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ARRGEIE, &7 7 LU A RBEAENT (GWAS; genome wide association study)iZ & ¥ [F7E &
T2 B OISR B DR BRS PEEAG TIEALIC I T DIRIRI X 7T A S o 7 DR EN 2 B & 7>
IZT 52 LHHBE LD TH D, BHARNOR AR e mmia (B #ifd, CD4 Btk T
#iE, CDS8 BEAMIE, Monocyte, NK #lig, PBL)IZOW T, RNA v —47 > 27 (RNA-seq)
O FiE%E A vi- sQTL (splicing quantitative trait locus)fi##r & eQTL (expression
quantitative trait locus)f#tt A7 b D TH Y | U FORREH TN D,

1. trQTL (transcript ratio QTL)fi#HT & LeafCutter Z %A L 7= sQTL f##Tic X v . Bz
307; CD4 [5#E T #lfi 343; CD8 Btk T #if 268; Monocyte 475; NK A2 325; PBL
465 EIn 1A E 7% sQTL &8 Sz,

2. gene eQTL fi##TIZ L v . BAIN 2,570; CD4 Bt T #fiE 2,796; CDS8 [t T #ifi 2,280;
Monocyte 3,634; NK #ifiil 2,573; PBL 3,196 i&/n+ 73 H & 7% gene eQTL & & S iz
(FDR <= 0.05),

3. isoform eQTL fEHTIC LV . B #ll 2,574; CD4 5 T #ifn 2,776; CDS8 (544 T ffa
2,227; Monocyte 3,423; NK il 2,526; PBL 3,247 &+ A & 72 isoform eQTL & f)
E &7z (FDR <= 0.05),

4. pilafE, 2% 7L THIL TV HEBME TFOBR - HBLE, isoform FELE, isoform
ratio ([ZDOW T FRAZ Y 7 %&4T700, Bin FRELES isoform FHLE & it LT
isoform ratio IFHAFE =L D7 T A X —{LiTENIT W H DO, Monocyte TlE—#7
T AL — (L&, MR RN IRA T T A v v T OFEN R Sz, & 512, CD300A
BART70 E— I OBA 1 TlE, MIEIER A7 sQTL effect 23HERE S 47z,

5. eQTL/sQTL effect Z7~9 SNP Zfi#fir L7-& Z A, W9 b TSS (transcription start
site) & HLMT /3 Ai 95 23, gene body & ONLERIE TII R 50 &2~ LTz, eQTL IX
TSS fHFiZ K& 72— 27 & gene body @ 3™ iZ/NS /e —27 D 2 M4 LTz, —
@D sQTL 1% TSS fHiTiZ/h & 72— & gene body @ 3” i KX 72— 2 D 2 WMk
WA LT,

6. sQTL fi#hT & GWAS #E R OFA L LT, ImmunoBase [IZ&#k ST 5 GWAS SNP
L RVEBIREMT (2 > 0.8)ICdH 5 S D sQTL effect 23 L7-& = A, B 30;
CD4 (5 T #fi 31; CDS8 Bt T Al 17; Monocyte 31; NK #ifl 26; PBL 39 i&#{x+
THE: sQTL effect 237 517~ (FDR <= 0.05),

7. {EBIDO GWAS it s LC, 28V 7~ b—7 2 (SLE)O#ZBIEZ M s 758
WAL E 95 SNRPC i#15 7-1%. GWAS SNP (rs2764208) D U A7 7 LV DIFIEIZ L Y |



HrERY 72 SNRPC isoform DOFBLEZHICT Z LRSI,

8. BAffiV U ~F I L OREMFHER D= MEIR - CTh 5 IL6R En 11X, GWAS SNP
(rs2228145)D Y A2 7 LV DAFAEIZ LV | AIEEME IL6R @ mRNA B &N 75 =
ENRENT, B FEENC X D ANE IL6R BHA~OFEEL LT, ZhE Tl
HEISNTWEY R LV TORIIET TR, A7 T4 7 %4 L7z mRNA
L UL T OIS STz,

9. SLE 73 ¥ O BEZMEEGF TH D HLA-DQBL E{sF1E. U A7 7 LVOIFEIZ LY
AR HLA-DQB1 isoform OFBLENNHA LT\ e, I 51T, splice site IZ/FET D
rs28688207 D7 LMLV, =7 V5 (cytoplasmic tail) DA ENRET 5 Z & BE
SENTWAEN, ZOxr V5 ZFFO isoform & Z LSO isoform & IZHEMLA) 722 58]
B Z2 R 2 LRSI,

AAFFEIEL, BARNOREE AR M A MERE 53 B 2 7z sQTL fi#fric K-> T, 3 2y
PR D GWAS EMEIRIC BT DIBIRA T T4 o 7T OFENIZH LML, & 512 sQTL
& eQTL DEFOMIAFEREEMEDEVIZOW T ORI 1T/ > 72, ABFRIX, 7 V7 NEH
2B D0 TD RNA-seq # W sQTLENT TH Y | 727 NITH T 5 B CAERED
JREERR I T T 5 2 EDNIIFF SN LD TH D, X 5IZ, isoform @ ORF (open reading
frame)BlFICE H L, BETHEZEMICE bS5 sQTL 2R L7z RIZ bR &
0. FESNTZ /37 OBREMITICE Y . BORERBOREITEDL Z LN ARTHD
LEZOND, XD KIFRIL, FOREMET 26D EEZLND,



