Mo cmERs B v~F, B
NEVFPERTAEZE . 25 M) T~ h—F 2) OFE LA EIONMOSD GVASOFE REZ B L& 25, U X7 ERDEE
WXIEOMBEZ R LT,

WA KBRS = S BRI 993 e CER I L 72 NMOSD AR 2544 & it 10144 DPBMC (F+1, 004, 36 1fifa) % AU TscRNA-seq
Z92hE L. NMOSD GWASOFER Lt L THIT &2 T o7z, &7/ AU A R72FHM TIIBMAL-CHPIR AL 72 & dDclass I

HLAIC & 2 HUF R 24T 9 M TNMOSD & D BE#E 2N 507> 72, GWAS TNMOSD & 0D BE3E#L 23 7% & A1 7-CCREIZCDAREME A & 1
—THIFACHIAE TR, MATTHIE, J 4 — UBMIlE., AV —BMATEREIEL TV, Zh oMz T,
GWASTHIH L7-1rs12193698D U A 7 7 L )L CCR6MD FE BB % ) S Hexpression quantitative trait

loci (eQTL) B2 Fi o0 il i L=, ZOfESE., A — UBHIB L A& U —BHM, MAITHIM CIINMOSDRE & {7 & 7
D TeQTLEV R R O 37225, CDARGYE A € U —THiAE & HIFEMETHI AL T IINMOSDHE D 7 TeQTLZI R AN /L H AL7=,

(¥ fH(Conclusion)]

H AN ONMOSD GWAS Z 34 L . HLASEISSMT BT O B 28 S 2 [R5 U7z, BB A3 /R S 4072 COR6 X JAE Ml 0D 17
FEICBHE L CTHY . CCR6%Z E I A Th17THIZIINMOSDIZ I 1) B FHMIR DO RIEE BT 5 Z L AME ST
%, scRNA-seq% A= fifht CEHEZER D Y 2 7 7 LLSCDAMME A £ Y —THIIAMINA 2 & e THfa DY 7 7 L — 7T
PRI 72 eQTLI R A 2 L7122 ik, Z O EMAThITE A L CNMOSDOSHEE~EI 5 LT\ 5 2 & 2R3 5,
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18 MR PR BT (NIOSD) [N 2258 &, B G REL R OF A P RRHERC, 484 B = W ind ) A FEATE ST
ERAS) ok, 3RS L S HLAESICmA €, ERAEERO CCRARET @ Lo 4 ¥ e BET i E
BEliz, ZOMMOSD WASOBRIIR 73 7 ACBEBICERZN/O S RERSE (Y o<, EHERMT
HFEE., £H%IIFIh-FR) OMNSOBRSFEOHBERL &, S/, WSIHEEINB SN HI0IGO%E
Fiun B EEIRE & A Wi s 2 Lt LRNA-seq CGRAS OB R & B o i S T T, Bl et iieie £ dclass 1T
NLAK X B HFURIERE T 5 MR TNOSD & OB N o /2, CR6E M FEHE T HHMAIT BT, WASTHH L /=5
BERGU 25T LA RORRFSZEE & Zexpression quantitative trait loci (eQTLI SR =505 4G
Lm& a5, COEE L £ 1) —THNNE & R ETAT A TNMOSDES (2 Fr Bz el TLAI A R S, KBTI I NETI
HENTWER, NSO BENERO—MEBEeNITS L S TRIERBIIFS 500 THY, BADEFES
L BEEHEZSNA,




