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Autosomal recessive complete STAT1 deficiency caused by compound
heterozygous intronic mutations ‘
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STAT1 1% 7 FIUGERGEEME LA FI2E L, AN X2 2 2EBRT 545 F T
H5, IFN-y B L O IFN-a IS L TU Vb 2%, ¥ —47 v MBI FREO BT
AN 5, wiEhRErE STAT1 2a2/KEME (AR-STAT1 B2 XKMEAE) 1L, FEMHEENE
PieE (NTM) & oA VAWK THREGME 2 n TR MERE A2 (PID) Tho, Bl
EETICHRT 5 R 8 JEFINREINTEY, AMTORSIZME, BERF T 26,
STAT1 BT O 7 V HEBICEB T A REEAMERDBFREINTEBY, 1> ha UfHEk
DR BN X DARIEFRIE OWRE XM, BREW 2 BIERIEIC LY PRIIBO TRETHD
— 5T, EMEBHEBHEIC L VRIENAIAD D Z D, RYRBENEEL 25,

HEEE IXARMICICRB N T, EIE Y A VA EYE, Y NTM JEYYE 2 KR L7 B
BWT, STAT1 EIE DA > bu U EIRICB T 2EA~T 0 BB EZRE L, HEEMTICHE
SEMrEmE L,

JEBNE 6 O BARANBR, IWHEIXROT, 11 2 H RSN BCG EYYEICRA L,
BHPNIA T BB~ A a7 7 )7 BEYE (MSMD) s2rahTcwnwiz, 27
Y — Mgt (WES) % R U AT CTITV, RN, BIERORKHZ STAT1 BEi5TO~T ok
o (c.128+2 T>G) Z[EE L7-DOHAT, WRMBIHIZIZE SR -7-, PID OB T#
Bt LX—4 v b RNA V— 27 2 A5 AW BELIRRMBITE2ER L= 2 5,
B3 C STAT1 #Ei5 T OFERALRBHL TSR S, TOREICESHWTWES 7 —4% %
T L& 2 A, AN, EEERORIC STATL EisF~7T 2 ZH (¢.542-8 A>GQ) #[FE
L7z, ARZHEZ, #Eo WES @i ik, /1> hurBRELTT 42U v 7B TR’
PITWiz, #—% v FRNA Y —27 2 ZAMnb, ¢.128+2 T>G, ¢.542-8 A>G ZERIL, %
NZFN STAT1 BIEFOT IV 8, =V VY 8 DAL FTA L TICEE L G 2 HHENR
BENn-, ZNHDATFT A4 28 E 1T, RT-PCR {ETHHERENT-, EDICHEEIIBITS
STAT1 Bz FORBIL T iX, PCR IETHER SN, —#HOBEENS, ¥—F7 > b
RNA v —7 2V ATHELNTT =40, FHEEPEVT—FThd I RSN,

FIE SN 200 b U EBRIIHFHAERTHY, STAT1 OMREIC LT T AL MG
Lz, DmAXT7may MEIZKD# T, BERMIM CIE STAT1 ¥ /X7 BREEITK
HLTWAZERNHHLE, 618, 7a—H A FA MU —Z W2 KNI CD14 BEH
EROfiEHTC, IFN-y 3L IFN-a i34 2% STAT1 U b REFEH S vz, LA
FoEENS, RESNTE 2 004 v ba UERITRGZER LK L, AR-STAT1 524K
HAE L 2 LTz, TO%OBERE T, BEIXEEY AV ARYYE, FREME NTM g YE
ERAE L=, NTM YO U o 8EiAER TR 2R 9T, AR-STAT1 524 /KAEIE
Ok L 8T AR & B 2T,

WIZ, [RIE L7z STAT1 ERINEE FRBUCKIETEZEL MR Lz, £ CD14 Bt
HiEkZ IFN-y *7-1% IFN-a THI#E% I, RNA > — 27 = 2 X % #8008 s 3BT %
B L7, ZOFRE, B CD14 BEEEKICBWT, STATLI % —4 v FEMLEFEED AL
SR T A58, STAT1 20§ 2 G AL OBEENGEFH SN, £z, RELELR
D MERRARDIAMC R IF T EE R Lo, B (A&RE)) , BE#o STAT1 KIEJERE




(STAT1-/-) , BLOEFEND SV40 RIEALARMEIEHIIE (SV40 MrifEZEMIE) Z M r L
THENT LTz, T ORGSR, HF L STAT1-/-HK D SV40 #riES Mz VW T, STAT1 ¥
R O5E4KE, IFN-y 8 X O IFN-a #KICK325 STATL O U > AL G D T8 5 A3 78
SNtc, EHWETNVTT NT vlA T, BFELE STAT1-/-0 SV40 #HEEME T, IFN-y
B L OIFN-a §ili# F CT» STAT1 ® gamma-activated sequence (GAS) ~® DNA #5 & 6E
DRBPHER ST,

AIFFET, A bu U EHROEE~T n #AMEERIC LD AR-STAT1 584 KABE O JE 5
ZRIE L], 2R T 6 R H, AMIIBWTIEINMOEFTHY, (> boa O R
TAIE 2 FIE LT RGP DIER T - 72,

L EORERNG, Kimix, WES FEhitg O RKZEElcstd 52— > F RNA > —27 =
VAR EOREFREIER T RBEAT OB AN, RN LICH ST AR R TS5 0
LEZLNT,

Lo THEEZESZRLAIL, KB EFICHL (BEF) oFfisRET DI+
EH 2 H D LD,




