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L — TAE, BEICLoTHER SN, &
4% & HEELTHRAL LD, BERICR
{1 7 o T AT W A TR, AURERD SIS TH
7. Wi #0Cld chilblain lupus 2 lupus pernio
Ny, MENEMT) T b—TAD1HYT
BHoHOWH L, BEEEMTLYIA F=2 20U
AT R L, MM ENSNA, |/
Lo TRIEMIC A U A RERAS, FIETERRR
)-— 7 7 (familial chilblain lupus : FCL) & &
WCWihs, BIRE(ETFERFEESNL L, [
BEOFEIR & 0 5 BIEMEE CREERETH L T
HWF A - T 4 T VEREDE (Aicardi-Goutiéres
syndrome ; AGS) % 7L} 5&iE STING [' 1 Jif 4
% (STING-associated vasculopathy with onset in

infancy ; SAVI) k #@DERTHLH LA L
et IALOEBZVTRY, MEAT
RO H PRI D RETIIERER
5, 184 »#—7 =10 (interferon ; IFN) &
DREEHALICL > THRIET S,

M EH O RAESRB R R R EE P LS
H L, Shodilgy—7A% 875 ECRAENE
i B A A O R E MU R Y — 7 A (autoinflam-
matory chilblain lupus ; AiCL) & LT X & ®
fov, REETE, FOWE L %D IRIIFNIDED
ERED O EHT S

iRaRER R R

DNA % RNA % EOR;IE, 74 VAT LD
¥4 2 % Fil s B #3 3 © PAMPs (pathogen-as-
sociated molecular patterns) Téhh & L H1Z, ¥

F®1 MRAZEEREE

Triv- | Sk W AR
| TLR3 dsRNA
, TLR? e, | sSRNA
FLis TLRS T2 EIh RNA
TLR9 - i A J 3F 24114k CpG-DNA
RIG oo |53 2 B dSRNA
RIRs  lypas  [WBR Tgagna
cGAS . dsDNA
" | ,( tr-lr
OLRs OAS | #lfR 5 F dsRNI\ B B
AIM2 | dsDNA
& 59 K
ALRS | 1py)6 ([FNyinducible protein 16) | 1O | dsDNA
zofe | DAl AT | dsDNA B

* Autoinflammatory chilblain lupus.
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R 3% W

|
éa

SAMHD1
5 dNTP &%l)
| | TREX1 l RNASEH2(ABC)

dsDNA) DNA RNA dsRN
|
dsDNW dsF!NA

[ MDAS |

rRIGI

/

| |
} B IFNo/f |

ADAR

.IFNU./ 3 '

IENAR1R @ IFNAR2 }
[ ((Tvke " JAKT | ‘\‘ |
l ISGF3 |

((stat | starz

[ ] |

ISGs

M1 RN S LR E BRI HHC & 2 IR

i 12 iR o 7 BT S AR TR LA Bl E T b .

A== Py oA A Ak % ¢ DAMPs (dam-
age-associated molecular patterns) Thdh b,
FOMPAZTEEE LTI, T2 FY—LIHF
{4 4 Toll #5275 14 (toll-like receptors ; TLRs)
L, RS EE T A RIGT#R5 % R (RIG-I-
like receptors ; RLRs) 2«74 b DO TH LD,
0AS (oligoadenylate synthase) Ht:7 > 4 &
¥ ¥ x — %27k (OAS-like receptors ; OLRs) %
AIM2 (absent in melanoma 2) &5 & (& (AIM2-
like receptors ; ALRs), DAI(DNA-dependent
activator of IFN regulatory factors) 7 &% il ¥
NTRRRSEER E LT < (R1)2.

RLR 1212 RIG-I{retinoic acid-inducible gene-
[) & MDA5 (melanoma differentiation-associated
gene ’5) ﬁ'c'fb/:: 25, FNFNSEFEY 7 ARSI (ds)

RNA m. t!l&. L'C?!I U ﬂ_.’% /d c‘: 3\ %‘ o }\.— IJ 7
FHiE L Mﬁ¢é79/9—%?f$ Mmm
‘-.mltochondna} antiviral signaling) * 7 L T

TBKI1 (TRATF family member-associated NF-KB
activator-binding kinase 1) 25iFPE{L L, ) ik

{k 27 IRF3(IFN regulatory factor 3) 2L
B47 L 1M IFN OG5 % iF84 5 (B 1)2%,

OLR }213 cGAS (cGMP-AMP synthase) & OAS
MHHh, FFdsDNA & dsRNA = oAby
A, cGASH dsDNA % il L TiitE(b v 4 &
ATP ¥ GTP # & cGAMP(cGMP-AMP) % bk
+24. cGAMPH Dy FAvbriv—bis
T, MK FICRETAT Y 7Y — T Thsb
STING (stimulator of interferon genes) # /- LT
oNJETTBKI A Gt b L, U b ahse
IRF3 2584 P92 84T L IBIIFN Ofrs & 584 %
(B01).

|5 IFN

IEN (&, [ 774 )V A ¥ (interference) R -] &
LCEB SR EDLBITHNLHOT, T
WA b AR e U S D R A o 0. TR, I
MO o3o RS, IRIZIEIFNa 13
fii & IFNP, IFNS, IFNg, IFNk, IFNt, [FNo,
[FNE MBIk L, TEIZIFNy D&, TR
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IFNA 4 fli3 26 4 4. T IFNy 2 £12 Thl
M2 eietke 84, w2077 —J0iE ki Y
ThlGE T EEL B+ R Tol6 L, B0
IFNo/Bid v 2380~ ra7y — 3, #i
FAINE, AT, B s ST

HE A €0 0 1 200, SR 4 VA - BUNEE R
% Ffo.

IRIIFN @3¢ BUZ IRFIZ L » THllf 20 %
A5, ¥ ICIRF3 L IRF7T A EDFHICHEETH
A SIS THIFN wivh, s
i IFNo 2 RITHE & LT HERE & R4 297,
[FNo 27413 IFNARL & IFNAR2 @O~7 o i
Kt ), ENFNOHNLAEE T ¥ 5 —
9 - Tad A TYK2 (tyrosine kinase 2) £ JAK1
{Janus kinase 1) 2%#549 5 (B1). [HMIFNA*
SHEEIHETHE, TOMENEELBE Y
#) LT A B L - TiFHMALL, IFNa %
lROMBAHEICH D F oL kYY) R
ft3%. ZOIFNaSEFREAEEIZL-T, Mg
T{1%¢) STAT1 (signal transducer and activator of
transcription 1) & STAT2 %% Yk adt, &5
IZIRF9 = 54 L, ISGF3(IFN-stimulated gene
factor 3) L IHIN A B ER LR TH, s
Bl A->TIEER & LTl %, 8FSE4IFN
fill ¥ {7~ (IFN-stimulated genes ; ISGs) % i
WL, R AN A - GRS 5. £
Oz, IRF = STAT @134, MDAS % cGAS
&N, EOT 4 —Fosy 2 emdy,

| BY |FN E28E

Gyt ) 77 b — 5 A (SLE) O B 1
WMIEFAGS®FCLET 2 Y, BT HIHEL
LTISGSs EEAEDRFE TN A ONLI O Y,
2011 242 Crow 1 T B IFN IE 2% 5 0 Fe8 i 1
Lh VB ZOMBAEZIILD, FiLvwhTd
V=R E & LT [T IFN 845 4E (type |
interferonopathy) | &) & fE L725, &
D%, SAVI 7 & 7o % i Bl B8 D
T2l L2, g - EHEEERENESR Fo 7o
7T — A MG SETEREMEERE (proteasome-
associated autoinflammatory syndromes ;
PRAASs) %* ADA2 &3 (deficiency of adenos-
ine deaminase 2 ; DADA2) b &{r, KE%AT

3.475

T =M LTS 20 ik - IERHERRED
PEf [ & 503 58 aBuE ] &l sk
JNZEIER RIS RIS L v AT, B O HETENE
#5464 (autoinflammatory lipoatrophy ; AiL)
icF o Twad Y, biAil, COVID-toe &
LTHISNS, SARS-CoV-2 7 4 W ALY L A
HUEREE D, RNAY A LAY L2 TR IFN
REAEL LTHMTAIENTES., B, AKX
DRBWORFERB L LD, IFNADT L
FRAEAR O W % fT L7245 R, IFN A 07 il
T IHIIFN S5 EBH ICHUEIAEIIZ <
AN EMESNTVESY,

IHINF 1 - 571 I—IVEIREE (AGS)

1. 8% - &5

Aicardi & Goutiéres (2 & =T, 1984 £ #)
(2 SN EME R ERE T D, AiEE
R BAERAE - BERRE e FR e 59 I8
N I e AYEE b LS 57 TORCH (Toxoplasma,
others, rubella, CMV, HSV)JEfilfo —2>Th
b, FEEA, NTIURE RIS & & fEA R
PEY S LB A, INFTIC MM OEEMER
Fhm e, FNENAGSLII LTINS, ¥
O MR IRE 1L o TIHIIFN REA A
JUET 2 ERBOARE L EZ OGN, HORIE
P18 [FN REFEORFETH S 0w,

2. ® %

R TEHEH DG SNTWAD, RETIE
20z L ahA W, 27, B EhnwIE R
WHZIE T A 60, WIS RBETOERER 2 25
HAHLEZLNTWD,

3. BEFRER - REMR

WA A E AP B RS E R FLR T e &
TRIETAH [RIER ] 13 EEOMH20%RETH
%, FOWEOIIINE, FFEEH LA Ml
WA nEEgy, BB E RS, —T7, B
M2 FEEBEY R, £HR4ADVAEICSH
i, ek, BIT, EEOEIR ETRET S
(I | S R0 T70% % &, LEIETO
TEAEIX 10%RRREE SND

e, YA M7, EITHEO/NERAE, R
LT, O, DURRREE, FEmE L s E ST
IR %GR, WAEDZ S8, it (3R
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3:476 RRE $53% B4
F2 EHIEIFNBRE
- Bk FEHEl (RS (HGNC & &R )b & OMIM i) v a3y e Wz
TREX1 3’ REPAIR EXONUCLEASE 1 _ [35'DNATEVRILT—¥ | - B
RNASEHZB | RIBONUCLEASE Hz, SUBUNIT B _ .
RNASEHZC | RIBONUCLEASE H2, SUBUNIT C il b S g
'RNASEHZ2A | RIBONUCLEASE H2, SUBUNIT A )
3 LEYRILT —E-
SAMDOMAIN-AND HD DOMAIN- o JRh B
o |SAMHDI \ coNTAINING PROTEIN 1 [NTP b U k274 ko %%
LHANT 4 - T4 | =4
T AR (AGS) ADENOSINE DEAMINASE, RNA-| I .
ADAR SPREIIT RNA T Y T = x'r:j'f : 1?.
| INTERFERON-INDUCED HELICASE C i ™
i DOMAIN-CONTAINING PROTEIN 1 , Mbas ake
U7 SMALL NUCLEAR RNA-ASSOCIATED | "
LSMI1 PROTEIN _bm ﬁE S AV PAC A ] e
RNU7-1 RNA, U7 SMALL NUCLEAR, 1 M:l*]-ﬂ&ﬁ_—_f: RNA wh
BEREREE W] . . ot |
R (RVCL) TREX1 3" REPAIR EXONUCLEASE 1 | 3.5 DNA L& /;c_ %, : LV iri o
L% % 4 STING BY STIMULATOR OFINTERFERON " 5
i sav) | ST™NGT | RESPONSE cGAMPINTERACTOR 1| V1 1NC .
| TREX1 3’ REPAIR EXONUCLEASE I F3-5 DNALEYR 7 L7 —4 |
'-} EXFYRFLT—H-
T SAM DOMAIN-AND HD DOMAIN-| e
R Y — - ViR A7 % SRRt
)_mi‘ﬂ,rmm,m 7 SAMHD 1 CONTAINING PROTEIN 1 clNTP kYR A v K T {5
# (FCL) B 7% .
; STIMULATOR OFINTERFERON; il
B STINGL | ppSPONSE cGAMP INTERACTOR 1 =N iR
TREX1 |3’ REPAIR EXONUCLEASE 1 3.5 DNALF VX7 L7—¥ | BT
RNASEHZ2A- e 'RNA SDNANA 7Y 2 F|
¥ | RIBONUCLEASE H2A-C RNA % 7 L7 — % 1
| lACIDPHOSPHATASE, TYPES, | o
iz i 2k
ACF5 K TERTRATE-RESISTANT ] ﬁ ERAT T ¥ —F %4 ﬂ._
/a # = k- K -1
WL U TN hNASE T | DEOXYRIBONUCLEASE 1 DNAZy FrpLT— | PEFH
FA (suz> |
DNASEIL3 | DEOXYRIBONUCLEASE 1-LIKE 3 DNALY FXZLT7—¥  |#%
]' v 1
| CIQA-C | COMPLEMENT COMPONENT 1QA-C | W45 1q ooy | ?' 11 ’:ﬂ‘
c1 COMPLEMENT COMPONENT 4 AR 4 e 5 i
— — —— — - BN —— —_— — f
Y EEYE INTERFERON-INDUCED HELICASE C| |
LA
o || pOMAINCONTAINING PROTEIN T | MO0 L
(SingletomMerton| .. ID-INDUCIBLE GENE | RIG -
syndrome | sms) | RI IA RELINGIC ALD: CENE: i "
GBI Sl e | |
T M ik A 5% 12 B A |
(spondyloenchon- ACIDPHOSPHATASE, TYPE &, s e i [ s
deodiaglasis with|Toe0 TERTRATE-RESISTANT Rt A7 7 e
immune dysregula-
tion ; SPENCDD) | o |
1SG15 it |ISG15 ' UBIQUITIN-LIKE MODIFIER ISG15 LEFF BT T3
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USPIS /i |USPI8 | UBIQUITIN SPECIFIC PROTEASE 18
PSMBS | PROTEASOME SUBUNIT BETA-1 TYPES L 77
| PSMA3 | PROTEASOME SUBUNIT ALPHA-TYPE A ECE 7’-- Far#72= |

Wik - PEHAERREE / | pSpBg PR()TFA.SOML‘ SUBUNIT BETA-TYPE 4 m—f =i 57 H7azy b
e e | J7a=v b W5
Lok e L ponBe PROTEASOME SUBUNIT BETA-TYPE 9 7n, F—Ehlit 7= b | %

Bl 924 T e T —

(PRAASs) | PSMB10 PROTEASOME SUBUNIT BE m TYPE 10 | A R ¥ L
PSMG2 PROTEASOME ASSEMBLY CHAPFRONI‘Z FOFT— EAML v Ry | B —
POMP PROTEASOME MATURA_’_T_I()N PRO?I‘[N i HF7—EEHRrrRny | i

a2

s i gt A .

i S i e o

POt ———

ADA2 ’L-H’l#ﬂ b ooy o 2w e . o
e 2 ¥ T | 750 i S o | gy
(DADA2) :ADA.., J‘AD[ TNOSINE DEAMINASE 2 ks T 7T —-t | %

@12 IHNF 1 - 7741——»?’“&%/5&5&&«1&1&» 720)&?1"1

a:36EmM (7). Mm - TR l NHEEER & 450 - B oduiRitE S - 20, RICODHEATEH. TR
MERBETHIEL, "?1_ —N— s PN AFx ii’i ‘_VJG')!‘JI C7 L M= R, AR EERS - KR E R LS

D, b:T3MBE(R). 8- Ho - i m{ba k) dE %"J,u,_ui’a')/.) 54 i I L 2 R IE L,EIHMR»-'-'}'?"\"
TA L BB ii’d’flﬁfﬁfi"rmruﬁ‘ N2 {.llf\ﬁ_, x.,.ﬂ&')-i‘. RF-b b2 TREXT IiAT OB SN ER LRI,
(ks L h 5z

SEFOEEAIM L TWA. T/, FEEITTVWR L5k s, IFNoldiif s LA§
AEBHD, —15, AGSERDH3I~4TIZHL EHE VDT, B ETIRR (, FOHMEHE
W5 HHE % (R2) 23 Lo, RIS l“] T5HE0 G, MR R E ST A S
"—“—F]’H FROBE, BERRLLORIE, SEMERAE, W }uf“l isOREBELy FTAD HEIHERS

"b‘& b"

7, AR E R EOEHED A SN D, HUE T3,

BRRZI% 1350, "I\ B SR AE L, I A e S8 O A S A%, A BICHRR
Ha ﬁHéL AFIZEALT S, B 7 b D137 £, PR m'iﬁ‘quNA{rLf%‘L«')
BRI BT A IFNg w477 2@ L5 dsDNAHI % EDi% (J’*hﬁlfn FOIEn, K
AV IR 7 wrl,L, *H AN, MEOFHBTIERILT R MLIE L E 707 v e, fL 4 < B
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#}|3 IAHNF«

=
e
=
W
o
b
N-N
g

- 5 4 T VEBREODE R

Definite, probable & 4§t &4 % .
A, FER

O AR (B EIE, 68T, AT NEEE, ToilA)

@ FFEYVIEIR (A #, JFIE, SEsteRinzs)

B. HiAri R
O B (7 ~ o0 LIHE B L)

7 ) BT e N 4 (WBC=5/mm?, 5l id) o7 Tkigefn)

AVBliih A > 7 —7 200 0 A (>61U/ml)

Y ) BlEE R ot 7T ) MRS E D Ay b 7RG D)
@ W{LHATAT R - PR IRAL Onigiz & 2 R0k 2Bk <)

C. M{FFiRae

TREX1, RNASEH2B, RNASEH2C, RNASEH2A, SAMHDI, ADAR, IFIH1% O # 5 H

J?If_ F-OWGIA IR B MR A
<EBHohTaTN—>

Definite : AG’) O+BOBLUFBD+COVTFRLHEHiTo0

Probable :

DA®1HH +B@+ChunwiFhdh i/ dbo

(2 ADD+BD B LUBD i/t 4d

<BEHE>

W | ho B oM s, o RGN T IME 8, BT AE, U T - BN

.‘Jl. CMV - Jii% -

AT T A B AOLAA - HIV & G b 2R 7 JE v s e, PR
xf'tt:#hfﬁ;i}:?é_.'+' iy 15 (LI - R ETIR B2 RIS,

B LA, FIRIRBEREIR T o1 > A AR
FRIRZE b HE SN Twd,

Baen A R & LCid, sam ARk, SE%
W, KIREEH O 3 S A & S, R
A, EHENGIRICIZIZIZLE T, MK %
o, BESLMEEBCbALNE, LiEE
Mimrodoitd 2 LH% {, TORCH fEES & D
EAASLEE L e BAY, BAERICENTHMIC RS
ZEkbdh, FEESUETHLH, AERWL 45
D 3L EDBE IS, s E RS
iﬁll;ﬁﬁi's‘é& FI2, MRIO T2 s i@ Coifg 5 2 2

LM ”&’)Za KIS 9L LB H
f_ﬁ,é'.d/), FEEMEE LT AL ENA.

4. B W

HERIEE LBV T, RIDBUERLIZNEY,
WEEREAR - BAHAT L - AT R - SR T
TBROTTH Y, TORCH IE R LA B
O S e B e EHRAL T & 72 b D & FEE (defi-
nite), +'|fl.|";’t4}\é: MESMER OV - Wi{ERT
R BB, &5V RFREEIR - b
f;’gp)rﬁ BT B 0 T, TORCH i {5 8 % it
OEHCAESERLR EDBRNTELL DT BEW
(probable) i & 5%,

5. ™A - HwE

ZALE CLZ 9l oo 9 M T (TREX,

RNASEH2B, RNASEH2C, RNASEHZ2A,
SAMHDI1, ADAR, IFIHI, LSM11, RNU7?-
1) ASEGE 2, FFIAGSI9 DN & sh
5(&1). AGSTUMZHHBERTH LA
AGS1 &£ AGS6 D —IBIZEREEMNTH L 2 &A°
HIGILA,

TREX1(3 REPAIR EXONUCLEASE 1)
{235 DNAXF v 72 LT —X, RNASEH2
(RIBONUCLEASE H2) (I RNADNA /v 1
71w FRNAX 7 L7 —€, SAMHDI(SAM
DOMAIN AND HD DOMAIN-CONTAINING
PROTEIN 133" =% X7 L 7—HL dNTP
NhA74+k Fad—+, ADAR(ADENOSINE
DEAMINASE, RNA-SPECIFIC) I RNA 7 7
T yFET IF—EEEERD, TR B
f‘tf"h‘#: bbb, FhbHORERERE *"Fe.‘f‘i iz

S THIBIMIZ DNA % RNA D3 EHET 4
JZ b, cGMP-AMP & 1 8% 3 (cyclic GMI’-AMP
synthase ; ¢cGAS) # {7 fb L, STING (stimula-
tor of [FN-inducing genes) % 47 L T I IFN i
gy ¥ A, — 4, IFIHI(INTERFERON-
INDUCEDHELICASECDOMAIN -
CONTAINING PROTEIN 1)iZ dsRNA O#ilaA

Ly —ChHhHMDAS FI—FTHIEDNSL, €
OEREME SRR IZ L D dsRNAIBE ¥ 71
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HAHET S, Thbb, WIS BERICE LY
Frofikick ), EERTOIRF %24 LTI
IFN DFEENTOET A Z EXMB L EIHNS
(E1).

35, RNU7-1(RNA, U7 SMALL NUCLEAR,
I) 3, LSM11{U7 SMALL NUCLEAR RNA-
ASSOCIATED PROTEIN) 7¢ & & U7 snRNP
(small nuclear ribonucleoprotein) #4-{k % A
L, BIBUKTEE e A P> DT L mRNAD S A7
V=T TaL s L TR BN, I
DBET-DOBEERERERICL > TrOwF
DY) o H—tARbrDOIEFEREHIRTEEST
b, cGAS DA 2t L STING #E# % 7 L T
BIFN o 7L hish+ 5 9,

2502, NEREOHEE T TAH - 24
ENBAHNZALELT, LEOMF AR Y
OWEGHIEHENTWSE, ¥/ 4oL o}
F ARV PLES SN/ mRNA L & IS,
HEna— F4 5 UiEEHEICL->TERSN
7:ssDNA % RNA : DNA/A 7Y » F7%5, g
WM TEFNFINADAR, TREX] & SAMHDI1,
RNaseH2 2 & > THRB &b V. HEE, TREXI
BRIPS N & b S22 AN IS BV T,
¥ ILD20% % EHBL ML AR TH
5 LINE1 (long interspersed element 1) 5% L
ISGs DEEBHTLHET B LHTRENTVE W,

AGSHBEDWNTIEEILTA MDY A PHF
IFNa ZMEAETA I ENRENTE L, £
B ARILCHERE R &ALT NS, K
BRI BVTh, &M EAT S IFNa b
THRZiFtE L L&EEERTH L EGIC, BA
MErwEtflLcachksEETLEEILN
AW,

6. ® E

(1)AGS1(OMIM # 225750) : TREX1 252k
B, BETIZAGS2 IR WT2HBILE L, B
TIIREOKRUTHS. KR TEANTOHEESNE
BRIZE BT 7 KR BERREEOERARL VD
AU & S, (RHINEEY A 712X BER S
ENTwE, HAEEEIOEREOMBEREE
LIE3A <, BRHE LTMEmaaT
ERHEMHL . —F, BEREROES TR
HIEREIENATICE ALND I EDRE SN

3:479

TwWh. YT 77 b—FADBUTEHE %
ML RESNTEY, BOERERBLOMN
MPEASRV E E 2 HIB. TREXIZERIZAGS D
{34, FCL % retinal vasculopathy with cerebral
leukodystrophy (RVCL) DR B £ ;R § 2 &'
B, ¥7:SLE DB T & LTHHE
ENTV5b,

(2)AGS2(OMIM#610181) : RNASEH2B %
RiZE A, BREATER O SVWHRHETH LD, FF
TOREIS R, BRIV L, ER1ED
PUCRIET S BREAHIF L O L. WD
MIEFEIR 2 2T 2BHL VA, BIEM L |E S
nTna,

(3)AGS3(OMIM# 610329) : RNASEH2C %2
RiZLs, BRRTHIPEELSDLLIND
2, BETOREF TR0,

(4)AGS4 (OMIM# 610333) . RNASEH2A %
RIZED. BRTORBTY JEELEV. 13
IZEPIA R VAERDPFICSREE L, TEOMEE
WERET S, LLLDORNASEH2A-CDOERD,
SLE O#BREHMET & LTHRE STV,

(5)AGS5(OMIM# 612952) . SAMHDI1 % #
L&D, BRRTIHIFME S0b L 3N, KT
H2HHEICH VI THS. EEOMBIEIRE
24 BHHE , WAKILFREE %45 ER S
L SNTVAEDYS, BENORE LSS, KT
YU E o HENEENALNS, £
I Fe b —=FRARL =L U ERREE S
Bty s EMbMES TS, ACREREL
OBEHEAT IV E E XL 5N S, SAMHDIZER D
FCLOWRARTIENH .

(6)AGS6 (OMIM # 615010) : ADARZERIZ X
3. BRETIET7% 2505 E 8N, ~NTOESH
TR L BIRREH P EHR R 0 ES b #il &
NTWwa, BRERIEEFIHUTED %2, 38LE
OIEGNZ 1R RIEST S, BEETTRER
@ E RTIEMNNS , BEM L RESLTY
5. HUERUES P RO HEMIIP LV, ADAR
TROAFOHESIZ L > T U5 EMN 0
o #: 5 5E (dyschromatosis symmetrica heredi-
taria ; DSH) DFRIZHE L7, AGSEDSH & &
i L7 HE DA F A 6 i & 41, DSH AAGS6
DET IT NI OB MHEIRTDH 5 7LD

24
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MESNTVAE W, DSH % OR8N iE
b, IBIIFN 88 E 2 H 8 & LB O REMRE
D JHEEAH B

(7)AGS7{OMIMZ 615846) : IFTHI % ¥ |2
LA, homil &8, &gttt
L. PRI 2RIFRRE X A {, #93W O5E )
PR IZ 8T %, e E ClR R g%
ARTHEM A, BREM AR D Vil & s
B, BOHGHET YRR TR 98 & & B D BERG A1
52 W 5% 95 (ADM) 12 3\ THL MDAS Hu kA% B
TAHIEHHMENTEY, IRIIFN BHEELOM
MATRIE STV A,

(8) AGSS(OMIM £ 619486) : LSMI1%:%12 k
L. BB g Ul F Ay 2 A 24560 &
OISHH R S B L VAL E L, TEED
R L MAEROEICL D 2B THEL
fo. KMEEFZEZECHEHBENAKILL VAN
IR L EVR, AR IS UBAYE & R THEE CIRAE O
#Hixm L, IINAITOLERZHTHRO.

(9)AGS9(OMIM# 619487) : RNU7-1 % |2
LB, PRI SR F o e A LRk
JA DT, MRS, F DR A S
5. Bz Rotlbdhaat, 11EALDBE LS
AR A .

7.8 B

Sy Uicigiadd s (O, WEEICE S S,
[FNo & 7+ V%02 5 BT JAK BN S
i, ARHELRE SRTWwA W, F, MR
) RNA DEELICHS T 5 WinERE R HEH D
b MfFshTwa W,

HIERB I LTI, dUBICHELTATOA
RALE R A HLERA O PR e AT NS S, &
HBAIIRERNTH S,

8. ¥ i&

SRR L, WA A s TEIE O MR IR R0 56
EEEE LY, EeTRIEEN. LEEE, &
EFIOMESMZTBY, MUEREHOM—
FRNTHEFEESFREIEMIMES LT
5 (E2)w,

FLIZFRAE STING BIEME X (SAVI)

1. & - &
STING iz, DNA™ 4 L AR EIZ 4 A 1

T §53% 45

BYIFN BE4 2 & o — i & LT,
2009 EIZFE SN TTHS. 20144612, %
mEbL L EaEoRIEL &b IZE M MR
B SEVER R & BAE L2 GIER 2B\ T,
STING # = — K9 4 STING1(STIMULATOR
OF INTERFERON RESPONSE cGAMP
INTERACTOR 1) D FEHESES B 22 BLATR] 5 S
= kb, g S HEB(OMIMY 615934)
T B 120 AGS L ATHC &5 EMETHIFN
REEDNRETH 5.

2. & ¥

HRTFRZIVENZEFRESATHS
D5, RIBTIRE LGOI TH L2,

3. RRERIELL - BERTR

t A 12 8 0 [ LAPAL LS R R E AR & N 2R L2
TRIETSH. L DIEFNFEIR LD A, Ml
RDEBMAMIZEFETTHL. WEEBRENISME
MMM AR ST AL b H DAY, %
B 2 SIS B A, el ICALRE
L, ZORY I REH A L Rk
Wi l2 b SRIERe HHE - BRI 2 R, RO KIARIE
R RS . KRR LRICHINEREE TS
StbdhhH, ¥—FRaAV—TNBLHETL
&, BAEORERRBOHEE LA LND .

F 72, FLIE A S [ R g R IR HE A T 58
HE L, MBREAR T 45, WECTIZBWTT
N HF AT CORERE WP IZERY, BHL
82752k bH5,

PR AR R A9 1203, B O A T T 42 A
g FhERe) v 3RO 7 1 7)) ik
%384, STING &, Fh§ Tl 312 mAE PRzl
Motz %Bl+ 5 2 &6, STING OEH AL
A L P R IR 0 i 1 (L A5 O L e
hhl#EzohDL, —K, TXighT e s
D ENEELAL, TSR Y Lo EREE & R O
RRAEL % 300, BT 5 LBk 1 B Ml
T b, STING X, Nl Tl 2 BN 1R % &0
1, Mifiwrza7 7y —JICBBT5Z LAWY
TAHEEZLNS,

4. B W

R 5 TR 2 A2 M LA IR S LTV,
HLRI Y 7 BB MRS SE D S F 1 9 BE Ry L IR
I2TEEVY, STINGI B{ZEFI1 B ME R 2 a8
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HIUTTEET 5.

5. f&RE - A"k

STING (2 4 R LB & 82T, 20V >
5~8 DFEIEA cGAMP #i & 12rbDH . SAVIT
AENBHERIZZ OIS L T FOHRGITDH
D, BIZSTING A7 ik # ¥ % 6L o0k
fedy vt AR T Y 2o — O
BT S, Lo T, FNLOER,
STING O AR & ZEfb s en I Lild»
T, IBIFN OEE* Nl 845 L EZL LN,

6. iR B

fesr LGl ew., AFOA4 F%iELY
H AT SaE - AR, a7 LdnTih
LA A VISIREN AR LR, =¥+
T, A INRLT, THEFYF, PUX
=T, YR T, N LT DR
WAL > TOFEH LTV ARV, FEE
il S L2 LA O W R R A 1T - T MR T
Hotb®WHEhTWwA, —F, L4 JAK1/2
LI DF T OLFAEE SNTED,
S R RSIfE s s 7,

7. ¥ 1%

% { DIEBNE R 8 T TITRAE L, FUHIZE
DI EIZ A0 Lz RO Ltk Kol
W P e, WA 28 R0 SRAE PR G %2 % L O R
I A D R 10 A TIEL LACHERL AT
M S TvD T, 3R 20 5 LA IZ %
fiE L, 60 AR R0 80 Al & THAF L Tvr 5 S /e
HLEEshTwD, KW LSO &HFHE &
LT, EEVEASEMEYERT 98 & BBt 9 - Gt &
& LIERIDS LT oG S Twb.

iR RER/IL— 7 X (FCL)

Al L7z X 4z, aiEkLy— 7 A (chilblain lu-
pus) 12z g ) 7V b —=FAD—DTHN, &5
P ) Fv b=FAOKEBIERDZ L b H S,
FhElE, WU RIS RIET 200 %
FCL &5, THIFN 88 CTdhH Z EAYEM S
T X729, W, RIS ET-2E%E S, AGS
RSAVID VIR L b FE 26N TVD.

B E LT, AGS1 DN TdhAH TREXI (Chil-
blain lupus 1. OMIM# 610448), AGS5 O i
K Td A SAMHDI (Chilblain lupus 2 . OMIM

31481

#614415), SAVI D [KH Td B STINGI G151
D~FOESHERSFEE SR TYS. AGSIS
S ALS PRELAE IR 22 SAVI (2 5 3L % JilifiE ik % 32
WM WI LR ET 5, TREXT AR T2
B %R, AGS E FCLOBEHE N %05
flh MG SNTEY, MEICEENTIWEH
zohs (HE2)®,

HbH YIS

AGS, SAVI, FCL % (a2, T8I IFN fR%HE &
P45 HOKEMER L — T ATV TR L
72, BOREMEIRIFN B4 &, Hlms E
CRFEMA > 773V —LBEELRLR), AC
RV E CAEMER & LTESY
A EHTESL, Uk LV H AN MEIR
bl UC, HREOH - a5 TRIIFN S
BHRTFAH=ALY, HOREL HOREDOHE
RAeROOTWEEITREFEVWTHS.
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