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EZB)) ICET2EHREFBAL. BEOERBLHER L L OREELZRANLIFAFETHY ., EEFICRES
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DEEDOES (FUYx=v)) ELTOMREERT2FED 1 >EHEANEENE Y vy S (RHM) EKICE
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NREINE LT,

BE, YIal—arfRTld, BROBET IEREZHET LI L TT / LOKERBOELRNTEE%
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SNTWEBENERZBRICHZICAEL TWC I EATEET,
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PEETDIZEEH D70 (B : K10 POGLUTL, IL7TR). RHM j%ld GWAS & & WS biFTldia <,
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& VEHZ RHM oARRICOVWTIE, TEEFER] 85365 [RUP v 7ETNMICLET / LIER
RTOREHE] (202 1FREHFE) CTHERBAFETTOTSREIALZIL,

4, FAE7A 7 MZHoWT

<HAERFEOIAAV >

HVEEDT /) LERIE. BETH2BEIADENRONDE I e D, SEFIEFHAENIOBONTZT / LIF
WM T 52 EICLY. T/ LERISBATLREGHAZERZREL TOWRELH Y 9, 5. RHM
FRICBVWHHEGERPREINZZ LA, S%. RFEZRALEREICERAT 22 & T, HifchE
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FHANEGEEHREEICL 2 BARAAERICE T2 REEBTMBEXROH/-ERER (STATA ULK4 &
KCNH5) D [REIE

Regional heritability mapping identifies several novel loci (STAT4, ULK4, and KCNH5) for primary biliary

cholangitis in the Japanese population

z  FH:
Olivier Gervais, Kazuko Ueno, Yosuke Kawai, Yuki Hitomi, Yoshihiro Aiba, Mayumi Ueta, Minoru Nakamura,

Katsushi Tokunaga, Masao Nagasaki.

8 & 5 : European Journal of Human Genetics DOI: 10.1038/s41431-021-00854-5
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> EXIE RHM {E D& Yotk o/ MEIR Z & ORERE R, #tio FRIZ, GWAS 0% SNP IZ351) 5%
ERRE LT, LERICHHRME. RHM BT 2 EAKHE B ME; LRT > 20.88), FRICH D
TRERIE, GWAS IZBIT 2 HEKMEP < 5% 1078 2 EHT 5,
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® RHM ETHEBEAMELZBZ =78, GWAS TIIBA - -8B+ 1 HTEEET)

b2/ LY—ITVR
Bk DNA Y > Zuh o3 1 EEENOEIIM A 5 OaHAIEM,. 202 1FBRTIE. —AHLYHAET
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T5IENTED, fAANEBIC, BF. ERSREINCH L THEAPFROERI|REIN D,

SNP
RS HEFICIEEOEAPOEREAIET, —EEZA (Single Nucleotide Polymorphism) A 1IE = & R,

25/ L) 77 LY RV

BABOEBRSREIICNT 2ZE (AABICHKET I2ERELHDH7-0) 2HFE6T 5L THBET LI ENT

X3h&RT, ZHROEMAPHBRINIERIO00ATY /L7AY 7 b (BEXEL 2) ICL->THER
INF2T /LT 7Ly RN BRAEAD OEBERLIZEIAT A L - AHNV BB THERIN
72107 0ADBHEZET /LU T7 7Ly RN2)L REFERTARE nErH2 (5EXHS), 270
P bhTlR. 2000 ADET /LY 7L Y RAZIALERBNTNDS,

SNP 7L 4
DNA » S8+ A2 SWBE AL FTORD 7= SNP 25184 2 2 & A TE BRI A 8T, AEITICH
WTlE, &£ D DNAASE+ANATD SNP Ot Z1T->TW 5,

SyR=—AhAT7L A4 vl
SNP 7L A4 D12, BAANEMAIOERELA-E2T /LY 77 LYy IR EERL, BAAERTHELT
W25 SNP ZEICHRET DI ETCRAEB A >TAERAERICELI-SNP 7L 1,

Axiom Genome-Wide ASI 7L 4
SNP7LAD12, BT AOEAZNRICT 52 & THREFSNAZSNP 7 L1,

47 L7 41 FESE#EH (Genome Wide Association Study; GWAS)

EEOREBEBRCER -HRELLOENARTEICHEEN H 2 ECHNLAERZZEEICHEHNARY RVl
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2F /LA T—Yav

SNP 7L AIEEHON/ZSNP Z5HAIT A5 ENTEINEBADTRTOERDFREHB I AR T LIETE
B, —H. BFTT/ LBERIIBARIN TSI NS, RERAOZRICOVWTHIAMICHTE T 2 2 & 2%H]
BETHD, 2T /LA E2aT—2avIZ0FEEZRANT, SNP 7L A TEHRIINZIERYI 02T / LY
T7L Y RNRFIICEEND. SNP T LA B TIERBAOLERZHTE LTI 215 MBI 259, SNP
DHTIEHRLENUADERIZOWTHRENICHENAETH 5,



KYYz=y7EFIL (Polygenic Model)
B 2R ) Yoy 7 B VIZIER FEROBEOFELED) NOREERARE | BEER (=
WY =) ICKDMREHET DT DDHATET NV TH D,

EIEAEEERMTEE (Regional Heritability Mapping)

AARICEVWTHWHEBBOETSH (BLX) OHTEF R, L2EAORFEBBOEGHNNRZRIEEZR
ROSEEUNDEYT / LICL > TELDZRY D=V REDITTHET 5, FbORXTHLDOENDHET IV
T, BREERSCERSOE XB) #HVERE, £2SNPICEARY U—r2 R (Zu) &, Ytk b
OFFERIK (SNP B, Zw) OZWRZ ST CTHEET 2 2 N TE 5, 16RO GWAS OE, &~—T—
DREHEET 2 Z L1020, FTROET /L TIEFI AL, FrEDBIRFIZEET 5 SNP #E2 — D01
e LTI ZENTELD, filx D SNP OFRTIT/RL<, BN OEHD SNP 0% DA G HhHE
DB LELTHETE D, 2F D ZOFETIE, POAORFEHFEE (il L7z SNP#) I[CX-T5&
HZ Shd@Emntt GEER) 2HEL, A7 SNPEENH L), S0ERETDHZENTE S, Mk
L722%® SNP (-~ %afi) HOMREMEL, £7 ) LOKEEE [ AF v ) $520FT 0
% Regional Heritability Mapping % (FEEKNERFHEEE, RHM &) LFES (BE31 0, 11),

y XB+Zu+Zw+e
I TIRAT RIS & 7o TV D REA (=RESCENIEE, HIEMHE)
X,B ITEREER (=&ML O ERK])
ZUTERER (=2 SNPICLDART U— %%
Zwli;%{i% (=¥FED SNP # (F+~%H SNP) 12X 5205
elTinE

FREFMRETIEBREZX (Primary Biliary Cholangitis)

FEHER MU EEE L T, PEETHICZ VWEERNENEG (BEBIHLLETH 5-6 AALHE) 815
SREREETH Y, EITT D LEE, T2 s b FBBEUNIKGAENEWERTH DI, TORRE
LTIEBERENERICESYFERNO/NEBEENFIEINDE I EAEZONTWEY, FHlICOWLWTIEERE
THTHY ., RBEWEBFEELAZINTULAL,

= A M E
ZHRFEED 1D, PUHEFCIL XTAO—ILOEIN—REFOEEEL Y FUMEIZAR > TWBIERE &
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me

2 BUFEFRT®
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BHE, EFRORRATEBEL TNAF NI 2 BEL, ERTFOMRZREI LT, RHREEERZR
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BKETHDE WS, RIFROIBERRIL, KBEH L —REFOBM TREE LD H 2 TRBIHDEEE S
BIZENBWE WS RBRERT,

STAT4
Signal Transducer and Activator of Transcription 4
ErNT/ LEDEBETFDL D, BATIET TICIPBCERICEAET S Z EAREINTWED, KIFR H

AADPBCHEREBICEWTHEET 5 Z LAV THERIN-BIET,

ULK4
Unc-51 Like Kinase 4
ErNT S LEDBETDL D, AT T, BEAAD PBCEREBICEET 3 LMD TCRAITE ENIZEE TS

KCNH5
Potassium Voltage-Gated Channel Subfamily H Member 5
EbTS S/ LEDEERFD 1D, AR T, HAAD PBCEREICEET % L O CRE S N-ELEF.

GWAS Catalog
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ZERFEE
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A o I/ mRNA OFHEIZ1T> T 5,
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YR 7BORRIEERAE 32— K95 RNA 2 &9,

YIalb—vavix
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