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BI~&ThHb, MRUOHEL»E:C

H7CQ2 HA20 icxd 2 areF vofEit?
- HA20 o¥liliaHE L L Car e F VRfk G I3 F R I N5, H L, MR HEE ZREFNITN
LCoBAMEIRZL . AL LGRS LRy, BillofEs» : C

#7 CQ3  HA20 icxd 240 TAERYEE (PT TNF &k, Pt IL-1 8%, P IL-6 &k, JAK
PHEAZ &) oL ?
-HA20 O F/EMEIG] S L X REERHHIICHN L, are F v LEIBKE 2 7 1 4 Fikise
B 5 GO RIESIIHIT & 2 WEEFlIC O W TiE, WA D4 THERYEE o {f ] A3 HERE X
Nz, RPOHE»X : C

+7CQ4  HA20 i3 2 Mmipi i fi o g1 ?

- HA20 o043 2 & el faianid, (30 o I 2 nEclRRESIIHcE 3, lE -
FEREE PR E % & 2 TRERC. A0FT 2 B O R B o fil i 23 R EE 7w G BRE L
THEREINS, RlokE»x :C

CQ2: PAPAJEMERED R (BIBRE A7 v 4 FRLikG 8T KEAT 04 FRS,
PUIL-1 835,90 TNF BE, SEMHAE (735470 vigd) ) ofEbEix ?
¥ 7 CQ1 PAPAJEMFEICHN S 2HIEKE AT v A FORH G OHEREIL?
- BFEIRZE. BRI, B RIEEROMIHIZ BV LC, BIBRER T v 4 FOoeg#51d
eI N2, 7272 LT mRzRD O NRIEFNICN I 218K & L 7= i3k 5 ~ %

THb, WRilofEnrs:C

Y7 CQ2  PAPAJEMRFEICH 3 2 BIEI R I $ 2 HIEKE A T v A F RS OfESEL ?
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BEEIR IS 2 BIERE AT v A FORAG (BETER) (3, RIEQIIH 23155 © & 5,
REHRAIC ISR S vy, RPLOHEDL X C

#7°CQ3  PAPAJEMEREICH 3 2 91 IL-1 L o St 1% ?

- B R L 2 HRER O Il —E BRI EAIIRE S . PAPA SEMERFICH L <L IL-1 ik
XEEEIND, 2720, TBE~OFRIZEENTH » BRI ITHELRE X vy,

WO HED» X : C

#7 CQ4  PAPA FEEREICH T 5 51 TNF L O HESE 1L ?

- BREAER. B X OeH RFEEROUGELZ HiWE LC, $T TNF JEEOEEIZTERE IS,
- BAEf ISR 2 51 TNF Lz, 2R+ Th v, 2 ORI ICITHELRE X i
WV, RELDHE,IE : C

Y7 CQ5  PAPA SEMREEICH 3 2 IEMNHIF (73 F4 7Y v 72 L) OHEREIL?
- S D1 53 BRI BFREIR I AR 23R © & 7 BIEIAR - &8 RAERER I
TEMECOCTHFHIEARETH % 720, FBMRAYIC IR S v, RWLOHEL,E : C

CQ3: i - FTEREF O 50 EIRKEAT 24 F, AL F Y-t e FrFsonm
¥y, oYX 7 JAKHERE (NY o F=77%L)) ofbEiz?

Y7 CQ1  HfE - PTERMEGRE IO T 2 RIEKE AT a4 F oL ?
CEERIEROSEEZ AN E LT, BIRRER T 04 FoegfkbiiEgshns, 270, +
DINRDBED O N WIEFNICN T 2188 LR I3kET 2 & TH 5,

WO X = C

Y7 CQ2 ek - PARHEMRFICH 52 A F b L F 9 — F ORI ?
CEEARIEROWE R HIE LT, AP L F I — oG5 EEINS, RILOHEH»E : C

+ 7 CQ3 - PRHERESICR T2 e FaFs ronx v otz ?
ERIEROWEZHNE LT e FeFx o r oo x v oG 3R I HER X rwny,
R DFEL» X 2 C

Y7 CO4 Pk - PARHEMERICH 5 b2 ) X~ 7 DHERE L ?
HRIEROSEEZHIE LT, PV X7 ok bGI3EREI NS, RO, C
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Y7 CQ5 e - PURHIEMRE I S 2 JAK FHESR (N) v F =774 8) o5t ?
CHREROSGEEZ BV E LT, JAKIHEROK G 3EE I N5, Fic, BIEKEAT 04
FORESNEELIEGICH T, HHEZEEST & THD, RlofEsrZ : C

CQ4: FiEtE bR, (FMF) O&ih (ar e F v, HUIL-1 8%, 1 TNFRE, BIE5
HAT oA Vg, YLIL-6 Bk, % Ofhoini) OHEREL?

+7 CQl FMFiZxd 2% are 5 v ot ?

- FMF BRIfic 5T anv e 5V E NI FREAIE TR ICHERE S v, GOFED PRIRIR
bHIfFcE 5, MAPUOMELT A

- FMF JRHRIBIc 5 Cav e F VEBINIRISBREE PPICHR I 2, ared v A
JEtE L o 2B IXZMO RIEL % BT 5, MllofEs» < : C

# 7 CQ2 FMF o4 351 IL-1 k(A F *F X< 7) o3 ?

- FMF JWAIBIc B51F 2 A FF X~ 7Oz, BEOHFET 2 mEHAED a v e 7 v &k
et G L CH M DR 2RO 256 B I NS, Bl @ B

- FMF JEHIIGIIC 3 2 A+ F X~ 7 oIk, BFOFART 2RaEHEDa reF v %
B G- L < b BBl o REAFRELZ R0 256, EEZ 2R L7z ez ol 2%
ELTH X, BilofEs» < : C

# 7 CQ3 FMF IZfd 241 TNF L (&2 Axr2 7, A v 7 ) Fo~ThE) OfflE
i3 ?

- FMF #8Ificnf 3 2 51 TNF ki, BEOFART 2 mEHED a v e F v ik 5
LC MR DFRMFEEZ R, PUIL-1 FEPSEATE 2 WA T - 3RA T+ ogE
ZOMEMZEELTY v, RO, X : C

- FMF FEHUAIGIIC T3~ 2§71 TNF BE O A oM (3B S ORI REETH b . FERRAY I 134
Bahkhw,  BllofEs»x :C

47 CQ4 FMF I+ 2 EIBKE AT 1 4 Fay b oHtiEis ?
- FMF SGIIC 50 CRIBRE 2 7 v 4 R a5 3 B3t s hrwy, 272L,
127> DB TN T & 72\ FMF OBk 288/ 2 HIYCORMMERZE B L T X,
BlOHED X : C

- FMF JEHUBFIC 5 CRIBRE 2 7 0 4 F 215 33EE C 3 HiRETh 5. 727
L, 132D CHIfI < % 72\ FMF OfER 2 #ERI$ 2 B CORBERZ @ LT X
v, B O X C
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+ 7 CQ5 FMF iZxt3 2 i IL-6 L O HELE (X ?

- FMF $WBIflic 513 2 + o ) = 7O, BeFET In g V- X280 2565,
BEOHFET sREmARD IV T VA2 ENIRL T bR ORI 2D 25610
g, Fric, PLIL-1EE (BFFX~7) PMHEHTE Rl RIGHIc 2w i fER
BRI NG, RWOHE,» X B

- FMF JEHIGEICT 32 b o ) X~ 7 ol 3B I FHili A RE T o b . BRI IC 13 HE
wIhiw, RPOHE?LZ : C

+ 7 CQ6 Dtk

- FMF 1233 3 2 ofinigE e L<C, A v &2 —7xzu v (FN)-a, £7 Vv, %+ F<4
FRERDHL. ZNHICONWTIRIET v 2B X WHMFIC L 2RV, KA
NI A4 v ClSRELIIECTE b o/, LANICS B0 SCHREHT ©fF & L2 B rRid s X
Uit % il 3 5

CQ5:FMF ic&4Bf L 7= AA 7 2 u 4 F—3 20K iHEE (U IL-6 &k, §T IL-1 %%, T TNF
BE, are Ty, B OHERIL?

$7CQl FMFIcEHL7ZAAT I v F—= RICF 2P0 IL-6 EEEOHERE L ?

“FMF IZ&PFL7ZAA T I v A4 F—vRicxf L, are F v ohi IL-1 FikZh & o BFnE
THBEREE RS ICE, PLIL-6 L (PP VX< 7) OFEfEZREL T L\,
BHLOFED» X : C

¥ 7 CQ2 FMFICAPEL7ZAA T I o4 F—v 2Ich 3 250 IL-1 ko HESE 13 ?
“FMF IC&BEL72AA 7 384 F—v RIc LT IL-1 kg ns,
R DOHED X 1 C

#7CQ3 FMFICAHEL7ZAA T 204 F— 29 351 TNF ko HERE 1 ?
«FMF Ic&ff L7z AA 7 3 v 4 F—v R332 91 TNF JFEEid, —#HClREA DA I
T2 EMESRE SN TED, ar e F Pl IL-1 FEEICRIGD L IR B & i fi
HAEHEELTH L, B X = C

#7CQ4 FMFICAPFL7ZAAT a4 F=vRicxfd 5 areF oty ?

sFMF ic&FL72AA 7304 F—o 2BV T, BT7 I F— 2R TFiCEN
JRIEA 2B E LT, areF vyofkG53ERINDS, 7277 L., BHREEREDHEIT L 72 5ER]
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TIHPRIEIL 2 k370, KRGROMELZITS, Rl E : C

Y7 CQ5 FMFICAPFLZAAT I 4 F—o RICh3 5 BEBEOHELE L ?
- FMF & BfL72 AA 7 384 F—v 2 X 2 RAB A 2o BF R LT, BREEE
LCEBBIHIIERS NS, WM DHEH S : C

CQo : JEHItESEEN - 7 7 ZPE NS - B S - SHEL ) v iR (PFAPA) D &R (v A F
PRI, FEEASEMERE PSL WA, RBRIEHIN, §UIL-1 5%k, ar e 5 v PHAR) O

B ?

#7 CQ1 PFAPA ICX$4 2 v A5 v FHiNRDOHERE X ?
c U AFVVPRINIRE. RIEOWElO o DiREE LTEREI NS, 2L, TR
DD HNTR WIEFNIC T 28R L LTI 2 & Th 2, RMlofEsrx: C

+ 7 CQ2 PFAPA ICx) 3 % F8EAFEFIRF PSL WARDHESE 13 ?
- FERFEE oMM 2 HIIC L 72 PSL NARIZHERE I N5, 72720, flRBIcfiflans 2 &
vk s, EEAFHIEI NG, RlofEr s B

# 7 CQ3 PFAPA i * 9 2 JRBkfif il o #ed2 13 2

- BRI I A RS R D B C R 2 20 NG, Lo LAasb, AEIRH
MV CX 2RETH Y, BEOHSTERCFMOY X7 2ER L 72 L TRAMIC
T ~E2Ths, MMloHEIZ:A

7 CQ4 PFAPA iIcxf 3 241 IL-1 EE o HERE I ?
PUIL-1 2 0 REFAEIHNC B 3 2 B0 13D B D ARIE DFEFIIRE IR S TEH D |
WHRF TR S e v, RlofE» & 2 C

+7 CQ5 PFAPA ICXf¥ % 3t F v FHMIROHEEE I ?

cane F v TPHNIRE REFIEGI R E A OREE L2 b0 TiRARSZET VR
L LR, ZetEb thdiaHR & L THESZ L TR & h b i oiaiEEic X v ¥
BFENE D IH]C & R VIEFNICIRE L CREM ZE L T L v RIMDfER» : C
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BB DR
A20 » 7 v R4LfE (Haploinsufficiency of A20: HA20) » % \» i A20 KRiEEE (A20
deficiency)

EEER

A20 »~ 7 v A~ 2E (Haploinsufficiency of A20 : HA20) X, 7NFAIP3&in 1A RIC X b ¥
9 5 W EAREMERE O H CRIEMEETH 5, A20 ORRERKFIC X V. RIEMEY
A +HhAvTHD TNF-a, IL-6, IL-1 B »EBPEL S, KIEWEOENT 7 4, 2
BEfER. HLEEEEO~N—F = v MELUER 2 EETRIET 5, 3 TICEMNT 50 AEH]
ERFERINTEHY, Bt CREWEE O T HHERSE O mWEIETH 2,

JFH - JRRE

TNFAIP3 BT I X D) 22— F N 345+ A20 |3, tumor necrosis factor (TNF) — nuclear
factor (NF)- k B #2#% % {NGIA ICERET 32 0 FCdh %, 2015 4F 12 Hic TNFAIP3 81D
NT AR RIGER L CHEREREIERIER CRIES 2B & LT HA20 2BHlE I
72(1). EFGEY2E A2 E I R L T 2 e RIE RS RERE D EFR 8 ¢ I3 A20
RIBAE(A20 deficiency) & L CHg#E LT %, HA20 IHEFERETR—F = v MRERDSE
Kz aEEL L THREINTEY, HERIERX—F = v MR, &5V IEEEEX—F
v MR DRI ND Z LD D,

A20 43I i3 N SRIRFEISIC ovarian tumor (OTU) F X 4 v & C REFGEIRIC 7 DD zinc
finger(ZF) F A A V3B Y, 2NZNTNF-a ¥ 7 F MmERKICE T OTU F A4 id
receptor interacting protein kinase 1 (RIP1)® K63 KV 2 ¥ F viHZ iz ¥ F v {L3 2
(EFIAH L. 4 BE®D ZF A RIP1IC K48 HF 2L % F VA INT 22 & T, 7077 —
I X VT 2EH%ZFF2(2, 3), 72, 7THHD ZF FE#HRK2 e F VL HEET 2
ZLT, VAV FRBICX VS BIRETERL X5 L35 TNF ZEREER. 22 Icad
% linear ubiquitin chain assembly complex (LUBAC), inhibitor of NF- « B kinase (IKK)#
Hik7s & D NF- « B iEWAL TR Ot 2 RS 2 BeEA A L T3 (4), Thd 3 DDfF
FZ X > T, A20 (3 TNF - NF- « B B ICR L Cililiyic@< c e icke 3, £72, A20 13
SRR G D 4 v 4 —7 = v ViR (interferon regulatory factor : IRF) & & FHET 3
%, TORETIE, & — VIR ABIATH B retinoic acid-inducible gene I(RIG-) EEZ &
RO TFRICEVTIRF3D ) YIRLFAHEIC L D 14 v 2 —7 x v v (IFN)BEFARB L,
Z nicki { Janus kinase(JAK)/signal transducer and activator of transcription(STAT)#%i%
DML X » IFN-inducible-genes(ISG) DERE A FHE X L5, A20 1 IRF3 @ V v (L
i P37y TANK- binding kinase 1 (TBK1)/inducible I « B kinase (IKKi)IiZ#E#& L 72 K63
falR)av*FvHEzlav*F b3 Lic kb, T o—E#HOREEE % PN ICHHE
fiLTw3(5),

85



HA20 % Tld, A20 D Fu R X - T, Bl D X 5 RERD RIEIGE > 7 F MEiE
Xt 3 A20 OHIFHIEFIEIER 25584 % 2 & T RAEEY A P A4 v TH B TNF-a.
IL-6, IL-1B %% 1 B IFN 25@BFEE S, 250 RIERE(T b b HORIEWER)
EELDZEEZLNTWD,

&

EINCIEBAE £ TITHK) 30 56% 50 iEFIMA L T v 5, HREfENLERER T
FAEL. RELD FmWT L h o, EnthE S RAEERE O P CIIHEBREE S & WIRE T
HoLiEIEING,

ER R R

FrAE YA & 20 i F O BRI IR SEE S 5 (L, 8k <l 30 mERiT#: < o FEWI
DWED B 2), FEIMERED 2 W ILELEDRE, KEWOENT 7 2 K2, BYfiEIC
Mz, SEEEE. HLERES., JEIERL Vo —F v MEROIEKZ 2T 2,
AITo HA20 OETHERE £ & D WG Tk, KIREHANR 2 80.2%, KIEM:FEE A
70.4% & BAFE DS < . R CHEEAEIR 23 56.3%. K FIRA CIEEEE. MEtRssrz e
) 30%FEETH 572(6), AIRETIZ, R—F = v MEELORIA % 52 —J7 CKIF
I3 25 0 IR 28 D SR FE 23 LB IR W 72 0 . 1990 4E > BD [ BRE5 i 56 #E (Criteria of the
International Study Group for diagnosis BD: ISGFBD)(7) Z i 7= 3 & 13 4 EIfRETH % &
E BRI TITb NI S I AR IC BT RINT W5 (8), HIEEIXF—LREH T
LRI—KEZNTH > THIEFI T L ICER Y, MY T~ F—T X, HORZEHEITFL.
B C Rt AR 2 T BIBE IR 75 & 0 H SRR C IgA B R 4 7 v — PREERE O ff
HKhRHoNbLbdH b,

BRERTR

FEFAER I I BR8N, C KIGHEZ v o327 (CRP)®RIMET I v 4 F A @ FF, #
DMHED A SN B 25, FIEBIRIMIC 2 o 235E I IEHAL 3 2R & . RIEM IG5 F e
TRIEGIDTEAET B, 72, KIBEORENT 7 2 D AT 5 7n BEIEHICIE, FERB A S
NTWT D IMEHRE LIFRERIEA LR LW H 2, BEX—F = v MEEERD
ERD -0, EFMmBEE, HLENESERE., PET-CT MELREPEHTH 5, R~ —
F v MEBROFTR L LT, BP0 IL-6 IRERREEE R BdH b, —F v M
[FIRRIC SRR G L 72 2 2 L 3B %, R FWME L L <. TNFAIP3EIGTICHER
A R2AD 5, HORERBAHEICIZZNENICHIE L ZREFTRAGEE 20 5
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EHEFEIE (W 20 FERii) O R —F = v MFCH ROEREEEE BB HEE S L < —
F v MRS REFRIZ, HA20 b b, 72, HERETR—F = v MROBZKIELEL
7z T TN R —F = v MFERIER NI U T 2 EG (AR DTN 28 D B %) | HF5E
iE D RAEMERRE . PFAPA JEMERE (A HIIENE o #HAREG 72 &), & FEFIE < MEFV
EARTICRIRZE 2 % 520 TR X - KiEE iy, B CRBE B L R0 (3 CR%
MERIRARE . FZERERAfI R, 28 ) 7~ b —F 2, HOREERFE, T BRERKE R &)
73 HA20 % %¢ 5 fEITH %,

AR OBWICKE (b 2 TNFAIP3 R FEERELERICOWT, ZOKRKED L7 L
— LV T NVER, FURVAERBIUVRAT T4 ARG OERL EORYKIEa N v Rg
RIERCHZ, I ARV ZERSVBAEEOEET %, ZHcEV»CIZRIKRIGa v
FARERCHNITEEELZ RO IRV EEZ LN, RERAHD I 2+
Y AL R /NBIERRIE T, R T T 4 AENIZE R T & DA & A D in vitro BEREFEERIC
X W IREME DA HETH 5,

F 7o, o HORAEMRE (REERHEE, 27 VA v BLEEIAEVEREE. TNF %
FAR B SR, G- PERTREMERE. PAPA JEERE, Blau SEMREE/ FERIEF L a4 F
— ¥ A @ IgD FEMERE/ A N v v ¥ - — € RIBSE, PFAPA JEMERE) . 45 F MR BRI AT 28
BERGYE, SEEEER, B EY. YV~ BEFER. X—F = v MEZET
LREBD B,
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LUF i HA20 O 2 Wit () %R ¥,
Definite : A® 2 B+ B 1 IHH+ C %2723 b D
Probable : AdD 1IHH + C#iiii7=3 b D

AJEIK

DOREMHFE

QREMOERNTI4

QT #i. MEZFDHILEER

@5 2R E S

GBI %

CORB(EEBRRRD . BEKRKRD. HBEMARRES L)
OIRFER (ML ERRA R BIESESELGL)
@BECREKBERBCREEFRIRELX. BCREMFXLL)

BIREFMR
ORAEFT RI5ME
QE & Mm%
it Rt HERIS 14

C. BIZZHRE
TNFAIP3 B FICKE BB ELEEFRNHD
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FRoZkiikdEEr 7o —F»— b L LTKELT 5,

A20\TOFRSEDZEHIO—Fv—k

B R RO SEL VI
EFRIECORUT)TUTORA—FyMRRERETTEMNS IR ERA—FyMR). $
BEREARBETECIEESNDIEFDRRAZLT HH, MEFLEET S,

BEERIEIR L. BEAIMER#HDOTBESE O FHEB6%), REMEARRAT I277%). K5(36%), B
FEAAWIZINZ . S EEREE(55%). JHILBERZE(55%). SAESEREREH TILORE L SF-R—
FryMEBOEREET S, *ONOEE L2201 7EICHREINF-MES X EMEOERLYSIA,

HLA-B51., HLA-A26[ZTE R —F = MREFI X BRI Sh iz,

l

AJEIR

DREEFHER

OREMHORANTIZ

QT #. MEZHDHILEER

@5\ EERES

GREET#

CRB( EEXHRD . BERRKRD. BHEANERSLRE)
DIRERMIE BHEAE L BIESESELLE)
@BECREAERERBECRELFIRELX. BCREEFRTE)

BREMER
OREEFT RI5MH
QE & MmbsE
Oft RIT BRI

CiEEFRE
TNFAIPS B FIZRERELEFEDS

' ' }

AD2IER LI E+BOIIERLLE ADIIER L E ABZEH=&3 . CE#HI=-FHD*
+CEiG-LI=t M +CHFiE=LI=t M CHEiGI=SsHLED
A20/\TOFR L5 A20/\TOFLHE A20\TOFRLE
(Definite case) (Probable case) TIEALY

EL EREIL TABOIERZH-LI-FR TA20N\TORLIELT S
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HBEOBME
fiil %2 DIFEFNC X o TIER ISR Th . FHIEE D Rr 5 72 OEH] & & ITIRFEZER L,

BHEOMHBEECHEREOUGE, thAEEIRZND L 2 HEICHBEETET 5,

Too BEHICIZR—F = v MEEORE S T Tk { HEREEEBOHEFE. 1B MEFREE S

IS 2 2 SIER B L WIREBICELBRONE 2 &b H 2 o ERRECENN A BR» 0

HTh b,

FBEO T T v A - HEROFENICE L < (1T #3E] 23w, DIT. HA20 A

IS S N 2RO % LT %,

(1) JE2 7 v 4 FEEHZIESHK (NSAIDs)

FEEAR IR DARRIC —E DR R WIFE X N 5 28, RN RREOSEE ICIZEL L A,

(2) arevFyv
HA20 i3~ —F = v MRROERKRGEZ 2T 2RETH Y, YIEEE LTareF vy
BIRIND 2 &23% 0, FEMEGREZH L R WBEFICR L T3 — 0B %R &
EOREINTW5(1,8,9),

Q) RIBEERT v 4 FeHis
AT A4 FRERG IR IHLEHER 7 & 3RS 2 SE < HUA & 72 13
MEIF 72 & PR CTRA LN TEB YV B RGERH 2 23, JE S R 2 HGH b f77E L.
RAEFT R OBIEREIER 2 ML 222 b H 5,

(4) SaEamdilZE
S MG LAE % DFEFI DA T 2 AR AP 2 HC R B OREICHE U T3
%, BlziE, BfEiREHETZEFICHLTA F L FF— L+, RIEWBIEREEZET 51
BIES5-T I/ H YV FABLTFFA 7Y v . 28z ) 7~ b =7 2G0T L T 2
a7z ) —ABET 2 FABRERRE SN, RAOERICENELEbH L, LirLk
2o, FEIEHFAS HOREERZ AT 2 L5 RiEfl 0% < 2MuAl L ot T To
WETH Y, HA20 DIRBEICE T 2 2 1 Z O IEANC DT OH R D FH 13 R < &
%,

(5) 4> THRRYEE
areFYREIEKERAT v A FEHEE tho R inslE o c RIS EL L B
DIRSE - B RAEE YT b s X5 REEGNIC S TENEOE AL HEE I NS,
7277 L. WEROHA S HA20 ioxf L CTlRIEEEIGICH 3,

TNFPHESR (L v 7V Fo~T  FEYL=T, T2 37 MERHINE L0
% { —EDRRHE TN T 5 53(8, 10), oI R E 72 13 —RIWEH % 2 725
FEG] D WG TN Tw 5, #sbcix, TNF BHESIC X 26BN E3Z L WELEGNCR L
TIL-1HERTCHETFF v I, AFFX~T7, VuFre 7 P BEHI Lo EE
CIBENTH o2 INT W3S (9-11), IL-6 HEIR(F > V) X= 7)) 2MlEH & =g ©
FRT a4 F OB FIRE & 72 o 72AEHI D B 5 — 77 TR F 72 13 RIS CRIG
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3k 4 TH 5(8,12,13), F 7. JAK FHEZ TR BIHEIHIC ISG FH A L5 L 72 HA20
BECHMTH S L OMELD 5 (14),

(6) &I AEFEAE (hematopoietic stem cell transplantation: HSCT)
VAR % & TRk 2 T iR I o BB o RIEMRREC A SR E R oI % B
IS FEME X 4L, SAERRRE I L CIIARIBI R ia kI 7 2 ATREME 23 H 5 (15, 16), L %
LZaso, RIMOBAMERRHTH 5 2 &, dEilifilastbic 510 2 BE R A0ES
K OBRER1E ERSIC X 18 MRRERIEE O Y 2 7 ORER S 2, £ 72, HA20 O LKA
RBIC X 2 AT DN RS I3 A D I3 A S N3 EIE L FEIR DO I ICO %03 5 wlRENE:
BB EICHFEEBLETD D,

S 75451
AERIRABBLEETH 5 720, H 4 OFEFNCIE U CTHEEHER S X HBEALETH
%,
(1) areF v FEEESI)
HA: 1THO0.5mg% 1~2[ENC 73 1) TR S (1 H R 52 13 1.5mg)
/N1 H 0.01~0.02mg/kg % 1~2 [EC 7 1 CTREO% G (7272 LIRA EIRZ# 2 7w 2
L)
(2) EIBEEAT a4 FEfifks
7L F=vurv(PSL):1H 05~1.0mg/kg % 2~3 [ F TROK S, fERE R aH
bk
(3) A TAEREE (3D EEE IS
- L TNF #&ik: A CHEABRELH 2034 v 7V Fo~7, TXI)L~T, TX
It T b, )L TTH DL, £ NENOIEF O MIGE FFEM R RS &, ~—
Frv MR, 7r— VA2 ERL G REMET 2,
SPUIL-1 & AR D DIIAF XX~ TH Y, 1[0l d4mg/kg % 48T
B HE L7205 5, 1 EEEHARIE 300mg &35,
s PUIL-6 i b ) X~ 7L LT 1[0 8mg/kg % 4 MR CRiET 5,
JAK FHEA]: A CHEARESH 2 DIF 77 F=7CTH Y, /NEHIT 1 6] 5mg
Z 1 H1ERAKS LWmERH 2, . A CHERFTREZR S DTl Moo /NEH)
TNV F=T7omgx 1 HI1EROKS L-HELD 5,

Fi&

AHEICD 2B RIED 7D ICBEQEHFOHIIAEFE I NG, A TRIIRIFE INT
Vw323, THALE RIS X Y BOERRE 2 o 2 RERI D B, F 7o IREHEHUH T IXIRAEIR
X B ENEE, BHORRREIC X 2 LIREGREE S ETL 9 5, Lo L, JREBLE L
LT o HBEERSIMEBD Y vz, RIINZFRICBAL TZE ZAWRET 2% .
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N—F x v MEERAER NS & iR 2 ICBEEL T 5 2 L ab 20T, IRBESE. BE(E
SIS LB IARICAT S i kv, E7z, ARBCHCRIEREBIIED Y X 7 M T
BY ., FHRAMERERE . MHREEFOMBEA IO HABET 2LELH 5, RIAWICKIER
JEERFICIE T S v A4 F A)BFft a2 R~ 356 B LB 7 (v f F—v 20 "7
1A PV A~DHERPEETE v, KEFKD SEEY v lEORERED LA
BRI NDH, T—2EMBPZ L WD RHTH 5,

2R

A20 7 B ANRIE DPR A T/NRIETERFE BN, T5EHEH (325) 10EE T\ 5, HA20
OIEFHER) e EFERE BT ETE L v s, AF 5 4 8 ARF CIIIEEER O B HE L L T
Barthel index IC & 2 EEE DL O TEHE Y, EEPBINR o T3, 5l
HRIEH & v % — D~ — (https://www.nanbyou.or.jp) # S & #1172 >,

EZ 3T

1. Zhou Q, Wang H, Schwartz DM, et al. Loss-of-function mutations in TNFAIP3 leading to
A20 haploinsufficiency cause an early-onset autoinflammatory disease. Nat Genet.
2016;48(1):67-73.

2. Boone DL, Turer EE, Lee EG, et al. The ubiquitin-modifying enzyme A20 is required for
termination of Toll-like receptor responses. Nat Immunol. 2004;5(10):1052-60.

3. Mauro C, Pacifico F, Lavorgna A, et al. ABIN-1 binds to NEMO/IKKgamma and
co-operates with A20 in inhibiting NF-kappaB. ] Biol Chem. 2006;281(27):18482-8.

4. Tokunaga F, Nishimasu H, Ishitani R, et al. Specific recognition of linear polyubiquitin by
A20 zinc finger 7 is involved in NF- k B regulation. Embo j. 2012;31(19):3856-70.

5. Catrysse L, Vereecke L, Beyaert R, et al. A20 in inflammation and autoimmunity. Trends
Immunol. 2014;35(1):22-31.

6. Kadowaki T, Kadowaki S, Ohnishi H. A20 Haploinsufficiency in East Asia. Front Immunol.
2021;12:780689.

7. Criteria for diagnosis of Behcet's disease. International Study Group for Behcet's Disease.
Lancet. 1990;335(8697):1078-80.

8. Kadowaki T, Ohnishi H, Kawamoto N, et al. Haploinsufficiency of A20 causes
autoinflammatory and autoimmune disorders. J Allergy Clin Immunol. 2018;141(4):1485-8
ell.

9. Aeschlimann FA, Batu ED, Canna SW, et al. A20 haploinsufficiency (HA20): clinical
phenotypes and disease course of patients with a newly recognised NF-kB-mediated
autoinflammatory disease. Ann Rheum Dis. 2018;77(5):728-35.

10. Berteau F, Rouviere B, Delluc A, et al. Autosomic dominant familial Behcet disease and

92



haploinsufficiency A20: A review of the literature. Autoimmun Rev. 2018;17(8):809-15.

11. Gans MD, Wang H, Moura NS, et al. A20 Haploinsufficiency Presenting with a
Combined Immunodeficiency. ] Clin Immunol. 2020;40(7):1041-4.

12. Lawless D, Pathak S, Scambler TE, et al. A Case of Adult-Onset Still's Disease Caused by
a Novel Splicing Mutation in TNFAIP3 Successfully Treated With Tocilizumab. Front
Immunol. 2018;9:1527.

13. Ohnishi H, Kawamoto N, Seishima M, et al. A Japanese family case with juvenile onset
Behget's disease caused by TNFAIP3 mutation. Allergol Int. 2017;66(1):146-8.

14. Schwartz DM, Blackstone SA, Sampaio-Moura N, et al. Type I interferon signature
predicts response to JAK inhibition in haploinsufficiency of A20. Ann Rheum Dis.
2020;79(3):429-31.

15. Duncan CJA, Dinnigan E, Theobald R, et al. Early-onset autoimmune disease due to a
heterozygous loss-of-function mutation in TNFAIP3 (A20). Ann Rheum Dis.
2018;77(5):783-6.

16. Shiraki M, Williams E, Yokoyama N, et al. Hematopoietic Cell Transplantation

Ameliorates Autoinflammation in A20 Haploinsufficiency. ] Clin Immunol. 2021.

93



	西小森隆太（成果申告書） 106
	西小森隆太（成果申告書） 107
	西小森隆太（成果申告書） 108
	西小森隆太（成果申告書） 109
	西小森隆太（成果申告書） 110
	西小森隆太（成果申告書） 111
	西小森隆太（成果申告書） 112
	西小森隆太（成果申告書） 113
	西小森隆太（成果申告書） 114
	西小森隆太（成果申告書） 115
	西小森隆太（成果申告書） 116
	西小森隆太（成果申告書） 117
	西小森隆太（成果申告書） 118
	西小森隆太（成果申告書） 119
	西小森隆太（成果申告書） 120
	西小森隆太（成果申告書） 121
	西小森隆太（成果申告書） 122
	西小森隆太（成果申告書） 123
	西小森隆太（成果申告書） 124
	西小森隆太（成果申告書） 125
	西小森隆太（成果申告書） 126
	西小森隆太（成果申告書） 127
	西小森隆太（成果申告書） 128



