6. F&

NOMID/CINCA JEFR ; FEBNZ LV BREDOZEIIH 505, FRIBEDL LIIAT B A K - NSAIDs 72 & O i #fy7e
SHEFRIEDOLOBE, Bl - TI0 A F— AR EDTD 0%FRLENENET BRNCELET 5 L END 7,
MWS ; BRI HEEERES 2/3 ORERI T/ NI IIE L. A 2@ L TEITT 5 98 & b, RIBEOEE . 25%
WCEHMEET Iaf F—2zE0 L. RABICBEREICEDFREENRH D 9,

FCAS ; NOMID/CINCA fEfEEE - MWS 12580 b D £ 9 R RMRORIEREEN - BT RS20 A, 89
QNTREICHHEMET I oA R—Y R %&%T L &5 10,

7. BIEESHE
1 DEEESBUTE D0, FHICKNTER2WESbLH 5,

1) Hoffman HM et al. : Mutation of a new gene encoding a putative pyrin-like protein causes familial cold
autoinflammatory syndrome and Muckle-Wells syndrome. Nat Genet 29, 301-305, 2001

2) Feldmann J et al. : Chronic infantile neurological cutaneous and articular syndrome is caused by
mutations in CIAS1, a gene highly expressed in polymorphonuclear cells and chondrocytes. Am J Hum
Genet 71, 198-203, 2002

3) ERIERtE ¥ — BHAMREPIICIEE R (BTEHELESE)  Crypyrin (7 VA B YY) ABMBVEGERR (F
% 28 4EFE) http//www.nanbyou.or.ip/entrv/2316

4) Laetitia A et al. : NALP3 forms an IL-1 § -processing inflammasome with increased activity in
Muckle-Wells autoinflammatory disorder, Immunity 20, 319-325, 2004

5) BRI E

6) Fik 24 FEEAFEE  THORIERE & ZOEGRBICN T 2HRBRABOMIL) OMEHICKIT 52
w7 —F¥—h

7) Preiur AM et al. : A chronic, infantile, neurological, cutaneous and articular (CINCA) syndrome. A specific
entity analysed in 30 patients. Scand J Rheumatol Suppl 66: 57-68, 1987

8) Jasmin B et al. : Hearing loss in Muckle-Wells syndrome. Arthtis Rheum 65 : 824-831, 2013

9) Aganna E et al. : Association of mutations in the NALP3/CIAS1/PYPAF1 gene with a broad phenotype
including recurrent fever, cold sensitivity, sensorineural deafness, and AA amyloidosis. Arthrits Rheum 46 :
2445-2452, 2002

10) Hoffman HM et al. : Familial cold autoinflammatory syndrome: phenotype and genotype of an autosomal
dominant periodic fever. J Allergy Clin Immunol 108: 615-620, 2001



FEREBIUR
Am g —ERIEBIE (MKD:Mevalonate Kinase Deficiency)

1. RABHE

AN CEEER S —EREE (MKD) $a LR 7 a— VASRRKIZED S A \a X —FMVK OiEHE
ETICXIVRETIHECRERRETHD, FRAKELEEERE L0, LIEHREINCREL, &0 IRTHEHA
RS, BEEER. MEERA A, BREERO A AT VBRI T, ER AR R Y OER
S, BN TIRIME IgD BESEZ < OFITROND Z & BNERBLDHR TH D3, AFRTOREF TITHIZEIC
IgD @ EHZBDHRNT &LL< BBITITEBRET 5, MM TR TIIEER OEIE M & WERA
WD, BN TIHEE ANREDBENED S, AFMOHEERERIT 10-20 4BETH 5,

2. RE

FARBERETIE. AL AT — L AESRICEbLS A n VEXF—F MK % 2— K45 WK BETTH 5,
RENFREINDIFEMRA D =X LFIFREATH BN, AN U BREO FHRORBED THE T T=VT T =)
Yo CEBOSHARNENEEORMEMEZIKICBITS IL-1 pOSWETLES TR E0NHBLTEY, IL-1B
BARBOFREBIZES L TNEEEX LN TN,

[A v BT —BEEDET L RIEDRE]

I HMG—CoA
HMG—CoAL& o 58—+t

& ¢ S =g a

L [sErEE—+

LB A SO BE

Small GTPase
DEMEIE

[Stojanov S, Curr Opin Rheumatol ; 2005] % iR



3. EEERE
% < IFLEH R BN IEEERC, BAEER. U o oNEERR e KA D BRI WO B TRIET D, AT
1. UV F L AERRER COFEREZEY 2L 0nh D, LLTFICERBEEFORAEIERE2 2T 3,

(1) U v/ iR

(i) 2%« WBORENEL, BEROEREHI ZEbH D,

(i) JEERER « . THL IR EAFR0 6N D,

(iv) BAERAEIR : 2 < ITEBIEC R BIE 72 & RBIf & Bl & L7 BIEiR ORI K TH D,
(v) Zoffs: OERNT 7 2 REBRE R CHBEEREZRO D Z 035 5,

4. 2K

FEIERIHNCITBRYME & KB+ 5 Z L IIREETH D, EEROFEHEREZFDORNI & B Z N DD BT RE,
RIEFT R LZ2VWERITlX, RIRBOFEREEZZE T & TH D, JIRAECEMEER, BOAERE. A
PR P ERBAE 2 & DT RBERREOENNLETH D, B OREERBOH TIEFHEEHFIEESS TNF 25
{RRIE A IEVEERE, PPAPA BB LEERRBEETHZE0H Y. BRABLETH D,
UT/NRBHERERBEORBEIHEH SN TV LWL, BIUOFK 24 FEEATBYE - TBEOREREBL
Z DERIRBIIK T DHHB AR OS] OMRIIOE 1gD FEEHZE 7 o —F ¥ — MIBIT 22 FIEZ T
#HT5,

[/ IR PR Rr TE R R R E B 1)
WZASAE  CRP D EFZMES | 6 A LA < RIEHERERE
fHBHIEE :
1 6 BRI OFAE
2 HYRMEY o SEERR - ERE - THRIO 1 DU EEED D
WABEMG R L, »OMBIEB % 1 DLW LA T 2EH% MKD 8Bl &35, BVl CITBEFRA LTV, MKD
DHEEZMEITS, RELEL L TUTOIHEBED Y b, YRS +s2 L,
1) WK EEFREICTHET VVCRBEEEREZRD D,
2) WKBETREIZTHFOT VNVORIEBBREEREZED, FHBERRP A0 CBEEL TR,
3) WK BEFREIC CREBELRZ DRV, BEWFRT A e CBEER D MK IEMED 10%RE TH 2,



TRk 24 FERASEE - B ORIERE & TOEBIRBICN T D HRDRAER O] OMFEIIZERIT D

# LgD MEMRRF 2T FIE

WAARM : CRPOLERZEHD., 6 y A LG REMRBSE

#BBHIEHE :

1 GREKRIBDFRAE
2 HEMEY >/ EERE - IER - THO 1 DU EERDHD
RAFRMFEB/IEL. DOBMEEZIDU LEE T DEHNEHIDSEWIIE TS, LEL. BRI,

BHEREES, BHERREOMORBDFERERDIEZERNT S,

( FAEISIRTR X/ \O > EAIE" ]
( RO B ERBD ] [ £82=UL |

[xKn>@¢T—ﬁ%ﬁME]

; ]

MEDHEEITEHERE T D HEEDRH D,

XEED LVERI T, R AN ERDN
MREBBIELER &1L, REEEMPEESNZERESE ), DREEEERLL) |

HoTHEREORENTRHIN TV R2NEDRR, TERLENLDEET,
FEBRESEM ORI LTI, BEMKICHEET S,

- >X

ik, EER



5. THE

FER Z SRS RIERIC IS U CERYERERZHE L, BEONREEE - RiREEOHKE, QOLIME-NWHZ %
BAZICIRREL LT H, LUTFICTR 24 EEEAFHE : (B ORERE LT OEBRKEBICTT RS ELR
DFESL] DIFEHDOE IgD EEHZE 7 o —F v — MBI ABEFELIEHT 5,

TRk 24 FEBEAFEE - 1B ORERRE L € ORBIRBIIT T DHRDEABOML] OWMREIICEIT D
& 1gD SERERBERE 7 v —F v — N OVREFIE

“RAFY (VISR BFL 05-2mg/kg/day)
EDANAVBRESHFDRICEYREO T, EREMCHEESI S LHL
EHIZLSTIEMZSTHSIAFSAEOY U BRZEREL, EREELSE
HEDHELH S,

ATASFERRS
RENBESSEERICAVD, RBBSICHSISHEICRETS.

YRS
BNAR 2014 £RE. BERTRHRRBISH THAIMN, ZICTROEMEHREFMNERS
hTWS,

BRI BE:THXUS. WFRXITOERBRELHD.
ZLOHBEPTHEAMESERESATIVS

MTINF- o Bk TARIL BT OERBENH DA, HIl-1 B BGEIS
HARTHEFIIDEVL, BHMLAEEIA TS,

- MRS HE
BREEROANOVRRETETSN, HREOBENDHD.




6. T

BB ELR DL VERINO|E TIE, < O MKD BE TIIFR & & b ICRERENBD L, T2ERL2HEDL 2
Lbd s, —FH. REED A0 CBRIERE TS MRIERIGEGRE T 40% 3L BT T 5, 25D
TIvnA F—AE3%REICRD, £ 6%ICHMERHIELRD D, TFE, REIMBIF ORI L O THZ -
BEIR S - BUNFES D BEEREES 20000 EOBFICRODHZ &h b, EREOERTLRBIN TS, 72iEL,
BERGYEIC LD THEIRHTH D, LR L OREBRELDIFEFOBNPIHNFHOBE TR O, 20%4
ENEEABTEZETHRTWRY, o, 26.4%DEEPRABOIICH 2N TE T, HREFEICKEL R
ZLTHDEDHRERRENTND,

7. BEIEESHE
FRFTHREMREREN 2RO LHREED A N0 VBRIEZR &, EEEANBEIIEE > TR,



Blau JERE/EFEFIEY L2 A( R— X

1. REBEE

AJEIL, NOD2 EEFOERICL Y EREFEHEEERNICCRET225MAFEEREETH D, £<1X
NOD2 #EF? exon 3 (NOD i) (CER%ZFD, in vitro IZBWT NF-« B O HEFENREETLEL T H#
BEILELRTH D, BEMHECTHILODOFEEDZNVIMEGM LD OND, KEER - BEER - IRERE 3
FEET DD, Z< OHEERITZOIRICHE L, 3 A THHR 5 ITITRFM 005, BB OB FAIR
ETIIPZE GEREME, B LEGMiaME) 238905,

2. FHA
NOD2 BEFOERIZLS NF-«B OEBNREETLHEIC L A2 REBESHER SN TWAE R, SElRFIC-
WCIERI & Tuvigly,

3. K%

3 & LT, BREER, BIRER, IREREED. 2 DBE. ZOIRICHERT S, BHE. 5 Bk CRE
THEFDBKEDE LD, BEERE LTI, BEERLSB T, EAREOBRERNZ L\, BT, B L.
HHVIHERET D, EBEHMELRE LTROONDBERH D, ZNODRBIZAT oA FARIZKT 2 KIS
X2 UL, BB CEREM LEELK VKT, BEERE Lk, WBSRMBEENIC % 5 B BfiZ
THV, BicFE, BEOBEREE. FHEEMO Y ——VBEESEETH D, REOEREITIEMBERETH
D, BENCIE, MMENC L DB FENROKIRY 22 < | Bl X S CEREELRD R, EITICHEV FHE 2R PIP
RIS OO JE Bh i 2 M & T 2 BRI A3k, IRFERITEE . K&, BEERO%IC, BhTHET5, 2%
DT FUBRKRZRHME U, IREREE. FER, BEE, SHaREEL2ED, ETT5L, KRV

4. W

NOD2 DASAEMEISAIZ BRI D RO KENEGRBETH Y, FEROBEIEETH S, LirL, HFHEFBES
BEETDI Z bbb, FEBERDRNI ETHRATEZ LI TERNY,

SEHDPRWIZL o TEETHLIN, WAL 3 FHBEADRVWEIIEET 2, BE, b mARMOIET
HD, RBFTR T, 7 hE—HERERIRTH DM, EHIDRL, AT a4 RFARICK L TRIERZ LV
BT, MEEMEAOREZ R L bEET D, BHATIL, BAODLWEEROBEIRNEE THY, @
RF F-FR2ME, CCP HUikfatt, FiHiAitch v, mMERTRMEOLEMAT L 0D, IREERIEL. BEMERERE
BfIRICA DN DIERZ EDRENT RUBRIZE EE b7, %7 NUBERZ L BRI TH 5, FELMO
FRERFT R CIE, JEREEME L RMRAFEA RS E L, BEICERATH D, Fio, BRICHBMRFTA L LT,
BEfica— |2 LAREDTM T, BEEELZ P LICRELZRDIERGNONTRY ., BHOBEL L5,

TEHEITERTREICL Y AREEESRINOD2 ZER AR T 5 Z & Th 5,N0D2 DHEREESIIZA RIL invitro
DIRE THERNFIETH D,



TRk 24 FEEAGEAE  THORERS & TOEBRKEIIN T 2 RS RAB O | OFFZEIEICEIT S Blau
SEMRRE/BHERIEY VoA F—Y 2A0RE 70 —F v — b TRUTOX I 2B 7 o —F v — PR EALTH
50

TSORERR/BEREYIILIA F—SA0OBHI7O0—Fr—k

6330)32@09 1D ZERODIEMCH L. 8BREBZAFATEMZITD. \

1) ERRfELR
2) BABEIR
3) BRAEK

[&&1RH]

® AOYILOA R—2 X (CEERVERIEFISEY ) (B /3 FE & brm&m
BU, BREOHFEEEEIDIEOTRIAL.

o ZLOEMTE, 4 BLUBEICHRSHOEBREERNZHSND.

BCGIEEH B BIRADRME 23 H'HB.

® EROMEMEIEEDHDITEHBB.

o [BREROERT TICEBEANHOD B ENS. 3RO BSFTTRARALBEEHD
RETEHRN, BOTFRORBOIDICIE. KBER (REEL2HZBS) -8
SRR (REXBZROIRVES) HNRAUCERRST, A (GAYams)
HB3IVGBEFEN EEM) 2EBBIIEHNEZEULL.

¥

NOD2iB{= 7%

|
ERIU

 EERR

¥

e {u PR
HRE FEFER

3%@ - ER
3ERDTHD = im
B || mrE-msa

1. FEMEERS G KTMEMHIRESINICEREZES, KBMETRLLCE. ERD
5> THERBLOMEN AN TV RVEDY. ERHIBVEDZEL. KEMMBED
Hpr(CRAL TE. TPIRICHERT B,

2. AEspEslE, 3EWHESHZEABNT .

3. HEFNEENS JUREVBICSVWOBRGETREXRETHE, BEFREZBEI .



5. IR

FESL U7 RIS Tl < UERI Z L ICKHEMIZIT O TW A ONBIR TH 5, FEATEHE L LT, NSAIDs,
25 uA REIR, 2T 04 FRIRBITHILTV S, NSAIDs [3FEN, B DEFIC —E DR b 2 55, IHEOY
BV b0, AT a4 FARG, stRE. 7 FUBREZRD ZEFICAVLN D, IRREORMLRE/ I
LTI, RERSEMTPNDHEELH D, 12751, MEREIIREROBA» LR SR,

BINREE LT A Y brdd— N AMZEHEF S Y Kot RBTFEET D, A Y brdP— b (10~15 mg/m?/
) IIREOEBUIC—EDONRENRDH S & ST 5E, EWFEHRAIL LT, 7V LT, A7 VF<TD
BAOMEOBRENFET D, TV F=A F (WIHE 2mg/ke/ B, ERICEVH#EE) 13, BB, BRRECHT2H%
PEREFIRE L~V TRDO LN TN,

6. T

RREDHEITIC L 568, BEHRED oY b — L ARRBICKDBEERHEIZEIY., BE QOL DELWET 23X
TIERMENTWS, BEEEETHIR, A—FRNTEROBENEFETLIZ AL TS,

7. BEEASHE
RIZFBREIN TV,



BER
M Hh HP g2 (familial Mediterranean fever : FMF)

NF S
5 e

F‘ﬂ

AR

FIEMEHPEEEIT 1~3 AMORBALEER EBEL, BER, IBERGE) 2RETHEEERETHY, HED
HEOREMRATIHRLVEENE D, EREELEETFII MUV ERAR2a—RNT5 MEFVBEF THY ., BAHYRER
ZETHREMDELT Exon 10 NICEEDEREPE T5, KERITFOLIGTTIED, i&W@?’S%%ﬁ@ﬂiﬁ%%ﬁ
ml, H<OOERBEADESL TV, HRARELHEBEE AR TSN TS 20%DOEFCIIERAIZ
AR 7R ER B TR UG, MEFVEGTICREEZRDRONP T IO U TEARV, X5IT Exon 10 LMW)
EREHTHEFOBRELERINTHBY, FERIEDODROWATIZB T, 82 MEFV B FOEETFRLRE
Bl LDBFEIZ DOV THEOFEMARRET D MNE LI TS, ARITBITAHEEBRFLIT 2009 FITETINZ2ERAE
THH 300 AEENTND, Ll BEIEHCORWEERLZ W EHERISN TRY., Z0#% BE TN« A2 LN TS
D, FTARF TR IR EEE O RIZE IR PR BRR 2 W L HEA 7~ X3, Bxon 10 (ZH KR BEEL RS
FROIRUNH e F AR T D FMF R8BI L SN AE BB D72 BT HEL TOD, ZD L9572 FMF FEBALF| 0D
P IERICOWTH S EOFEMZRREPSLELIN TN,

2. KR

REFEBEFIIAVCERET—NTD MEFVBRFTHY, AV OBRERE 28 R L U TRIEHEEE O
FEZLDRIET HEEZLNTND, LNV DRBEIZE o TREREDBELEZNLDD, ZOBEIIHOLR-T
VR, Fz, REBEFENERNIER, BB ZREM T EOIERE 2 L2000 MEFV BiaFIORBEEER
ERODIRVEBIR D220 e b FEITIIMOR FHE L TV HEEZ LTS,

3. BRR®&

B0IR RN RO BERER THY, BB TIL 38°CLL L DI 12 BERAD 72 R RERE 95, R IED R
IR B Tria 3~4 AHIC 1 ERRE THHN ., FEPNZ LIV ZETH D, MBEAD L DRER], FEED 4 B DL EBIETARERI72E
DIFBMBGIOFEL O TNVD, BIEITZARRARN RERE (SME, FiT, £HRE) ICIVERINAZENBIL TN
Do BHEILFBLEGITERRIENER | FIIER , IR . BFIRIEA 228 OIEIRKICLDTERDPBOONDEN LN, fE
WOREIIZERTHDN, ﬂﬁﬂ%ﬁ\g@ﬁ&fﬁﬁﬁ(’%fiﬂﬁr%%fﬁ’)ﬂ’bfﬁﬁHﬁ%m%f’zgﬁ?‘égkﬁ)%é FEAERFRERITEH
DR\ THEL, BIEMBINITESTIERE B DR, BIERFERIEMBEI CIIBRoTmREFTAEZE L, HIER
Wi EGBEE o7 B ILERDEEM, CRP, M7 InARN A Z2EOREREFT ROERZ EHEZRTN, FBIEREK
HITIIZNOBEETE, —FH, RNV I I DORERENBEOS & THRMEIL YD, SELRRIEY A
oA DENEEZRRET L7235 CTlX. IL-6 <° tumor necrosis factor(TNF), interferon(IFN)—y/2 & B AR D - FE 2R
FTOIZRILT, IL-10 R0 [L-18, IL-12 & TR ERBH CL B EE#ERF L T A,

4, ZW
BIR U7z LD S e g 2 i{i@—’f—‘ﬁlm<7zﬁb‘ LR MEFV BfaTi _%%QJJT BAER zsbm\r BB 273
WZENnD, BEERBZWR T LERD, BInTF 2N MEFV B FOBEIZEVITiL, A OZEIZIE Exon 10 RO

WD DZE R (M694V, VT24A, M680L, M6941) DFEFRIZI > TiTo D, AFUZIITS Exon 10 NOEREITZLT
M6941 THY | HHIFFVEH ST THONAE R LT RS, F-FE#A FMF 128V T Exon 10 BIAA D% B(E84K, E148Q,
L110P-E148Q, P369S, R408Q, R202Q, G304R, S503C)&FRDBBF AL TD, HFIZ Exon 3 DOV ONDER
(P369S, R408Q) i3 3E#A FMF OJRREFRAE L BB » TV B AR ISR EN TW5, BBEOTRETEE L
T Tel-Hashomer DM EMELWAR L 7-bDLL T, BAR/NEN v F 2L X0/ NNRIBMHEER B ERE R IC/ERE
NIRRT RS MR BLOYR 24 FEEELRBHE B ORERBEZOEBRERBICTIHABEL
B ORESL ) DI FRIEIZ BT AR IEM L F WA I 7 0 —F vy — MR NV b T,

[EANRYY ~F 22 X0/ NSRS E AR B B AR S T R IR PV BARS AL YE |

PAFIZT FMF O 2 W17
1. BRRPT A
O MEIEH 12 BN 72 Bk 38 B LD EE 3 BLA YIRS, FEEEBFZIL, CRP RmiET7InAR
ASAA 2 E DRIEMEFT ROEH 2 LR E30 5, BIEMBHITIZI LA LTS,
@ ##EBhEE
1) BEBOBAEREL T U TFTOWThE3005
a FERRBMEDEBERIZIDIER
b HBERIZE DM s



c BIFiR

d DR

e fHEREIE S

f BRI L DEETE

i) IAEF L DOTFRENIRIC L > THRIENTE L H D TR

2. MEFV BinTHRHT
1) FEPRAT R CMZEER & HBEE OV | HEB U EEROA5E1C, BRRANIZ FMF SBIGI L2 W32,
2) IR T FEED I, HOVITFBNE B 0L 1 THEB U L2 F T 5728, JEMAAER AR IESIT OV TR,
MEFVBIEF DT EIT. L FDB-A1C FMF $5U % FMF e G L 2245
a) Exon 10 MZER(M694I, M68OI, M694V, V726A) (~TudEREE L) #FBDIHEIZIX, FMF S22
2o
b)  Exon 10 BA#DZEE(E84K, E148Q, L110P-E148Q, P369S-R408Q, R202Q, G304R, S503C) (~T D2 B
ETe) RO, ANEF U OBWRIE 5 CRISRH -5 A121%, FMF JEEABIE 45
c)  BEPRVR, 2 F L OBEBER S CRIRBRH T AT, PMF 3ERBIFIE52

T 24 AEBETEA IS : T B SRR E ORI I 5 SR AR ORESL FFREE 15
IR R T =T —h



FMF QEZBRo7O0—Fv—bk

BAEE : 12805728505 < 38N EORME 3E HEDET. )
SAIFC(3. CRP PILEZ S04 KA (SAA) REDRERE
PIROERL EREEH3. REBBICETNSHEETS,

f#BhER -
1 RBESOMEERE LT, R FoLwThhE2Hsd.
a JFREDIREARIC L DIER. b MIEXIC L IHEEE
c BIEIX
d DR, e FRRAEERN. T HEIRRICKDITE
2 JIeFOFBARRICE > TRENEEHEDIVWIERTD.

HEEEE. HBEEOWIT NN 1 BB F w50 SIESI% BRARET (CFMFEREIG] & 22879
D, FMFZEDOE 2, REfIOBRERRISWV BDRIREDH;. HEEBED 118
B Eo#x2ETD. F) EMCONTE, FREOIO—Fv— MCRWBETS, 12
L. BEE. BOREKRER. floBCHERE. BEESQREORADRR ERBEREE

Qﬁ%@“éo /

ES4K, E145Q, L110P_E148Q ME4L MaSD
SER L (g
G303R, SS03C .
¢ EAFUOERERT EAFOORRESE




5. 1R :

EARIRER AR F R RS O FMF JESUBIBIEHIZoL e F L & TWD, R, 24 FEEREA B
[B O RTER B ET OEGIR BRI T AFR 2R AR O/ | OFF LI BIT A FREH B2 T u—F v —hZ
BT FTOWERBENRREN TS, 28, EAREEOANEF AIFCK IR T AER BRI TWVS
P AFTHAR RIS 2B EBOBEN LT LE LR RLEN TS,

FMFDA:

ok LEF RS

[\ 0.01~0.02 mg/kg/day 532~ 1 Thills.
WSS, 0.0a mg/kg/day T TIEE,
BWERHEUT- IS8R,

BY A 15E(0.5 mg) /day &322~ 1 Thidb,
B U5 E11. 1H2.0 mg/day X TCIEE,

SWERPECT- B S 11,
=|EF LEF OB T TAL I, B E O B EER RN S0,

mEEE | ChAOBHEREINLEF ONDRERSEL THY, BE5EE
7TE (SEWEE) THE CRADMET 520 B3,

ZOMOBWERCLT, 3B, HE. BHHME. BETEL N EE,

YLEF VO N PEEE L AEREUTLITAGY. BB I3+

FETANETHS,

TOOSANBINEYE: 5SRO A (532, 55 ) k)
hEEE: ARSaF =L AR =)L)
MIAZDA)NAE: UL O —E7)

ST L SOAM L (RT3 —5)L)

LkF | LEFUOBFRAMEEE ST 2BERII %R TH o, L
oA | FOMEMISH T 2BIEATO MRS IIEN THY,. LT

-1 L7 —$EmEI =+ 5)
TNF-o FA=EF| (A7 JF =7 TR L TTH)
HURZAR

6. T

FREBRETADIIRIETARIEIZLL 2IRIEDTIRAR =L ZADE P THD, FICBTInAR = REIBREE
RIETHLAEMTFELRBEINTERY, YR EBHOBENMANEETHD, —F ., R TIIXF RN gl
BN BT, TIRAR—V ZADFIERDIRNEEITND, F-FERA FMF OFRIZOWTIEH4oIcBbht7zo
TEBLT, SBDOBIENLELIN TS,



BRBBR
TINF Z BB E HAVESEERE  TNF receptor—associated periodic syndrome (TRAPS)

1. REHE"Y

TNFRSFIA #HRBEEELT & L, FLRAAEEEGERICTRET S CRELRKETH D, BEFITHIR
HICRAE L. 3 BHE2 G808 & BIE WEIRNC 7 5 REGE/EL Y 5~6 EEORIE T Y IRT, KT
10 HMEROFENE SN TG,

2. Jﬁ[f_] n2)

TRAPS DR & 72 2 BT RE L. INF /K 1| BOERET (INFRSF1A) ORFTHD, SEIERAENDL
100 #B2DEEPRESINTND, BRDIFEACITE—EEIR LV AFRIILDIE—T I VBOERTH
b, ERITINF ZAME 1 RIOMBESN B XA 2D 450D CRD (Cysteine-rich domain) @D 9 H D NEKMD 3 DTk
PFLTWD, FICEADOERERDSSHAEZEMRTDVATA VEREDODERNBL L,

T DIERD TRAPS DIFREIZ WV DNCIBE ST BT DWW T RBAREN S o =0, TEZOFESFER S -
DB, INFZEE I BOBLETFERIZEY 37 D nisfolding BTV 7272ARE) RNAEL, /MBENORE
IR L) ER Y R NAERICERT D, ZOXFLRIZEST, MIARDOI har R 7K E
NIEMEEEFRFE (reactive oxygen species, ROS) MEAIND, FOREEMIBND MAPK BV L BR{LEER 2 HE
T2 LT LD EEAREE T MAPK ZVEMAIRBBIZ 5, 7200 TIIRIEMEY A M A COFEITE Z 52008,
HIFERYL 72 8T Toll BRZARD L OFEMALS 7 FABMbd 2 2ok v IL-18, IL-6, INF REDYA hh A
VEABENEI Y, 29 UTEA SN INF XA FORLEGFHEEOER ICHREERICEH Lz INF Z/K
WHERA LTRT 7 T4 VIS RIEZ BB S/ B,

PLED A B =X 1T TRAPS OFRRER H HIREDH TE 5 L 51272 o728, TRAPS OFREER T X CHIBET 5 Z &1
TEY, SORDIFEOEANVLETHS ?,

F 7z, TRAPS DIFFEEIL 70~80% TH Y, RANICE—ZERZA LRV L LEEROGONRFEL, BEEDIL
LOEXBROBND, ZOEDH, FERBHALNPTRNVE NI Z DA TRELEETERNI LEZEET IS
ERHD Y,

3. EEpR#g VY

TRAPS IZHNRENCRIET DB L < | BEFHBOTREILI R TH D, BEIIKEOEEERTHY ., 3B EL
A DR 3 A~%EM (BF 1 EMLE Chh VRT3 R EE. F 5~6 BRIORBRB TRV IET, B
PEFESR & UCH AT, RIRACIRAEROEEZ S ORER, B & OEBIER, KEERR ERA LN D,
FEREREIR TiE, B, BUR% ) ARl o’ £< . HREOHMIZ—H L CHEL, BOHICBEIT
DORHEBF) L XD, AFH O TRAPS BE ORI L LT, BRI L., BEE - B2k E REE R
S50%DBE RO DD, B - FE - IR - IREABEE - Bk COERIIEREICDRNE N ARD B,

4. WV
A TII Hull SOZMBEERNFEET AN AR TIIINAELE LU - SR EEN TR 24 EEEAFEE: 18

CRIEFRER & ZOEBRBICHT 2HHBE AR OS] OMEIICEIT S TRAPSZ2E 7o —F ¥ — FWT
DEITERENTNS

Pl AL Y]



UTFoORWLO% 7= ER 2 TRAPS 52\ & L. TNFRSFIA BIZFRT 21T 5,
O pAEZEOHNTNNERMZ LESHBERED 2 2UEEHFT 5,
<RGN >
6 PALULERKETHUTONTNDLOREBENFIET D (WL ODPDOFERNDFEIRFIZ R 51D Z & B —ikH)
(1) 3
(2) Mg¥m
(3) iy (BEhE)
(4) % (Fhi % 5 ARk 5)
(5) FEMES - AR )& P E
(6) K%
(7) BEER. &5\ ITHEBIEEE A
<HHBHTEHE >
(1) FiEEH Y
(2) 20 mRARNE DFIE
(3) FERFYY 5 B EFGE GERITE(LT D)
@ AHEEMHFREREIMREIIIRART 4 /WFE LUHRRIN TV D, BEORHET 2 Bfikn2<
POFRERRY KT,
TNFRSFIA SBARFRENTIC X 0 | FRABESELE R ZRO MG % TRAPS L 2T 5, REEHORAREREZFT
DIEFNZEA LTI, MIRED 43 ICBRA S iE TRAPS & 22Wi 5 5,



[ZWFIE7 o —F % — 1]

TRAPSD EZHroO—Fv—k

WA
65 BYU LRETBIUTOWTNHDRIESIRDELE
(W DO DERDEFICHEND C EH—RER)
(1) HE#
2)IEm
(3) mhiE (BEhME)
(4) B (BRZEHSHHEER)
(5) #iEg% - IRBEMEZE
(6) HisE
(7) B9EIfE. 3HBVIHBIEBEN

fHBNIEE

1)ZFxESH D

2)20mRKimDFIAE

3)AEAN LI S BBl EiS%: (EEIR(IZE(ET B)
WBRAFFZHWIEL. #BIEED2DL t 25T SEHNEZTRAPSEHE
WHIET D, i, SEREFHISRIEREENE. HDIWIMAX
F1IARELVTEREINTVSIDBIEORGT SREIRNRL .
hOBRERDIETHIETRAPSEWVCESH S,

2

TNFRSF1ASGTRRT

purre |[ tEBEtsCRALEE ey
[ ZIETE ][ SR o i ][Tmpsctgn/&ﬁrgmx]

HREMELERLIRBEENEESNI-EREST,
HREREMEDOHIMICELTE., EMRICHEHKT 5.



5. "

T 24 RS -

TRAPS 27 n—F v — F TLUTOIRRER BRI TND,

FEATAHE  NSAIDs & BEIERFRIRIAT 0 A NREZIT O, AT oA NIIFEERHIT PSL
WCEROBAL, ERESHLRPOBEL T 7-10 BRI TRT T2 HEMER SN TS, L, EIEEZRVERT
T LA PSL ORRMEES L. WEPMLE LR DER, KEREE RDEFAPRESNLTND,

EANARRR « HEIOREBAFEIEDT D, AT vuA FOBEE - PILBSEEERESICS L TERFEHRAPA NS,

< W ERIRE >

Etanercept : FRABIZIUNT, 25 mgX /week BEAED T, X704 ROBEE, BLUBBIIERD TH D L#
HEIRTWD,
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RERMROAO1 RS

FAVERHB(CPSL 1mg/kgDEA1EIDARARIC K DBAAL. fE
REHBHSHEBLT7~10BH TR T I EN RS
ncTuwsd, ' i
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7. BREESHE

BRIERB] - NSAIDs R AT 1A ROFERHIK Y512 & 0 BEFEAEITX TR RES T, AWM FRIRF OB E %
El Lo,

EIEG] : HEIORREEDT-D, AT a4 RORKE - FILBEE CAEYFNRBNO®RE 23 5 5EH],

1) Rk 24 FEEAFEE  [HOKIERBR L FOBEBIEBICNT 2 HRBREBROMST) OMEIITHIT 52
7o —Fv— |
2) BERRREAYE
3) Ivona A. et al. : The Tumor-Necrosis—Factor Receptor-Associated Periodic Syndrome: New mutations in
TNFRSF14, ancestral origins, genotype-phenotype studies, and evidence for further genetic heterogeneity

of periodic fevers, Am J Hum Genet, 69, 301-304, 2001



FRBBR
JEHERSE 7 7 2 PR O PN - MHEES - BHE D O/ jEi 4k (PFAPA :periodic fever, aphthous stomatitis, pharyngitis,
cervical adenitis) fEfEEE

1. REME

BIEAMERE - T X O NE - THEEZ - 3 Y )G (PFAPA : periodic fever, aphthous stomatitis,
pharyngitis, cervical adenitis) JEMEREIL. DK, ZHEH Y @K, RkR - HEEAR 05 BERELKIET
BIREOHORENRBRTH S, FHERBEGRBREOP TR LEEREVEHES NI, KEOBIT HEZ
WAL NZ 22 TR, FIEFEIL 3~4 FTNRZVD, ARELH LN D, FEHMIL 3~6 BIRE T, HE
FkRL 3~8 BERRE TH 5, F-HIEMIRINIBIER ThH 5, HERFIZITLF P ERENL O B I ER DN CRP O
EMEEZRO DM, BIERXBIIZZNOIXEFELT D,

2. JHH
BRAERICEDDLY A b A CRHSREEIRRINTOVER, REIIRHATH D,

3. EEE®%

3~4 FHEIZKIETH Z ENEV, 3~8 B T L IZ 3~6 BT 5 EB A MR VT2, FAERRINITELE
WTHY, FERBFIIIRELZRERV I ENKEROBETH D, BEFOMEERE LT, AEMIETS
FRBRAR - WHEAZ. AR, FED o EIEIROMICEE., WER, WME2@B0 52L& bH D, Feder 50 105
DORFTTIE, B 62%. FHIRIEERITI 3 F 4 A (5 FLIT2 80%) . FHREHMIT 4 A THY ., FEFEAE
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