IR A== EGABAD BeHy 1T L 2 FE MU DR |
WE BB E GHBRFEEFH/DER)
H3E —WEPE:14:20~15:20 JEE —# £ GERLERFERFREMBTEREN &
)
OVA =T OHFEEREDOBRIZONT
EE BRI —F (ESDRbs R
BE T MERFEFIEFHEE )
QEF AT ADOHRIEHNZTHETH I LICL Y VR N=T ORERE 2T

BE BT B (BRREEE AR RIS
@A77V vRBMBEET N~ Y AE AN R b =7 FAEHEOHE
BE . —# F CERITERERERAMETFIER)
K& ¢ 15 : 20—15 : 20
WAW BEFESOEY 15:30~16:00 JEE [LUE Y (NIMREEMERFES
)
@ AADC/KHBSE : ILAET GER)
@ SSADHARHEJE : AREER (F3E)
® A2 BFER (KR
B AR 16:00~16:20 TR FHEAEFK (KR LKFZEFR/NERZEER)
et —# #£ GERIERNEREREGETIZHER 2R)
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FH22EEIBESBNSTRRANE WAREERNARER)
e WS AR VHIIL

2g €23

) 2 27 Be

FH11R~FRIF

>

==L AMS S ALy
(& # HRAFEEE
FPHAE-B 1 28E
ERR RARBEIE 2 TE T 11
EEE:03-3964-1211 (£ %)
RiR1494 (NRRHBGAMTIRE)
YHOERS: REETFHH090-9956-0772

(£ 8] 1004
BRRUAFDBETY
FEEFETICFAXTHEBLIAHFTEL
FAX:03-3579-8212

BRAFNRE: EEHBHERAERSR
BEVVRIILIT

[%hﬂﬁ] gﬁ HIEA (http://www.teikyo-u.ac.jp/hospital/guidance/map/index.html)

(=fi) ; :

+Menkes#-occipital homfERE¥ DRI, SIS RRATL SAACEMR (KR FRAF BifREEF)
PRFSEEWNAOBFBRDEREFLANEOMRICNT SHE (FEAR ARMNILAY HiR LH%)

-Aicardi-GoutitresEER SN 74 77U KMRREASRBOBN A M S LUAMERROLHOMMNTMR IRILE WRIRAE KR £

18



(O] SEMERE



BAEZBRFHAERMENE ERERBERIEESR)
SHETRREE

Aicardi-Goutiéres syndrome D& ¥ — " IRAE

s HEE
S etk
MRREE

BHN—F
g5 =
—¥ =

A

AR E

MSLATBIE A B SLRB A AR R R B i e R
ESLREFEAKERE: EFEE
B RFEARR LERFAEMETFE

Aicardi-Goutiéres syndrome (LA F AGS) DEZRER TR 21 £ &FHFENTITo7. 7
E3E A A ST A R BIEE L, 4EIT AGS DERBORE L B EFZHOFE,
LSBHDOBEEFZMOFRE R Y, BIONEOBMARKLE S LT\ 2EHIF L TORCH E
BEEE L SN TWABIZ AGS BIRBA L TWRWDLORETEFNIAE L. 77— MR
Bz 371 BCERILZ 60 B TH -7, EORER AGS X4 EF, NRIITORNAIRLH
i 14 5, TORCH fERET 22 FEHITH o 7. /NEFATORAAR(F DM 2 FEHI, TORCH
FEMERE T 8 JEHIA AGS OFREMRF W & Bbh . SEORESRIT/NEHEFEMNE &
RN EMMER AR E Lz, NEBER TO AGS EFIZ >V TR 5 Z & 28
TERhofele®d, SHRMBREEXRAEPLE L Bbhi.

A BIRBH

RESE ELZ4T o T2 Aicardi-Goutiére syndrome:
AGSEDE A 7T Y VREERFE RO R
BEOEZ—RAE TIL, 1852 BOERN
LT 760 BOEIZE (402%) &2&k. £
DFERHEI T ORBRBIZ 5 TAGS L9
ADEEFENGIRENF/LRZ. HARTO
TER 72 BU A IRALIR S DORRBRIE 59 4,
TORCH JEMEREDOREBRIL 208 4, €A T7T
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UURBREE (SEALBEIRERD
N3)IX9LDOEIERH -7 DB, AGS
FRBEDOITRE TR ORERDH Y,
BRCHEL, BEF2H, BLUEET
REHNE S AT LOWEEITo 2. BiaF
DW AT D OEFEET TR, AGS £ D
o477 U ARHEERBHEOBIRE
BIV, BEFEHOFEAICOVTIRHE
Ex{To7.



B. BfEHHE
—RAETHREOERD Y LEEVRH o
ERCLTEA 7T U RBREZED
REOBRGTZER L OEETABOINE
IZOWTOEN, BRRBICHT 2 K&
BEERETITo 7.

AL 371 B THhH o7z, FAENEIR
AGS DREE, /N TIRNBIRIE DR,
TORCH fEEHOBRROGETHD. AR
DFEMIZOWTIIEMT LT3R BB L S
iz, A

(fRBLE ~DELRE)
HEATIZ OV THERFAREOMEBEEES
PEEL, WROAREERL. BETD
IZOWTII B ARMRES B TR A
FAVBLY, BEETIHNICEELL 10
EEOHTA RFA - TITH5Z2LEL
7o, F0fth, BFFRIZY - THEEAERE
#EiE, BRUEICRET SHEE AT LT,

C. TFEFRER

EEE 60 @ (KL 16%) T, &
REELTH L TV AR THEZEIER
BN H BRI TH D, BIURDOFER AGS SEHF
i 4R, NRETCOMNAIRIGESNIT 14
JEFI, TORCH SEMEREIZ 22 FEGITH -7z,
1) AGS SEFIZ-DWT

B D& bz A EFNZ OV Tidepl&tt
TRIEERIIHAER ThH o=, 20 TEE
FWridia <, IR EBIRRGLEEIL 2 Ao T2
B L U CiIE T D/NREEDS 4/4, &
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FEDS3/4, VAR N=TERE 34, GEEORBH
FEEBI D 4/4, TR 14 Tholz, BE
T R Tk MRI TiX2efil ChZEHE, AE TR
ka7 0 —2/4, BRENAKIL 34, EOH
& UTHRERER 1Al TR, BET
ERRED Y R E AR 34 T, A F
—7xul o QMR 2/4 THLILE., %
DMDEBHE & L TH/IMRIB S 2 FEF],
frEgEsRk A3 24, Bk 2l TH LRI
2) /NEREABNAEIRALREFIZ DT
INERNEIRAGIX 12 526 (B 64, &
H64) Thoih, EHETFELTEY,
ZIXHER 1 » ALUNICRIEL TW 3.
FaRG E U BT O/NRIED 4 61, &
MR 3H, YA M=TEEN3H, MED
FETRIE R 0N 7 0, B 9 I TH o7z,
FRESPT R CIE MRI CHEEME 4 4, REY
A ba 7 —5 24, BPNAER{EOERAIL
EEBORKRKSFHTHD, o 76T
ILREENRH D L OTIE—EBOMEMILR >
7o, Ez, MR TOREFRRPB 3FTHD
n, BB 1pITHRLNE. Thbb, B
FRA& 6 AGS Mg HIEFIIL 3 F1 & v
ZT=.

1) TORCH fEEFEIZ ST

TORCH JEMERE & OEIZIX 2 261 ThH -
TS BHE 13 i, &tk 8 ) & BRI BV ME M
NdHofz (1 FIEHORERZ L) . 16 L3 4E
FHT, REFERITHERE TS 1RU
WIZFAE LTV e, BRI & 11
ZTCTHY, 84 TIHBRYMREN2 DTz
FERBELTIVA MA@, bXY



7T A2, BB, ~NVSRADNETEH TR,
% 2ENOHEEITD o7, BEREBTIE

EATHED/NEIED 3 6, RN TH, VR

h=TREN 1G], mEORMRERRH
10 5, fi@AS 9 Bl CH L. EEBUT
IINERES 6B, BEVA a7 124
B, BPRAERIED 12 BlTH o7, DD
APHE L LTI MRIBAE, RS, M
BREIRBNE 1 fl7E o7, ZOBETIT AGS
SV FlLIE R EEEC L LR 2T
8 SEMI & Bz,

D. BR

Tyhr— FRAENGITAGS & BbLDE
Bz 4, £flL bBETFRENIIRERT
otz REARHAD/NREARPN A IRALAE S,
R DR E & 72\ TORCH FEEEEIZ AGS
DEEN TV S AEEERFRINT. 2B,
AE DT i — NREIERROER (b
RHREME, RRESBEBEMR, %
BEMR, HEEEMR) R LT
Tetzth, BEEERLTHH, SLEARER
BEERETIHICHTIFAENRELT
VBTG 55, ASREMEEES L M
BOLETRERITI>ZLIZED, BERE
DEEREEHZ LRPRFIND.

4ME, AGS &L 7TV VEEARHE

EREOBG I AT LAOBEERIT-T-.

DB FRWY AT AE B LT, EEN
Boh, FEIA KT Bl
Y TR L ORICBETFEHERES N
BEFIZHO>WT, £, RRRBEOALE
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B RIAET M, JREARBHO/N R H
T DN ARIGERRE, BEROALNT
72\ TORCH EBEEIC SWT b, BETD
WrEIT>o TV FETHD.

E. #&w

AGS FEFNT 4 FIHT D Z &8 TE . /I
IR EAFEAE DM A RALIES], TORCH &
FEDO—ERIZ AGS 2SIBA LT 5 ATREHEDS
N =Y g rall

F. EEakiEs
L.

G. RHER

1. WCFEFE

1. FHE E— B/l _—F EE ¥
. Claudia Trenkwalder, VA hV AL v 7
AEFERL OSBRI M & IRR,. BAEFS
5. 138, RLS13-16  (2010)
2. BRI —F —F Y URIBERD
@, BEHEZE. 65, 861 - 780 (2010)
3. E#JIl —F. Huntington JRHE— A7
—/v (UHDRS), M#EAF, 73, 597-605
(2010)
4. BRI —F, PAR=T LI
Clinical Meuroscience BIIffft, 28, 742-745
(2010) ,
5. KB ORI, LA RLAF HF
B/ —F, RE FE A—FUv
FRIREICRB I ARBERAIOES, XKL
BE#R, 59, 1820-1833  (2010)



6. ER/J —F N—FrJUROBIK (2010)

DR L ORI N 2. FREXR
—REEERAER D> O FEEERIR. 59, 2404-2411 L
2. ERHERE
H. 8T EQ IR 2L
(FEERED) 3. O
1. ®ErRG , 2L
2L
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EAERBRFHEEMDS ERRETRIIEESR)
syaprRERE

TV — FNRE DB b MNT R o T2 RS ORREY

. WREoEE BE £ KEXFEFHEFEEL BE

MAES

371 EORERBUCTT L, 16 255 25 SEBIOHRERH o7z, ZD5H B FVHIKTH
%L &h 11 EFIT GCH 0ERMRE Shiz, EREIBEEEC L&KL, EFHO

EROEENIRB TH - 7,

A. HEEB

v 77 Y CRHEREFEDC—2ELT
WIRBHLNTNEN, ZOFRBIZD
WTRRET LTz, 72, ZEEEZRELT
FEFIRFBREAT o2, ZORERRETH
ST ERE LT,

B. WI&Fk
—KRAETEFSH Y L T2 bDIC_RFE
FMEREML, BABREBELTL b7,

C. BFFERER
3TLEOREMRBUCKT L, 1644 2> D2SER]D
BERDoT, 20 BLBFRIEIIKRTH
AL ENIVEFICGCHINERP R X
7o

£ETE & (8:17) FE# (22y£15)
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FIEF# (8y+8) MM (10yx10) GCHI
TRBMEFITH & (2:9 ) Fih (23y£18 )
RIEFER (11y£11) B (9yx 9) &
BEREPUATIREILS—F LT,

FERTIEL) TR A F=TIC X V1T
BEE % &= 9 ()1E236IF 2061, GCHI
ERBEFIFT 8F) | 2) REVDHD
(11: 5), 3) NRREH»HZ (10: 5)
4) AENEEHRHD (20:10) . 6) B
LA Fizhi TERBE(LT S (21:10) |
7) EERIZE-THETS (15:6) . 8)
EfErHD (12: 7) . 9) KBRS
H5 6:2) . 10) LERARICIDER
WKETS (21: 10) Tholo, FiEH—
ThHhoted, 2 TERLEZDITTHRD
oz, BEEIRY & Bbhi,

FRIICEBE THoTNFERIL TRR



ST, IABVALENIFR, /v
CURBRB2ER, AV P ERR 1
HERThol,

B®A%ZRITTT,

D. £%&

KRETOWEIROFREKIL 2 54RE
THHIEPRALNIIRS TN, Z2HFZ
BREL CTOBHER DD DREIZENR R 72D
T, BRK100LBETHD LHEIND,

E. &
SEAWEIEFEOBHEEITBR TR
RYUThDBEBbi, £FOPTGCHI E
EORHENZEFMIAEEIEE RN
EHHALMITR ST,

F. REEfilRiER
el
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G. BFRREK

1.

2.

H.

ILHER
L

FRER
2L

ERORTA HE D BRI

(FEZET)

L.

2.

TR
2L
ERFRET &
2L

Z DA
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EL

FEF 1 FEF] 2 SEB 3
i3 -8 o GE 1 0f) | & GEF1 OF%?)
E i 32% 61 7% 35 ik
R SEAEWD 4 7% 30 Bk 8 &
TRV A P =TI L0 51T T T o
WEE XY
KERHD
ARREH S . .
BNEE H D +—- +- e
BB A FIZhT TERS +—- +—>- +—-
BiTD
HERIC L > THETD +—- - -
BEHERH D + + e
LHERFREYN H D - - .
LR RS X EBIcKE + + +

T5

Z DA,

B (LR R
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Aicardi-Goutiéres syndrome (T HNT 4 - T 4 T—VEEWRERE ; AGS)FEDEZTT Y v
RHEREZHE O KBICET 3 ZRAEDOBEWY

B

BA O, “ﬁuﬂﬁniLTiﬁﬁ_@%T B, MRCBENLTVWE L ERE
VB LETET.

X T, WEFELX Aicardi-Goutieressyndrome:AGS ZD 475 U BB E M4 5 HRIZ
SONWTZEIZEEWEEEH 0N E S TXWE L. 1852 BOEHIR LT 760 BOEIE %
WiEE, EIRELBMNTEETA0%EBAE L. AS EORBIIKRERVRERLTF
CETH, TEEOREAS FlIZIADEETIRES Y CHHAWELE L., 20,
INRTORBREZENGIKREORBRO B 5 54 1L 59 4, TORCH fERHEORERIL 208 £
DRE, EXTTIURBREE (1FEAEBEIIRERDNDS) OTRBRIZIIADKE
TIOEWE L. AGS 2REBINI-EADNLIIBEFZEICOVWTOBEVWEDE DLV
Fx, BHEVWELE L TILEGETFEE, BLOEETABINE S AT AOBEIZ OV TH
BHLTENY XL

- TAE, JTREREELNFELICEFTTF Y UREEE Y EROERFR
1L OCREFRBONEIT SV TOIRA, BLY, JEERWEEWEERIZOWTO
TRAEEFBEVW-LESELEYT. UTOI ) ICBEVWTENEZETIINET.

1. AGS JEMI : BMEIZ TEAZ WV, AGS IERI b A AW, TIRAIEITIEH
XERWETHED, TETHNIZHFEY~ ) — BBV TEREFENTIEINET.

2. FAENTGIRIVAEF, TORCHJEMERE : AGS DARLEIBEEFNTWAZENBEIND T
D, BEIC DRAEZ WX, RETHIVTREEY <Y —, BIKEORFREZBEVWLET.
3. ATV RBEBENSREDONDER B AL BB\ LET.

HE

Bt LWHRERFH TS, 1 2 AKFI TR 77— FRAERESY JREWEEiThiEE
WTF, THADIEY, F3FLALLBEVYELETET,

YRR 22 FE (T A DAT 4 -I—F 4 TEGREOCS 7T Y VU RBEE
0K S IRBO W FIERE LR L UYAEIER R O 72 9 O REETRIMFFEEE |

<HFFEREE>

T226-8501 %% AR TRk X = H 4259-B7
HRIERERFSRAMETEMEN —# &
Tel: 045-924-5822 Fax: 045-924-5807

<FEFERERL>
T228-8522 fBZ)I|IRFBEER Fﬁ&ééns 1
E Rl R AN s BR)II—F

T010-8542 FKAERMKETAELI-1-1
KHRKFEEFTERH#HET R 4— BB
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Aicardi-Goutiéres syndrome; AGS MHEE

[REEE] R EEEREEOER ThHS, FEROYIEHICROBMEET, M
FIRIEE & SR LR35 0 BERNE NV 75 X~ RUE % 5\ 1345 TORCH ERHR
& BTG, Cree B b R —EHETH 5,

[RER&ETF]
5 >DY T Z—T (AGSI-AGSE) 1SN TVB, AGS] DEEEETIE, DNA =% /X
2 L7 —¥Th% TREXL THY ., AGS2-ACS4 1T U RX 7 L7 —F H2 0% T 2= | (AGS2
VX RNaseH2B, AGS3 I RNaseH2C, AGS4 i3 RNaseH2A) TH 5, 2009 4 7 AIZ AGSS DR KE
f=F03, SAMHDL TH D Z & MBFEE S,

(&=
FY AL, M, BiafEE

[E72fER]

o BEMMETHIN, BERAVANABRRORRAL L &5,

pseudo*TORCH FEMEREY (TORCH JE{REE; 5£KME Toxoplasma, Rubella, CMV, HSV &
JE)

o B OBREIAR 1 FELUNCHEAMORME L UTRET D,

o MEOERE, PA =T RS BROHERET., o, KEIORERRE S
W5,

« LEMICEELREEELN L, BITHO/NRE, B, A N=T %8 BED
B EERsAsbh, NEHFRBRICETT S,

o B TIINER, BEVA hnT —, BERNAKE EEZZOM) HBHY. B
BECIHBMERNRERY O BREE RPN v F—Tzu o X TT I D
wmBAsoh5, BEREIIZEER 2V,

[&BHE]
o FAERE#N DR LIOER T, MIERAOESHHE & U TR IMRIBAE. FEIRAE,
R LR, MRS H LN, BIELBbOE 5,
 RERERAEULZZLLH I ABIDEGF THRERIZLAELUSLERLRDI LD
b5,
« HWEBPED U Tg6 & IgMiZ ER TS,
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DYT 5 PR b=7, MW

PWitagt .
i) #EEX  ELRAEEN (BT 14922.1-22. 2, BI5F GCHI BIs 1Y) GCHL)
i1) FEFE  10RU TSV, RABEFALHS.
i) FEFR FTRUX =7 L STREE &Y.

RE, ARKRERBRZ.

HAZERH Y, Bh6SFIChT TERSELL, ERIZX>THET

EifE, SEBEREEAH D,
LR RSIC kY B ET 5.

iv) EERRRER R, BEFT RAC R,
BT Y VR DIE T,

V) BRIBE  MOLERRASREEVR h=T
BYRBREUEEERE N —F V= X0 Y

SWORIE; BNEHZ S TRYA M =7 TR UL RIEL, GTP |
cyclohydrolase 1 (GCHI){EHEDIET 2> GCHI DERNRABND Z LIk D, flEL L BIC
BALEBIOREIZBDTS. BiRPeL 77U v, 2477V O Tid DYTS %58 < g
T 3. GCH-1 OEBROBRHITORCRETHS.
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(B 1)
—BETFEWE XL OREEM AT AIZONT —

. BIGFDN - BEFEFTOZHLERHIHETE—E, RA), BROVThAMCIT

KL P&, A—T FLR{L, k-hasegawa@sagamihara-hosp.gr.jp T

| RETDN - RETEFOCEZO SERONIC, B 5o b ERED U< IHEER
A ORET BN - BETAAOREEL AT, BEES IR ES DS
EFRHE - BETRTIRICET A BHEIC L 5 AEEB TR 2L 2ERIE LT
B ET. : ‘

b LBET-2E - BREFRITAOREES 2B EITII TR IZS .

. BEROECINTVEY, TEEABEEFLIN TV IHAIT S THRI LS.

. BIEFRTOBETIIIRE ECEERD LITER, BESFEDNDORK) 2D

DM ELRESETCWERETA2LERATHIENELL AbNET. ZFKEND
DERIAFRENE 5 O DEEH VT 5 L #NTT

THEEE DT VWEES, UEALERERRO SRL O X HE Y IEKEE W LET. SEL
DEBELPRBOZITERY, DNA DRl E21TV, SHITHELET.

. BEMiIAmTETAE (Tm]l—14&, fETHIIE2A) TBEWLET. SRLHY

FPRMY BICZITRYICEE ZERNTERVEAICE, B (BREROBEE) 1
BELTWEETHRIIHEZ S VWERA.

. BEFREZEICHENTE UETEAFRICOSE LT, BAAERE JURETR

Pl T A MEBREL MV LETH, BRERCTIRERND SRL IZTEBREND
BrcHE AL (B BRX-1728) LTWEETFLEFNTIZIVET.

L ERDBETRE R ETOTETH Y ETH, TAAORICSEELTET—#E

TIEBLIZ SN, SSETWEEERT.
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Aicardi-Goutiéres syndrome BRFHREE (AER1ILICOE 1ML LTLIEEW,)

Aicardi-Goutiéres syndrome

/NREASRE O JR R AR 2 BR BN A IKALE S BEROBRS ERALIZE .
TORCH JEMFRE
1 EFOBE

0% O%k

O4&fFF : Fip ( ) CIZET : FEHh ( ) |
REES  OH4ARL OLAMAN O D@L : () &

B 01 A& 01 ApE O14uUE

2 FRIEMRIE
Okv (OFEOA OFnLN ; BEERMIICEEES S ZEV( )
O@EFERPHASN TS : EEMIZREXL IS ( )
07zl :

3 BRIV A L RRPAEDOREIY
0% Ozl

4 TORCH JEfERE; Xt Toxoplasma, Rubella, CMV, HSV RYE
O% 1Y —[JToxoplasma, [JRubella, [JCMV, [JHSV
p/
5 HREHIOMRER (%0
O FHED/NEE, O, OV b=7%%, DEEORHRERR
6 MERFTR ()
OfEERE, OREYA ha 70—,
OEERNAKL (DEREEOZOM) A 7ryFEBRWLET,
7 REFR (EX)
@R 28R Y o BRIE %,
O#EF DA ¥ —7 = v o 80
O DORATT U o OEM
BREEORE ObY 7L
8 AfBHE (BE)
Ofu/ R iE, OFFEE, OfFEER E5. DRFBREORE
OfER%E, OSLE#RES, OfEBd, Ol EF, OlgMid EF-
9 BEIZK - BEFEIFOSFENRTSNELED, B 1> THERKZ BREW
LT

—HRETLEOREY <Y —REDFRMGE LA LI BROWEZLET. —

THhbonE s TNk L.
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EA 77U URBEEREEEOBRERICIERLIEIV. (—EHlIic E—W TRV L
ES )

1 EF OB
05 D%k -
O&EFT : Fi ( ) DT : Elh ( )
RIE & O&ErR»s O AR Ol 01 w2

M ( ) B
2=k =3 Gl O1 A 01 ALk O1 4Ll E

2 MR
OFKRY R M=7IC LV BITEELE 2T,
O%RRE, ORRREBZ.
ORRNEERH D,
OB0 6 5 FIZhT TERPERT S
CHREIRIZ K> THET 5.
OEME, OEBRHREIDHD.
OVAR KD ERHCHETS.

3 ERRRERR
ORT R4 7TV VDET

4 BRFER
OFENIEHINTWS : BEmMNcRBEZEIN
( )
OB FREE2 LERREIIALN -7
BES
OFoft : ( )

5 B, BB CRBERSZEEONCOVTRHNEZEHBL TRV Y. BEROZ
WE, HRRRSICROEZBRBNT A EBARETLLIN?
OwTse
WERDI): =

6 BTN BETHEHIOZHFERITINELED, K 116> TIEKEZ BRE
LET.

—FARETLIEbREY <) —REDRME LA LIBRVWEZLET. —
THhHBORE S TENELE.
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EAFBREHREMNE (BIMERETRTESES)
SriEmF RS &

b FAREMAIRIZ 1T B Aicardi-Goutiéres Syndromeﬁgﬁiﬁ{f\‘% )]
R BIRAT

W RE

MAEE

INESCHR AL B R FE R LR

v MR T, BHIFA, ~7/n 77—t 5 AGS BEEEF O mRNA FE /¥
— VB RRNT L7558  TREX1, RNASEH2A, RNASEH2B, RNASEH2C @512 DV VT ii#l

BAR TR E RRBBDZEILIRD > 1223,

SAMHD1 B FIZ oW Tid, w7 a7 7—UiZB

WTHEZICBEWRBENBE SN, F#Y SN BHRKICBOLTH SBEFTTO

RENHR SN

A. HFRAH

Aicardi-Goutiéres Syndrome(AGS)I&. #
et B PR EME DS RN R B h B B
Thd, MNAIKILE & HERMaEo LR
Ny, BEREIN VYT XED S
VX% TORCH JEMREE & b T, KE4EH
DA NABEEROREE Y L5, LIRHIZ
EERMRERER L, EITHED/NEESE,
BiE, VA N=TEE, BEORMRER
WrRAH L, DNEMBHICETT S, EiR
TIINERE, AEV A bo 7 g —, BHERN
FRAH B0 . A TIHIBIER MR Y ~
NS, BRPOA T 0k
RATFFV o OEMB R LD, BRFRE
ICIERERR, RIE - WAZHZDRE
RIENE BRLAHM, BARBERELRV,
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AT 100 FIA LD BEDOBWENH D03,
ENTOBRERITHATH D,
AGSiz. FR&GFRICS >0Y 77
—7 (AGS1-AGS5) IZHEHEN TV D,
AGS 11X TREX1 #&fzT (3p21.3-p21.2) &
Bz X%, AGS2 IX RNASEH2B &=+
(13q). AGS3 i RNASEH2C &=+
(11q13.2), AGS4 X RNASEH2A #{5F
(19p13.13) . AGS5 iZ SAMHDI1 B{=T (8
20 BAR) DERIZL->THEID,
Bxid, AGSEHEEMETFS, b FREM
MRIZBWT ED L S BRBBRAF— &R
TONEREF LT,

B. WFFEHE
W RELT 3R E Uz, KM



P, BRE—XITREE LT CD3 Fuif,
Ht CD19 Hifk,F CD14 il & VT, Eh
ZNTHIlE, BMile, v/ vrr—Y%%
BELT-, TN ENOMAESE DD, Trisol

AEH FAVTRNA 24 L . cDNA %
Tol=. £7-t b Bffila#k L-KT12, L-KTS3,
NAK,t h~2 177 —I#ilakk THP-1, &

N B BEMIARER HL-60 %> 5 b [FIFRIC RNA 4
Bt L cDNA &R E1T 27z,
PCR : 5 O®D AGS BHERE =7 ORREEZ
HNR—FBXHIZPCR 77 A v—ki kit
L7z, PCREMZEIIKEI L, N FOH
BExarta—F THAR THERET
277,

(fwE i ~DELE)
ERFEOBITICH o> Tid, LRKRFES
- WS AMREBEERROFEE XK
REBEE EREE BI0-121,G10-18, T
2% 10A48),

C. WrFRER

TP H1ICRTLDICERELIZPCR Y
T4 ~—DORKREE, BEUE - B MfatRiCR
7% AGS BIn FRBEZHB T D120,
L-KT12, L-KTS3 @ 2 -® B #ifaikd b
RT-PCR 1T 7z,

E1  RT-PCR Primers for AGS-related mRNA analysis

-

TREX1

RNASEH2A

RNASEH2B

RNASEH2C

SAMHD1

FORBER 2ITRT LT, HiFIhik
XDV PR S, B MagkiL s 20

AGS BIEFTRTEZRET DI & BHER
- Ehis,
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2. RT-PCR of AGS-related genes in human B cell lines

7o Y
F7-. v/ u 7y —JHBaERTHP-1, B HEHE

W 5

FakkHL-60. BHIFSEENAK Z Ll U 72 fE 5.
TREX1, RNASEH2A, RNASEH2C, SAMHD1

BBEFICOVTII3E B TREIZEITXS

bhihotz (K3) .
3. chHRaIEH T AACSHERIGTFORE
OTHP1 (macrophage cell line)

@HL60 (myeloid cell line)
ONAK (B cell line)

Relative amplification

[ 3
RNABEFRC  sAVFD

TREXY nm RNASE

LA L, RNASEH2BE/=FIZBI LTI, B
FRIRRNAK I fth D2 B RAR K 0 FEBLHME D
277,

WIZ KRR MARRIZ BV T AGS BisT%
BIZERROND DENERIET 570D.3
& DEEENOHBRE— X% AWT Tk,
BHIME, ~/u77r—VhkGBEL, 34
EHIFTELORB A Z — 2R L,
TREX1, RNASEH2A, RNASEH2B,
RNASEH2C £ &5 FIZ OV TIIRE 2%



BWOET R o724, SAMHDI1 EE&FIZ
SNWTIE, w7/ e 77— CTHREICEH VR
HMBEShT (K4),

H4. EREIEMDBIAICEH T DACSHEREFDRR

ocos (T cell)
wcoig (B cel)

Relative amplification

D. 8 .

Al R MAIIZIY TSSO DAGSHEIA
FORBEDPHER SN LIZED, REML
HERR D> D EEETEE L 7ZRNADN b DZ BFENT
MERETH D Z L RENT, £, BF
RAYIM A HEBVIZ & - T B IR Z I L
THIFIE, DNARNAWT IO b ATREIC
720, AGSEIEFERERREZNRRLITD
ZERTEDHLEELS,

E. #w

bt hRMETHME, BMlE, ~ /77—
IZOWT, AGSHEEETFORE N —
AR L, oA e MElRKICBITS
AGSERIETFRBLHER LT,

F. fEFEGRER
72 Lo

G. WX
1. XHEX
1.  Kubo M, Kamiya Y, NagashimaR,
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FRRER
KEYEA, )l E3xcE, SREE=E, LT
AL, AR, AREBRLAT. AMESCYR
LRRK2 DN 4515 & U LRRK2
J w7 Z U TICRIT A MaeER
DOFFNT 85 51 [E B AR ESRE O]
) 2010.5.20

T, KBIRAT, EBEE. RE
B, BIUsLE, PERZ, RAII—F
/ANMESCHR, NI EF5E, FEd B =RR, 1
AAF, REBEZE, FHHERE, A
B, FHES 7 LU FEEARNT
X, 4 DD —F Y VR IR
FEZFRELE %51 [E B AR
Fakae (RE) 2010520



3. miJIEER, KETEA, 5 ARME, Z/b
BE, BBEE], RKHEIL, AMECH
2020TERLRRK2 FF VAV =y
7T AORET % 51 E B AMRE
e X)) 2010521
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(FEZED)

1. FEEFERS
7L

2. ERHEBE
72l

3. Zoff
7L



