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Simple diagnosis of S7A7I/ gain—of-function alleles in patients with chronic

mucocutaneous candidiasis
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184 7 [E kLB P #E  (Chronic mucocutaneous candidiasis disease, CMCD) I, JZ
&, JI\, DWE, JEERLER E D Candida albicans \Z X 25 NAGME R QR de 2 B L 4 2
RS ARBIECTH D, CMCD OISREIZ, [L-174, IL-17F, IL-22\2fRE XD Th-17 %
EOREEIZE -3 M2 O BTEAR T FEE STV 5, 2011 4, CMCD DA &S D —
DL LT, WRBIESIE STATI ZZBAFEE 41, ABREDY STATL Ol ) bR EIER
D NS STz, RFETIE, HARD 4 5% 2 BEHIO CMCD B I2W\ T, ikl 3
BRZGte 6 FRIHD STATI ~7 v ##EWARZFE L, STATI OFEREMRHT KUY STATL U &~
FRALARMT & F O T Gl RS Wik & e Nr LT,

KIRIZBT 5 5 FFH 5 WG, 31 17 4 0 OMCD B 12O T STATL LR 24T\, 4
F5 2 BRWI, B 104D CMCD BBEIZHB\WTC, Fifl 3 AR A& 6 fED STATI ~7T v
AVEZEE (L354M, P329L, M390T, M202V, A267V, R274Q) #[EEL7-, ZhbDERITT
~ T STAT1 @ Coiled—coil domain ZTXDNA binding domain ([ZHEH LT /=,  STATL I%
IFN-a /B KO IEN-y O3 7 FRZBICEEREE 2 R TERGKFTH Y, IFN-y Ol
HMC, U k&I homodimer (gamma—activating factor, GAF) ZJEECT 5. GAF IIEN
~F{TH, gamma—activation site (GAS) BEFIZHEA L, ~A aXJ T ) oA RF LT
2 AR N A 3T 2 RGP N R i RO R B A 8T 5, STATL null




osteosarcoma cell ~0 STATI 78 BB n1 DOiEtI BB EER NS, BIa LR E2H T 5 STAT1
DY T F IR INETRB ARG L, TFN-y BIBUTKR U, STATI 28 Ba8An 1 F B e
TIXEF =2y hr—{Zih L, STATL U Rt 7 & TNT GAF @ DNA F5&REDHENNH3FE
HHITE, £z, M390T LIShD 5 FEHD STATI ZAEAMLIZ BT, IFN-y 12X 2 HER
GAS BRBIEMEDTLHEA RO T, —J7, IFN-a 12%7 % interferon-stimulated response
element BRGIEMEIX, STATI ZRBAFRIMIZBWTER 2 b —/LZH LRED
BN A fERR L7203, AR ZEITFED DR o 7o, S HITM390T & UNR274Q DA ¥ % ¢, D STATI
BT RBMIRICI T, GAS EREIEME OB E O IFN-y fE T RO LN, =
O BREREEARY STATI 2850 % TFN- v BT R L STATI ORERETLEL 763 2 &8
AERA S vz,

WIZRMIMBEAZEK (PBUNC) ZHWT, Fru U UE{bFRZEA], staurosporine f£1E F
T, STATI OV VR LM OB U > F2{EEE % Immunoblot 3 CHifY L7z, HFE PBMNC CTl3RH
VOIRRE T, EF a2 ha— L TIERBH LR Wh 572 STATL OV U EED RS S v7e,
F 72 IFN-y IR LT, B S ER EBE ISR 95 STATL @ U VIR TTHED RO BTz,
STATI ZE 512 X % CMCD |35 PBMNC (24 5405 STATL Ol Y bl E 2N L, STATI i
In TS D PBUNC Z HW /e flow cytometry (2 X D2 2WiE iAo, 14 HDIEH =
Fr—/L & 10 A CMCD 3 DRI I % IFN-y T 15 43 #li## staurosporine 1F1E F TH
L, CD4 BRIz IT 5 U 24k STAT1 @ mean fluorescence intensity (MFI) f&%
Fe#E L7-, CMCD FRERETIE, staurosporine fEH# D CD14 BEMEMIRLD U L ER{L STATI O
MFI 1L, EfF =y ha—A Rtk L, AREICEETH -7,

FEREMEIS: STATI 78 5 OMCD DR BEIT STATL DL Y B LIEEFEIC L 5 U VB LT IC L 5
HDTH Y, staurosporine Z U 7= flow cytometry TO STAT1 U U E{bAEMTIX, “STATL
B OMCD OBl & L CHARTEEEZ b,

PLEDOFERN S, ARFH30E OMCD O BB D OE D TH D STATI DFMERO[FE &
BEREMEAT 21T\, STATI FL% OMCD ORI J7ik % Bigs Uic 2 & CIRB MR AE O
D EIREOMHORIBIZETH L RTHD, Lo CEEZEAZBERAIL, KRN
EHICHL (B O ERGT I MiEld 2 b0 Bz,




