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Aicardi—Goutiéres Syndrome is Caused by /FIHI Mutations
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Aicardi-Goutieres SEMERE (AGS) [FFLIEHAZHIE LOHMXAHRIELR CRREElEn;, TAM
AT E) | QEHENAIRAL., @QFHXARRIIERT . (BERHIIaEdE 2, 2 —7 = m o (IFN) -
a FHRE) | @TORCH fEffE/s ETRPEMBYYEDSFEH SR 2 & ZFHE 7588
PERMIE T D, AGS FEE DO—ERIZRHMET Y 7~ h—F A (SLE) 72 D A LA R ESHIE
FRRB 2 A0 DBIDMEET D, ZIVETAGS DRfEE LT, MR EN S35
BGOSR TARIC XV . BFE U TBRny S & — 3Rz A (PRR) |38k S 4,
ZORER TR TN OEEGATUET 5 LW O BT E 2 HIL T,

ABFFETIIAFRT T T o 72 AGS DLEFEFIEICHW N CIRIE Sz, BERE R A R

TN AGS B 3 Flaxtge l LTz, 3 BlaBIASFLITHPSAE O Bk E R TS
HRAHR AT AL, BRENAIR L, B OPREAEZ 2L, D OB G S e o
T2 Z & AGS OHRIEI L5 2 BiT-i, — )5 3B E b SLE ORWHEHEA - X3, 7=
BUERREE & B & Ted o T, FRWNREEF A2kt e Uiz N A =2 V — M &4T
W SBIREID TFITHIEE T de novo ~7 1 I At L AZE8 (p. L372F, p. AM52T, p. RT79H)
ZIRE LTz, ZHHOZEFT dbSNP, HGVD 38 LUWHET —# LW\ o 7o BT —Z _— 2|
BekA RO T, IFIHI 73— K925 MDAS & 2737 [ X " AEH RNA (dsRNA) & U 7 K
ETHHMAENPRR THY . U REDFEAIZE Y MDA 23EHAT 5 Z & TVAVS EHA,
IRF3 U {8 UC 1A TN 8550308 L, 2 OfE S TFN Bt (s 1 (1SGs) DB Tk
WELDHEIND, ZoXTBEREED insilico BTV 7 TlX3 DOERT I ikt
ILMDAS D ATP #5G7R 7> b, dsRNA & DEESHEN, BTS2 MDAS & /X7 & DEEFYREIC
FNEIULIE L, TV ORI~ 7087 CHRABRIEIZE - T\ D Z EDVRIBE S
7o FT- TR BERRE M ERZERD RTqPCR Tl 7 FEFED 1SGs DERFTUEZFRD, Tt
WS D AGS BE DT — X AT DR ThH -7,

IR OIRIRME 2 B35 BTl b X h—~ HISIIaRE Huh7 | ZFTHI cDNA %58
HIFEERL S RO IAVB] & oA DI EIEM ANV 7 =T —B T v A THIELIZE Z A,
SFED AGS FBETL TFIHI VXEFATRY TFTHI W2 U C IIVBI OS5 A2 T S w72, o
A BT REICS ) LT A REREAENT CSLE 72 &0 H Ot b & Byt ST
% p. AY6T ZHIZ L DD LY b5iinoTo, S HITZE MDAS OFIISEMEZ et 57
O, ZIVOER [FIHI % [fihl /> 7 T 0 b~ 0 AREMEEFRI 2R PR S 72D 5 MDAS
KR ) 1 R CTHDRUAIR 7 A VA (EMCV) 2 fe S 11nb 3888 % RTqPCR ThigT L
7o BPAERL TFTHI VX EMCV AEAFRINC Tinb FBA A TUESET-DITKR L, AGS FEFEZERIL Ifnb
T TUE SR o 7o, ZHUIARR B2V L7z SLE B RARAT LA 9%~ T 2D MDAS
p. G821S BEDFER L FJE LIRNEDTH Y | ZHIVHDZEFMAS & /X7 EITY 77 R
EMEDRIN L CUND Z & BB Lz,

AHFFETIT AGS DFHRIERE ST & LT IFIH ZRIE LT-, OB OL7: 59 PRR
DOEEREEISAE I X > TH AGS WAL D Z EDVRE T, 225 MDA & /X7 878 T Y TRN
ZRRIEEAT D FREFICEA L Tld, A% S OROENNETH D LB X b,
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Aicardi-Goutieres SEfBERE (AGS) IFMHEITINZ H OO REe LR ETN A 275
EEMRBTH D, TORBOAREIL T Bla 2 —7 xr 2 (IFN) OEEFEETH Y |
FIPNZER N B0 2 6 FROBEEEIA -2V S5 — T, BFEARBFE SRV VE
BlAHAES Do AWML CIIASTRETIAIC CRIE Sz, BERSEIS TICA R A0
AGS3 FRIZT 7 Y — DT 24T, 3 BRI TFIHI T8 (MDAB) | HTHRGEAIIED~T
B X Ak ABRATE Lz, EAEREORGCIE 3 2253 MDAS Offe HEZE /{7
ITAHE L, BRNEDEMIBICEY 5.2 9 5 ATREMNE 2 Hilc, F7-BEAR ML
ERIZISUNT IFN PR R T- ORI TEARRD, TR TFN isfIEEA Ve SH7z, 285 MDAS
(XML T C IAVBI S5 A TEREIE b S5 —J7, R BT R CToh 5 EMCV FII
BOSHES TRN JERIPERI ISR Y o R I LD LB 2 b, TIvbid Ifihl
PEREAETSAE B Tf 1 SLE BIRIOERI A 7R3~ 7 AORERE & — L, 2% WDAS EHE
DOIEHA ST OB LR U NBICETRER & B 2 bz,

VUL ORI AT L IFTHIZ AGS DTN BB s - & L CIRE L7z, LA EDOES
AGSDIFHEMFDIEIHICEBR L. B CREREIIEICIS T 2 MDASDBE O FE Z %5 5-
TDEIANE, UIpdoT, Amsuddt: (= ) oAimmscs UTUiiED 2 Ho L3E
05,
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