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Role of NODZ genotype in the clinical phenotype of Blau syndrome and
early-onset sarcoidosis
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[BEW] 77 7iEFERE(Blau syndrome: BS) & & O OEFEMEY L a4 F—
Z(early-onset sarcoidosis: EOS)i%, R4 - BAHiAK - SRk E =ML L,
nucleotide-binding oligomerization domain 2 (NOD2E xRN ELTTH
5, Fl—DEHMERIEERFEERTH L, Z O T, AFLIZEIT 5 BS/EOS
JEGI OEFRE Z 50k L, NOD2 #is T8 b 2 WIEZ N ZEN OB B S R TEE 1Y
NF-xB i&MEOFREE DS BS/EOS OEJEE & AHEHT 5 )T >V TR L7,

[Fik] AT D NOD2BIE R %2 FF -7 BS/IEOS @ 20 il A4 LT,
ERRBIZ DWW T, BN D H D WITEE B L OO FIREN O EHERER L7,
ZNZENDO NOD2 BE R /R T1EHFE NF-rB {EHEORREIZ OV Tid, Hifakk
MW NF-xB LAR— % —{EMEA 012 NOD2 U 7 K20 L 722 W DTEME %
DA U T2 B OTEMER 3 R L2 ©F L7z, BS/EOS K% & . NOD2 i&
BRI L ONE OREERF OFLEE & DHBIZ TR D124 720 | B TR I
RVGIENZRETH o 7270, BTl I L ONZE N E DR OFIEF-En 121 E H
L7,

DRER] FioOERTH S E383G # & iz 9 FMEHOETHOER T, NOD2 & H
DOHIJAIALE T D NOD fHIICERD Hiv, U 2 RIFKAFMEIZ NF-xB {5k &
WOERE ST, ZORBITEE 4 U T TRIETLHEEbNTEY, 4H0 2
O FEBIDOFETFFRE O FRABIL 1 422 Th o723, FITIE 5 sklh EFIEDHE A
24 (R334W & E383G) & o7z, BCG BEFENFIEEIN & & 2 5D IERIA —H

(E383G & T605P) b7z, %< DIEFIEA E TOME®EY R, Bk, 5
E DMK DNAIZFIE LTz, FIFFER B L RNENENOIER OFRIEFE T, FHE
FIOMCE— DB TFHOIEFIMI T2 2R ThoTz, Fo, KB L ENE
NOBL RN RTIEF ) NF-xB {EHORE ORI HBIEER D Hi7e
Mol, LML, HEDOZW _SOBEFH THH R334W & R334Q % FF-DiEfi
DIRBHI R % 2 L Ch7c L 2 A R334W Z R DJEfl © L v B2 )k
FHalE ZHEHm 2O,

[Fam] ABF7E1X BS/EOS DK E & NOD 2 & s R =918 4 89 NF-xB 7E

DFEEZRFT LRI OME TH D, fRE LTI OMEITH O N2MEITRD
SR 7205, NOD 2 & mz L W BS/IEOS DOIREHAF 1% Tl Al HEM: % 71
T E R,
AWFGENZEAT L C ZooWE CRKEZ L E LIEEBEREL LOAXAL s 0
WE) DD, AN X OERRRIEE O EN O CRIERORE R %
U7z, T7eb 5 BS/EOS BRBIZE W TH LN NFZITRD vy, —F
T, A—#BEFRHOIEFICBNTHERBIZIZETH U | 72 BCG #:FE0 J8E 2
RIZ7zoTer—A b B0 | MOBRIIER & 2 WITEREZEK 2 BS/EOS KBS
AL CWD TN R I T,

AWFFETIZ R334W 28 R334Q L bR THAOTFEN AR TH D Z L am LIz, ik
ITHFZRICBWT S ZEDOEE L3R L TWO R WA EIREOMEM AR -, Z DL,
FEIRFIZ & - TA#% D BSIEOS DGR T #2512 H 7= 0 AR ER & Bbh
77,

(#5341 BS/EOS DGR FSE % THIT 5 DIZ NOD 2 #BE FREITEHA S L
AN

GRCHEBEDORROEES)
7' IEREBS) L EAEMEY L R—3 A(BEOS) I XEEEGENEELL L TR Y | [[—D¥%
BN E D Didim SHUTU 2, 2001 412 BS IR THEREIESA NOD2 & n 128 Bh3 i
HEINERT, EOS Tl FERIIAR OO o7z, L, FEESITIATNIZES
i % 10 410> EOSJEBI 9 31 CHEBEREFSR NOD23E G128 338 B = F a4k L,
BS & EOS i% NOD2 BIs AR LW ) [R—DREROERTHDH Z LB LT/ -5
776

AL, Z DIATHITE 238 S8, BS/EOS DOG#E & NOD 2 x5 & D%
Rt LTl OHETH D, BSI/EOS OEFFEIT, Fl—ifn FASCFHENTIED 7
—AZBWTHEZEER S o Tz, L LEEOZ W HSOBIn I TH 5 R334W &
R334Q ZFFOIEFIDIRFIIEM TR A L7 & Z A, R334W TX v Bk
Faf I AR T,

EHICFENTENOBLEFRIRT in vitro TO NOD2 HERESL T OFLE & BS/EOS
DFIEFS L ONEIRFEHI] & DRER AT L7272y, —EDMEANTERD B o7,

fiam e L. NOD2 &mFEHTic L v . BS/EOS DOBIANHE CTH DI T4
WTCIEFHITE D REMEA R Lz, 205 BS/EOS Ot akb Hichi-v A
WIRER E b, ARBERFOBEBLOBRERICEFSTDHLEIANRZNEEZ
Do

L7zi3> T, Aga T (B O hmm L L LTED 2 6 D LB 2,
IR, ARG HEEATE, K 20 4F 12 H 156 H RSO SNA & LUl B L 7ZFk
MzzF, At LBOLNIZLDTH L.
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