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Autosomal recessive complete STAT1 deficiency
caused by compound heterozygous intronic
mutations
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STAT1 1L 7 S )RR GIE LR FIZB L ARHNIC 2 B % ¥ RZRBLT 501+ Th 5,
IFN-y 8L O IFN-a fIlIICKIe L TY Y BbE 2T, #—7 y MEE RO RBBIENE 243
%, HWYtRSPE STAT1 54K (AR-STAT1 5E&XKHEME) 1. FEEMHIEEE (NTM)
& AN RTH LT H G 2 TR MR A 2SE (PID) Th 5, BIEE TITHAR T 5 5%
TREGIERE SN TR Y . AL TORE T, BEREIIAH], STATL @507 v U HHE
ZRITDREHEAMERNFEE SN TRY, A > ba U HEROERIC L5 RIEORE T\, A
FEIL, EAER) 72 EEIRYYEIZ £ 0 PRI CRE TH 5 — 7 T, MEMAIaBEIC L 0 ARIAA
RIAOD Z e, RHIRZEREEE RS,

AR TIE, FIE Y A L ASRYE, FEREME NTM BYSE 42 RE L2 B#F 2R\ T, STATI &
BFDA > br RIS 2 EE~T R BRZFIE L A2 REMIT IC S X 2 A e L
77

JEBIE 6 o HAN B, THSITRO T, 11 20H BRCHERENE BCG EYYEICFRER L, 24)
T A TFAEERI~ A 23757 ) 7 BIEYE (MSMD) L2 Mrsn Tz, 2T Y — A
(WES) % b U AN TITUV, AN, BAER ORKHZ STAT1 #is 1 DO~7T BB R (¢.128+2 T>G)
ZEE L2, WERBRHICITE D o7, MRS ) LT CRoW IR EE 72 iE R &k L, PID
DEEHEIE FREA R E LT=Z —45 v FRNA S — 27 =0 2 % FW T2 BAG T IS BURAT & 6 L 7=,
ZORER, BE T STAT1 BIZ FOFRARFBURT M Sz, £UTESNT WES 7—4
AR L& 2 A, AN, BIERORIZ STAT1 EinF~T 18R (c.542-8 A>G) %[AEL
7zo REFIIHEIO WES T CldRE ST LT, A v b BRELTT7 o AZ Y U7l
TR T E L, #—5 v F RNA v—27 = A5, ¢.128+2 T>G, c.542-8
A>G BHIL, £ STAT1 Bl O/ Vv 3, TI V2V 8 DATTA LU TITHBELEE
2D EDNRBRINT, TRNODAT T A ARE T, RI'PCRIETHHEGR SN, S HITHEEAT
@ STAT1 BIEFOFBULTIL, PCRIETHMER INTZ, —HOFERNS, ¥—4 ~ F RNA
VI U ATHRLNIET —H N, BEEREWT =X ThDH I EIIRSNT,

FESNIZ 2 2DA v bu U ERITHHERTH Y  STAT1 OREIC KIE T HEE BGE L 72,
UIAL T 0y MEIZE AT, BERMIM TIL STAT1 % v /37 RERICKELTND D
EDPHIA LT, 618, 7r—0A 8 A MU —ZHW R CD14 Bt HER DT ¢, IFN-y
B L OIFN-a B %5 STAT1 U VLSS DO RIBMNFEH S iz, L EDOREENS | [FE S
NIz 2 OOA » ba UEREITAFELRE LWL, AR-STAT1 EaRPIEL ZWT LT, £DH%D
BRI T, B ITEIE U A VA RYE, FEFEME NTM BYE % SE L7z, NTM RO Y v
NEERTIIWNIER R ZROT, AR-STAT1 522K HEDBWT & G357 2 HkikH & 5 2 72,

WU, [FE L7z STAT1 Z BB A PRI KT THEL BE Lo, KMo CD14 Bk
Bz rBE L. IFN-y 38X OV IFN-a CHIJE%IZ. RNA > —7 =2 R L 5 MFEAES RS BUET



BFEM LTz, FOME, BEHK CD14 BHEHEEKICB W T, STAT1 O X —4 v MEaFRED A
WA FROME T 2788, STAT1 2003 28 GG ML O BEENFEN Sh7z, IC STAT1 2858723 1
HCRME LM AT B A it U7z, B (B  BE#Ro> STAT1 KARJE-EE (STAT1-/-),
B LR E S SV40 RICALHRE AN (SVA0 MRAESFHIN) % M50 U CHRAT L 7=, & Dk H.
B & STAT1-/-H 3K D SV40 fRHELFMIICI VT, STAT1 4 /37 54K, IFN-y B X
O'IFN-a #liIZ 6 2 STAT1 OV BSOS DER PR SNz, E BTNV T M7 viA
T.IFN-y 3 X O IFN-a #ili# F To STAT1 @ DNA #5A 8D K483, ¥ & STAT1-/-D SV40
MRHESEHIIL CRER STz,

ARG T, A v ba VB OEA~T n A A RIZ L D AR-STAT1 524 K HE DAEF] % [F
EL, &R T 6 FRH., AMCBOTIPOREF THY . A > ba U HEROE R CARES
FIE LI RPN OIERI TH o7, & HICAFEIC L Y . WES Eitk O RBWHlcx LT, & —
7y b RNA v — 27 = A7 E OFERENER TR BURIT A BAT 2 2 &, WEERm L350
REMES R ST,



