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[B8Y] EMGEE (LLF, inflammatory bowel disease : IBD) EBEEOBNNIIZE L <, Ex DEREDFFIER Fk -
L7IBRBIRIEETH 5, BITEE T, FEMEHMEEN (FMF) 81285 L IBD & ORENFONSRREMFI B3 2 i
FUHT E A ETTOITW RV, ARIOFFFERIIE, IBDEFFUIIBWTWEE T3 B2 172 3859 2FMF
BREfGA (IL-1 6 BREHGAR) DORBHEOHSIIONHEFAEIAZ1TH = & Th D,

[5¥:] 1. IBDU B#EIZRT D MEFVEIAFRNT « ka2 L, DNA 240+ %, flitti & 472 DNA Z v
TEV VEHE 22— N5 MEFVB{E AT a1To7c GURERRFEOMEZESATEE S GT18), 2. FMF#(R
TR B D ARG (WHBTT R A ETe) Ot (UMIN %4k ID 000022289) : (1) MEFV x5
IBDU SBEFHIK LT, BEERT 7 A Va1 LTz, (2) MEFVEEFBIERROEKRG (WHEETFTR &1 %W
HINZ L, BIEFTT — % DGO 21T o7, 8. MEFVB{n AR FEIRR O ER DN A R
A VPEEREDFH : MEFVE n AR T T A 3 RYERLZF T 203 T HIAI B G FHEA LTz, 25 OfR % TLR ligands
THI L, NLRP3 OFE/2 H ONIIEM IOV TRRRT L 72,

[RER] 1. = e F U Bush FMF BlaEse 50 SEFIOBEREOMGEHER : 1) MEFVE A RSO T - A
N FMF JGRIEFID T0%LA_EDS Exon2 N COEREH Uiz, 2) FMFEG TEHEIGR OBRRIFHET R « JEERI]
B DUNTFEEZ T SIRVEFINRIRD 3 530 2 2505 Z EAVHIA L7z, 3) THLETRZADNEBEARHEET R CId,

(1) EHIIRE ZAEDIRWKRIGOERRA, (2) IEFERIGRERDORIEITR, (68%), (3) PAHIBAHET D Z LN
HomEirote, 2. FIEMTRINCIT COMTERCR : FMF (X, 28R VA Caspase-1 HilfEFERENIZ LY
FIET B YAt EnR . (Lossoffunction) & I3V TE7z, LU 5, heterozygous 225 CORIENLN
Z & Y UK U ATIIEGRIEOTFEDTRD DAL LD, loss of function CAWRBFIEMTI XA T& 722
VY, Pyrin @ N ¥l ZAF4ET 5 pyrin domain |3 Caspase-1 128V, 330 FH DT AT XU CUINr <415 = & AVHIEA
L7z, Fx % Exon2 OZH pyrin domain Z1ER, 293T AEA LTz, ZORERE LT, AARNTEROBED R
VN E148Q L110P O 7 X/ MRz U577 A RAEA SR TIE, IL-1 8. TNF- o OFBUEE) ML S
77 I5IZ, MEFV ZREERTOENT I Y, 45 Toll like receptor ligand FIEI Ik 2 SIS R0 5 Z E B &
Ipole, ZIHOMIFEERNG, BEDEVHEEZ LAY FMF BIERRFEECR S L WD b0 L& R b,

Exon2 {ZH1T 57 X WA AAY: 5 pyrin domain 234 R A VREEARIZ -2 55
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