Heterozygosity for the Y701C S7TATI mutation in

a multiplex kindred with multifocal osteomyelitis
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LIV R BEFB CRIE L7z STATL FBiT m MRS A5 YT01C & £ DOREREMT

STAT1 134 > #—7xn (IFN) 2RELT LI A b A DT T TN pEzeE ) HE
BRAMANS T T %, B MIBWT STATI B FOREIL, LLFD 3 SDORE~DE5H
HOMNEIo TS, D TSR R R 28 B - MR N T AR B L CIEIRIC B ik el &
x93 MSMD (Mendelian Susceptibility to Mycobacterial Disease). II) 584 /KERIZE 5 -
RN FFAERE T Tl | UA VAL XD BIERYEZ A0F, D BERe@amige i f g, I,
MEED B v EY kT D mIEZ A 58D 5 CMCD (Chronic Mucocutaneous
Candidiasis), ARBFSE T, 2% A2 RO 28162 STATI FiEl~7T v & B s T
5 (2012 A>G 1 YT701C) = [FIE Lic, ABInFERIL, &7 VIREICEEREH 25
TFa U UAGERAL YTO1L IZAE U7 X/ BRiE# T - 72, [ U STAT1 @ tail-segment
(TS) RAA NZHFAEL, U vV E{bREFE 25 & 29 L706S Z R AR L LIBEROZ Bt
DR, 22 B NTARMIM CD14 BYEAMIRLIZ 351 5 IFN 7% 8i#{s 7 #F (Interferon
Stimulated Gene : ISGs) DOFILZfFHT L, MSMD FIE~D 52 fFf L7z,

Fe i 1% BCG # iR D & 2 3 5k lh Vi MO TR 2 5k & L, iLikl# 4 < CRP,
IgG O L5H-70 E OBVERIERT R, SHEEGRE CHEEE. HE, K572 EICEHEDOFIRE
DT, WAEHOAERRTBCG, ~A a7 T U UL ETRE S o 7o, WEHTRY
VX ZEREE DFR A 2 788 7=, BEARAIZ MSMD &Il L STATI #13 U o &3 2 HEEIE T
DRRFEEATV, STATI Fill~7T v #EEMERETFAR (Y701C) Z[FRE L7, /-, FiEoDi#
BT C. 18 Ik RFIZ IR RN B D ZF M B 2% 2 F5 i S 41Tz 38 ik DO REBLIC & R — 28 2
RS L7z, 2D ORI D QMBI EIR 2 295 STAT1 #53 H K #8JE (AD-STAT1
HAE) L2Mr LT,

STAT1 %, IFN-y Ofiic X v 701 FHOF L kD) Vb 2521 -1%., RE_
EIRER LENICBITT 5, AN TIX DNA ® GAS (Interferon-gamma Activating
Sequence) FIFINZHES L CHERGIEMEA R L, A 237 7 U 7 MRS 2 EYGBAEN 3 < .
—J5 ., IFN-a fi4 T STAT2, IRF9 & ~7 1 = &{k% ik L, ISRE (Interferon Stimulated
Response Element) ElFIZHES LELY A LV AIEME 2R3, BEHEKD EB 7 A VARl B

(EBV-B) #Hfa %z 75 ¢, IFN-a fIliIZ & % ISRE fEGREIZIER ThH - 72725, IFN-y
FIIZ LD GAS FEABITE T L TRV, MlaNFAER I 2 18I 7 5 YR R S
Nic, 6T, STAT1 ¥ 7 )V RERE O R 253 2 72012, STAT1 ¥4 (WT).
AD-STAT1 B FIEARE CHHOER TH D Q463H, K673R, L7068 F LY, AlalDJERIT
WOIZYT01C 2T 585 A b T 7 b aIEK L, @M s 1 iR ERIC L0 5%
DIEFAROME % Leietiat L7z, IFN-y #IE4IZ %6 LT, Q463H 1% DNA fif4 oFEE, K673R
12U BB LOE R E AR L, YT01C 1 L706S [FERIC Y Vi b 0 F B 72 B E I L 0 %



BATHE. GAS f5AHE. GAS IRGIEMENEEIN TWA Z L 2B LT, 6, WT &
R TIC GAS BREEMEAZ R L, AR STAT1 BT D EMELES R L iGE L7z,
Y701C OMHEIL TS FAA ACERAZ & ORE#RO L7068 SHELIL T\ ey, miFiTF vy
U R EILESR TH D pervanadate JLEE TFIZHBW TR M E E/ R LT, YT701C X
pervanadate ZL¥ FC% STAT1 © U Vb ZERTE T, B2k VB LEEN "B I
7Dk LT, L706S XM N STAT1 V v B b BNFER S iz, Lo LR b
pervanadate ZLEE (23U T H L7068 1%, ENAT. GAS FLH~DfE &N EE X Tu e,
IHRHDOFERNG, YT01C 22T IFN-y FICK+ 258272 ) U fbiEE 42 L706S £ 5%
FEED D VERMIEE EENBITRELZ 2T 52 LN E ko T,

WA B H D EBV-B i, K i CD14 B # 2 FV C IFN 12 & 0 #%38 S 5 ISGs
DFBLA MR LTz, ZOfER, IFN-y il CiFiE sh 2 CXCL9 0¥ B3, EBV-B ffifld, K
M. CD14 BEMEMIE T & HICEINFEE ST,

AIER) %5 8D 7= BER D FEG O3> & . AD-STATT B 5 E TIL L S BBl 28 0N R 72 g
KFTR. Ch o7, SHIT, [A L MSMD #3iET BB T R/EOF T, IFN-y OEMHEE
Ty 1 g L35 AD-IFNGR1 B E CEHRMEEBIA 41395 2 & —J7 T IFN-y DA
fRE A & 95 AR-IL12RB1 EAFIE TSR R OB RN & 2D | ZHIEEBE
RO IFN-y DVERBEE(CIE SN TND Z EE2R LT,

L EOFERN S | ARBFZECRIE LTz STATI #{51 YT01C 135222V Vb fE S b
TRTHY, ZNETICHRE SN AD-MSMD-STAT1 EHE & FEEIC, IFN-y # &Mk
STAT1 ¥ 7 F/UsENMEMRICILE S, GAS IEIEHDKTICE DV~ s T Y oA
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