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STATI coiled—coil domain HrarfEMEfHEMARIC LD
Mendelian susceptibility to mycobacterial diseases DY REMEHT
(Studies on novel heterozygous mutation in coiled—coil domain of S7A7/ in a patient with

Mendelian susceptibility to mycobacterial diseases.)

Mendelian susceptibility to mycobacterial diseases (MSMD) i% Interferon (IFN) —+v

/Interleukin (IL) -12 « IL-23 ¥ 7 I VICEE T 2EADORFIZL D~ A a7 T U T 72 EOMM
FENFAEREIC S BGNEE T 2B TH D, ZOHC STAT1 BRI B2 1 % MSMD
(STAT1-AD-MSMD) 1% 7 R DME LR WIERICH KB TH S, Fhx 1T STATI-AD-MSMD DR
720N coiled—coil domain (CCD) I de novo 7 X/ BpE#aZ A LT-BEZRER L, JHEMITZ
1T-o7-.

BE4#RCl% EBV RSB B flifakk (EBV-LCL), HEK/~ 727 o7 »— MMM, HIRGRRIZ a5 S
T EREADIZERTTIN-y ¥ 7T NVDIER T 2807273, AREFH TILEBV-LCL T IFN-y ¥ 7 F
NORFERBDehoT=, LL, HER/~27 0 77— %M & IRk R S oA i E
HTlE IFN-y & 7 T2 1T B ESIR 2380, BE L OBEMNGER S .

STAT1 CCD \ZIZZ A OB REMETNA BR s S, ORI~ A a7 7 ) TIZ G Y% &
L7eEBIOBENZTEN TV, 22T, VUL STATL IZBIT HERT I ) BRI /[ifE &5
fli L7z & 25, BEMEHFERAR &S ATIARIIRER R DF, ~Aas T ) TRz 2
U 7o B REAEAG R 20 S DA ME P I 28 BT R E DN R T~ 5 2 & DR STz,

FEEIZHZY, REOHNEIR LV OMIINTFEREIZOH GG 2 T, OFREOH
L NFEFE, Q@EEMEE & STATI 2RO, @QFF/IL~T R, [ZOWTEMRH-7-. BEEEHIT
OB L TR N & 7 FAEMEITEF L, £ OMOBYA TS THE, QMIEHF & FEEI
oo T, DN AFEZEIT R OVOEMEREE & OBJEMEIIRIBE SN TWRWD, HEHTREEEZ
H@STAT1 KRR L XN conditional knockout = 7 AI{ERL I LTV DY, HEREESRR L OMEME
PHERZE RO~ T ZIIRIEN T, 1ERIC K IR A ET rTREMER & 5, LEE L. BIED
EEHIEZ L ORMLIIMC 1T 5 STATI BROFE, QEREAORL, @7 V7 7=

P



DAL ZRE, @ BBV-LCL T IP-10 FEE EF-OFER « R LI- 8, ®~su>
7 — Y TLPS & IFN-vy O T ORI ZAT 9 B3, ORGSR O 5L, (ZHOWTER A H - 7.
HEEE IXORE MR LA TIZH B R GER « 7 —Z 1T Ty, @ RIEY U ER{L STATL & H
MYz AT yT 4 TIETHERINTWD, 7T X BIENTIIAT > TWO WIS R % 55T
THTTAIREER L, @ELLHHME - BUKET I VB CHEULTWS, @~vru7y—
VOBRRIK T2 MRE L TW D AREMER H S B Ml TOMHTIEIT o Tl b T AR ORI TR
fii, ®IFN-y & LPS OOFH CTHIEZIEN L b D, O©OSLARHEIL X B Rt o7 — 2 X— 2 %
Mz, VUMb BET 5 L E 2 ) VBMEET AV EZBRA L7208, SO CIIIEEER £ T
JVTREN LV IE CTH U IIEEMR LT RE Thote, LRIZ L. BIEOENER LY O
BCG U >/ Ei R DML - MSMD 25 5 T30 - BEIR T ORWr & Tkt - ¥ O B IR, @EBV-LCL
TOTPRIDFERIZONWT, QH KD EROESE, I[TOWTEMREH 72, HiEE 1ZOBCG
U U BRI TIEAR WS RRFENE BCG STy, FRIZERERITI MSMD 258 < & HBE Ch 5. FEERGT
P P R R PSR & PRI A CRAET 5. BCG U U/ NFiRITRIEE T 1 v A~3 A, FEREMERG
X LAERREED DY, BAFT D IFN-y 7 T VORISR 2T 5. BB IIRE S
PES BIF TR RE B2\, @BESIZ EBV-LCL T STATL U EREAME T L2V 523
LB Y, FEELOER L E 2 BIRFEOMILTOREBREZ DT, @STATI HEREMESRIZ R CHt IL-17F
PUADFEE SN D E, A~ A 27T U 7RG THL IFN-y HUAHIBICE S LTS 2 &b
1To7, LHZELE. EBEOM EZFHE LD, OMutation taster TOAEBREHE S HEIN-Y
s, (QEBV-LCL Cfthod IFN 5 E H O N O ATREME, @JAK & OHAANEM - BMEFRENRD A 1 =
AL, OFIFGEIEMIETOEROEE, GOCCD KA A L OEE], 12OV TEBRH 7=, HiEH I
O7 2V BEROZBEZRE L TEAL L TOREZIMET 5 AT LA THLN, HEDTIE
R TEeholz, @~ 7 v 77—V T IP-10 & IL-12p70 TIIEAEN R Y, ATREMEARIE
ENDBRRMATTH D, OSTATI ENERLEZL B CIEIEEMEAL STATL AERIZ L ZElbd 5 L
IAN=ZALPHERENTEY, ZOIHEMACZEE STATL & JAK ORRMAFET 22 & TA D
= A LNRIACTE D AREMER S D, @ODNA 28 L3 A M ER D A CHERR URRMEZEMIAL 72 & IR i
TIIERSRCY 7 F VO 21T 2 TV 7R, BCCD 1EFEIEM T DNA-binding domain & fE&4 5,
EEIZE LT

AT STAT1-AD-MSMD DJFA & LT, CCD (R DBV ERZE RAZEA L=, $£77,

AR RO BN R DAl REME 2 RIR LTz, A1 0 STAT1-AD-MSMD B35 D2 Wr 2 B 22 1
NifEEh-sE26N05%.

FEEB ML, ZhOOMEEREFML, KEBGRRIZI T 2 HHESCBAL S22 & & ff
HWENEL (E%) OFMEZT5DICHSREREATHLD L HE LR



