<IRBOD ZTHA > FIRFAE STING BEE M & &
STING-associated vasculopathy with onset in infancy (SAVI)

BAEK
RO EEENL S NFREE L HERI S 5,

BEEE

FLIZFEIE STING B# 45 28 (STING-associated vasculopathy with onset in infancy:
SAVI) &, STING DIEREEMARIC L - C IR v X —T7 = (I8 IFN) 2N@EENC
FEAE S, A v F—T7xzry (IN) IZL > CTHE SN RIENFHT 5, 14 IFN T#H
BN DRIEBE Y TIIZHETH O RO 2T a4 RORIEMHIFNC X 2 5 %
EOR IR < | TR ITHERE T 25EH] & 2\, WA Tl Ht IEN BLEAIO A 206153 s
INTHEY, SBROBRIEOHESLIHIRI SN D,

JR R DfF A

A2 —T7 B FREEF (stimulator of interferon genes: STING) X, /)b
R JRTET B2 X7 T lE . A L ARCHIE IC K% DNA B4y % A N T
BT o o —offiBhRF L LTl< ([1),

SAVI %, STING & 21— N3 2% TUENI 73 DIEAGT-ZE ST K o THRIET 2 Yt BV (S
DRIEVEIRB T D, THEN 73 DREREEFRIERIZ L o T, v 7 TV RERE IR L
[A-¥-1 (Signal Transducers and Activator of Transcription (STAT) 1) ODIEFN
RV U b AR E T L, RIEMEY A N 0 TAL IFN, IFN 358 B 5 7 (1SGs) @
BEE T 5, vorn 1}

HIRE AR
JSDNA A AP AP
GAs

I TBK1

o == "
STING (T 7 ' - ﬁ:e"ﬁ- " °
ol N - : ] IRF3 LA -
1 17/]) /VXEYCWL‘Q’;@‘j‘é 1 [ I ) IRF3 ’:‘ L

. IENAR N — : .7 P Pq@
---------------- LA
] e gp—— IZIFN i _pae”

HOTIFN O PEARERT (B ARREK e TH . s

A AYAYAVAVAVAYAVAVAVAVAVAN

2018 L0, —HRAH)



FERHER

M0 RE BEIEE ONO K/ TERRE . FRMEE) . PPk (REMA 2.
PRRE U v EIER, ARHEE) 2780 5, BIEFRITHAEER?D 20 UK E TL
Fex ThHH, BEEGITIE, HABERNOHECOREE, SR EL 2T 5,

F2 8 O IR PR T, BN R PHIZ U L SERES OV ER o0 Al 2R S0 L 45 BE DO R AR
BERHB LI, MEGEORVS TIET 4 7 ) U ZE S,

59.3%

77.8%
IMDRIB/ AT 85.0%
Eitialut ] 69.6%
I B AR 92.0%
IR HEIR B TS 83.3%
BREY >/ HiER 77.8%
ibRAERE 76.9%
HNEMED EFR 96.3%
= IgGIMAE 75.0%
Y > AEEEIR 75.0%
NSRS E 56.5%
PR3-ANCAS# 28.6%

T abHE
RO IR, WRRGHE (Mt . HEPEMEIN e 2 & Te) 72 &\ SAVI DU M
R K D IR E B L oY E A S O0F T 5 2 203 d 5,

ERIREE

BIRE AT, SAVI TS D IREEITHENL S LTV,

AT uA ROGEMEIIE, a7 ) VRIE, TAE Y Ve EIC K DRI, B E
DUNTERST B ARSI & EE B, BT JAKL/JAK2 BLEEA] (Baricitinib) i, #IEPN T STAT-



1 OV bamfil L, IS6s DEEFZIKT I 0 FAYTRATH L, KA K-
T, BEFREEORR., PUFIT R OFY 2adcE, MEMENMZE O R EIFEEDIR T 25 8HE
SINTWND, AT Y v~ TFOIREEKE L TKREINTEY 4%, ENO SAVI
BB OIRHRIKE U CHEINERB IR S LD,

2
EAlE, ]



<B¥7 v —F ¥ — b >HIRRIESTINGES & M. K
STING-associated vasculopathy with onset in infancy (SAVI)

BEEE - B . A v ¥ — 7 = o ViElnFRIRIR+ (stimulator of interferon
genes: STING) % =t— K4 BTMEMI73DREREMES A FRIZ L » CTIRIA v & —
7 xnwm (PHIFN) PRI EA SN, Ao F—T7xzr (IFN) [2X-T
FEINT-RIENFRT D HCRIEMEB T D, & RAMREMERROBS
ERZ R FIHERED 2V S 2\, E2RGERITIEEN, BUEER, R
EVERTER R T, FIEEEIHAEV S R A £ T2 7203, BERNTHA
B DALBERCUEBE A 95,




SAVIOZM7u—F v — k

VLT DJERZRBD D,
A JEAR L
@O  JRIRANBH O [V MRl B F 7= L3 e !

@ FEJEIEWR (WIERRERIZ ., $LBE) £ 713N O KRIE AR F 2
@ FLIRHIH S0 358

N
B. AP A

D JIERE (CRP, FRIMBKILIEHRA) Btk L

SER R T, L FOWT DR AN S5,
IgGimfE™s | B OPUAR (B, it VIEEHUR) BHPE,
IR TFN il

)

TUEMI 738 A5 1 DI RE SRR 1L

___________________________________________________________________________________________________

KL PR iR T, BEMOEKE U CNEDERZED 2 &b H D,

| SAVIIZRFIEH 72 CTR AT WS BRI BEE 3 2 R BRI e
BEEnOBAtERE MRS (P—7 7 7 2 MR S~ n 77—

i PRRESE I FE O MV MEM R R, & BE) Z2FR<, |

%2 JTUR B O AR EMIMERE (capillary-loop) DWENRHBND, |

%3 AT A NIGREBBRE S, IecDmEDHI< |

___________________________________________________________________________________________________



SAVI D59

=P

EQ
Gl
4
N

/!

PLJAKL/JAK2FHEF] (Baricitinib) X, MM TSTAT-1D U g
{23 U, IFNGEE R E s 1 (IFN-stimulated genes: ISGs)
DESBEZRT S5, BHRE T, SAVIISH T 5 I8EIIMS Sh
TRV, FLIAKFLFEANC K o T, FEFEIEORN, FKEHT RO
EHRYGE, MEMEMEBORBFEHEDR TARE S LTS,

FUINFHELS] . HLIL-184%) . HrIL-684%. HicD208iik, HiBLyS (RI¥A
TIBY L ERFININ 1) HUiR7Ze EOIBEN RV, £7-. BB
BATuA R, 7THFA SV, Sa7= ) —ILBET =F )L,
AMPLEY—F, VI EART S N FaFraafkx,
a7, TAEY U7 BIlc k), REERDE SRk
ENELND I E LD, MREICH T DIRENRITIR,

RAR. MEAEE BT, WRICHTE > T, HME~0R#%E
=5,




<YEEBD T >SLC29A3 BB NE

B
2017 4 F TIT HIEERE S LTI EHAR TR 100 ARBREOHRENH Y . 77 T RDFEH
TOWENZ, ARILTIEL 2011 FFI2F 1 PINME S, Dt b B 1 4T oEN
»H5D,

B

SLC293A SRHFAEIL. SLC29A3 BinFDERIZ L - THRIET D HORIEMKER TH D,
SLC29A3 815+ 1% human equilibrative nucleoside transporter 3 (hENT3)%Z=— K
L. MR OX 7 VAT RERK, ATP EAZR SITBE L, MlaA/NRE O R — L4
[UYY—=BRI PR RY TS L TN D, 2008 4RIZHID T SLO29A3 IR T4
BN BESCT H T £ 5 A FEIBEE (Hyperpigmentation), ZEJE (Hypertrichosis),
AFReiE  (Hepatosplenomegaly), /[ &2 (Heart anomalies), #HE (Hearing loss),
PERRFEHEIS TJE  (Hypogonadism), (K&K (low Height), @ififF (Hyperglycemia) &
Wo T ERZ 2925 H EEHORK TH S Z LfE sz, 0%k, B ORIEER
AL, H OJEGERE E SBBO R EIERE 2 LIZ/NNE T SLC2943 8 6 T A RN FEE S,
ZOBBTERD HOREEREBORK L 25 2 LR BT o7z,

SRR D fR

SLC29A3 & An 73 21— R4 5 hENT3 |%, X7 LAY N hT UV AR—H—T, ZOMAEIX
X7 LAY R & OMIfEEE S 2 HOHIIRN TOX 7 LAF RERRSe ATP fEA R ST
BiboTnsd, I har RUTIXhENT3 BREL AL TEBY, TORFETX 7 LAF K
AR ATP PEAE 7R EMMIERICHERETE T, I ha v R TIRICEBI L ER Z 235
DTIEWEHERN S D, F72 hENT3 232 < BB D fEfkERC~ 27 v 7 7 —VI3NRA
PRI 7 L AF REAEARTET, AANLDX 7 LAF REZRDIADMLEND D, T D
728 hENT3 OREFIC L DRSS~/ 07 7= TOBRENELAZENEZBND
2, HOREMERBZBIESEIT A=A LEIAATH D,

EREER

H JERRE CA LN L EAFRNE, 28, FWE, 0, MERERIEKT, O&EFF, B E,
JRFRIESCHE U DN 7o M Lo THA LD & &5 Faisalabad histiocytosis
(FHC) =° pigmented hypertrichosis with insulin dependent diabetes (PHID) T# 5
DY BB EOFERIZIN A T, B RIETER & FF O HEB]TIX, RIED BIEEL,
T, DRZE . BIHiR e & DRI A Bav, ESR, CRP, SAA 7 ED@MERIE~—H—M»
Fifid 5, HORIEMHRE L LTI U THRE S/ SLC29A3 FRFEIEDFLEHIL 7-10



HHORBENTRED H Y ABINIERE . TR Z RO ODIMEICRIR DOITRE 2380 7,
L2 LRER I3 o0 B CRIEVEIR R & 570 0 BEEEFR O 720,

ERIREE

FLEMNL SN TRV, JEFIRE DN DRI RE AT oA RLIEAT v A FYETH 8 A
(NSAID) (ZCTHER DRI LT D, AT B A NIZEEICEE-S TE IXFHRT 5, HLINF
FIFI L B IL-1 WHNT N TH D23, Hi IL-6 A CTHRESC K FEREIR 2N B8, U 7= JE 1 23 B
Rand,

H
HAMwAK, HEME]



<P 7 —F ¥ — b >SLC29A3 R B IE

BE - : XV AF KT AR—F—Toh Hhuman equilibrative
nucleoside transporter 3 (hENT3) & 22— K95 SLC29ASE A 1 XHIEERE D
BB & LTl S, SLC29A3EFAE Tl 7 U TR B A B %
T 5, 2019FF DR T2O B RPFE L I T D, HAEG R 1L 6 38 18 FlE
(Hyperpigmentation), % % Jif (Hypertrichosis), M &
(Hepatosplenomegaly), l[}%‘}ﬁ? (Heart anomalies), ¥EHE (Hearing loss),
PEAREEBEIS TJE (Hypogonadism), K&K (low Height) DEAX T % & - T
2 EZ T, BERFIFEFE TR O SV DIIHE TR E 220 KREDBRILE

(IFEALEIEITE) THOH ., WNTFRELOELOWME, a7 5
N5, WEWRMIMNC S, A CRERE, B, IRERZZH . BHmm O B E k&
R ENIALIND, —EBOIER TRIENFiG: LIE, TH., LEXR2EDH
CRIEMEEOIRELZ 295, FEREFLRR I3 < OMFRERDTE D S,
FHARERIZRENT3 Z Z < BBLT A5 Z &6, MEK COMBREENHLE IS,
SLC29ASE AL+ D25 FL | 3 fth O AR ERIE T & A pigmented hypertrlchosm with
insulin—dependent diabetes mellitus (PHID) ., Faisalabad histiocytosis
(FHC) . Rosai-Dorfman disease(RDD) X°sinus histiocytosis with massive
lymphadenopathy (SHML) 72 EDJRKRTH Y . T BIEFE—D AT T AD
RBTHLEEXLNTND




SLC29ABREIEDBW 7 v —F % — |

- ESR, CRP, SAAZ: EDRIENFHGET 5
- AN TR, DIER I E AR YIRS
TR R T IR AR 8 2 3 2 SER] CTIXSLC29A3 H FiE % 5% ©
(FE 7B MEMRICEIEI R A D EF LR E SN TR Y, FEERS
N WIER 72 ED 2 7k 2 B3 DB RIER C LR 2 3 5)

HFEBERY: PHID FHD SHML

[P~ DI — - + +
R ERENE

%F

B P

IR R

K8 K

PR REIE T
LR

Jis€ S RSRES

FEst oy iR A~ 2

A 2 RV ARIFPER:
7 FoBER

A0 SCREHE

FHe o fakE

Bk faii

B ORI - -
' BEPRAEIE + — — -
Y o HENR - + + +
DA e + - - -~

I+ +
_|_

+ 4+ o+ o+t
+ +
+ +

+ + + + 1 |

I e — IS
+ I+ !

| |

PLoS One. 2012;7(1):e297080>58|H., —dkZ®

[ sLc2oAsiE i i

¥ \

(7 v ez Re o) (w7 0 ks R L

¥

S

=
m [



Sheet1

						SLC29A3変異が原因となる症候群

						H症候群 ショウコウグン		PHID		FHD		SHML

				鼻腔への浸潤 ビクウ シンジュン		－		−		＋		＋

				色素過剰症 シキソ カジョウ ショウ		＋		＋		−		−

				多毛 タモウ		＋		＋		−		−

				感音性難聴 カンオンセイ ナンチョウ		＋		−		＋		＋

				肝腫大 カンシュダイ		＋		＋		−		＋

				低身長 テイシンチョウ		＋		＋		＋		＋

				性腺機能低下 セイセン キノウ テイカ		＋		−		＋		−

				女性化乳房 ジョセイ カ ニュウボウ		＋		−		−		−

				思春期早遅発 シシュンキ ハヤ チハツ		－		＋		−		−

				膵外分泌機能不全 スイ ガイブンピツ キノウフゼン		－		＋		−		−

				インスリン依存型糖尿病 イゾンガタ トウニョウビョウ		−		＋		−		−

				ブドウ膜炎 マクエン		＋		−		＋		＋

				外反母趾 ガイハンボシ		＋		−		−		−

				手指の拘縮 シュシ コウシュク		＋		−		＋		−

				趾の拘縮 アシユビ コウシュク		＋		−		＋		−

				足首の拘縮 アシクビ コウシュク		−		−		＋		−

				骨髄線維症 コツズイ センイ ショウ		＋		−		−		＋

				リンパ節腫脹 セツ シュチョウ		−		＋		＋		＋

				心奇形 シン キケイ		＋		−		−		−

				PLoS One. 2012;7(1):e29708から引用、一部改変 インヨウ イチブ カイヘン
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Deficiency of the interleukin—l-receptor antagonist (DIRA)
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