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High Incidence of NLRP3 Somatic Mosaicism in Patients With Chronic Infantile Neurological,
Cutaneous, Articular syndrome: Results of an International Multicenter Collaborative study

A G H \
(chronic infantile neurological cutaneous and articular syndrome JEMEREERE 23V T NLRP3
{ZIK%EHH@:E-HS/]) 7 &i% \_yf‘ & &) ghé {M% X/\ )

GRXNEDET)

CINCA JEWREIZ NLRP3 A > 7 5~ Y — A BEIEME LI & % IL-1 8 i R pE
AICHFEVWEEREZELDHORERBETH D, KK OEHF T NLRPS #Eix
FRAT IR U AEREREEINDINZENUANOBEDOHRKITAHTH -
toNuwsLm%%ﬂ@%%4ﬁ%ﬁ?éﬁ%4ﬁ@@%%#%%®aﬁo
JEOEEBEEZWH LT XL BN 5 0[O CINCA JE 6 RE 3 B 22t s% o W
J1o b & NLRP3 i FHERMAE S A 7 OB 21T - 72,

WHE OV —EEHWEEEFHITICE W T NLRP3 B FAERBEMETH
- 72 CINCA JEEREBRE 26 JEHI 27— A & L, EFEEBFZEE (WE., Rz 5
)19z br— L& Uiz, &2l d 5V X KM B ZEk L 0 i L 72 DNA
Bik%Z AW, NLRP3 iz +A R DKy ARy F TH 5 Exond,4,6 2,
Trm—= v 7B CEB T AR Z o, BERE T 18 EHS (69.2%)
\Z NLRP3 BE - AMlES A 7 ZHE LN, 19O BEZRZKEICITVTND
[l & 43 NLRP3 A5 KM AL E ¥ 4 7 © CINCA Jii 52 BEFE E & O R 8 B
23R S 472 (18/26 vs. 0/19 P<0.0001), 7eREH 4 7 BHE X 4.2~35.8%
(median:10.2%, mean*+SD:12.1+7.9%) T o 7=,

TKfgEYy A 7 AR L CRIESNTZ 13O NLRP3 #z FEEZDH> L, 6
FEN~NTrIAREAERL L THERETHY, TRPIHGHERTCH- T2, &
BERIZH LUTNLRP3 A > 7 7~ Y — AEHILORE L LT, ASC (K774 NF-
k BIEPEALEE., b P HEKMAEEE THP-1 (2B 2 MiasiFEEE D 2 Fi @ in vitro
BEEMEAT 2B 2 o7z, #HBl NLRP3 I FARICE W TCIIBEMEL R & F%
OV ENU FoRBREEMEEZ AT DI LR I, A EIEE S L7 K
fa & WA 7 EROEBEEMEPTEN S T,

EFLEHEBEENTOMBEIZL2EFA 7HEOEZDOAELH LI T XL,
AJEB DO BFE T, FHER, T VU 88k, BY 88k, HER, BREMEO 5 FE
TOEYA Z7HELZBRFT LB, —EENICHET 5 RFER O E A 7 HEIZ
BEEIALED o1z, UEORERITE A 7 ORIENBENBERICH D
e ERB L,

EFEWA 7 BEOHKGEZHENICT X F—REFMOE R, BIRFE,
RIEREHRZFEBETFTHRECLI2EME~OHZICESWTEBLEZORN %
BI7o7, NLRP3 BB TELABROMMICEVEROEBRELEN R 2D, ~
TRIABVAERLE L THERETCHDIOELRIZERL, XHMBPIZ~TE IR
LU AEBRBETCOBRKEROHEEN AR TH- 25 BIBEFELREE IOV THE
BFEEZEAZTAANTRIAR UV AERBHELEY A 7V ERBEHE TCOBRKEB D

a2 hole, RHER., FEEHERICHO N REITR LD RN SN,
EY A T BB T I TR R 3 I I B I A & AR R E IR o0 1R E B [ S
Koo, 2, ARIOF —REFORTEYF A 7 ERBFEL B TFERE
MR EICObITTHRKBORBEB I o REOMRFHIZEWNTH, B A 7B
T ORGP R IE O RIE R T H RIS 2 EF A 7 BE TOMBRAE R OB E L
fErmNHRINEREGT,

NLRP3 M iz MM e 1 713 CINCA JEBEHOBEE ARG FERTH Y
CINCA BRE RO —FIAT I kS FEN M Lz, 4% NLRP3 s A€
PTA 7 ORIERITFETOWREBMRALT TOLLE LI, KRy —7 =P —
DB N7 LI XA EMREY A 72 ETomERsoZEEn b,

GRCEEOHEDET)

CINCAZE & B IEINLRP3 D B RE ¥ 512 K 0 HAE T 2 25 K 3 o B H TNLRP3EAE 1
BREPRESINT ZOBEFHNERTIAATH o2 KH~T 7 Z R EEMECINCA
JEEBE D E B O E ) ONLRP3EMR T A 7 N ZOBEMBERE L CHE SN
oo RMFETEARMOBRMZREL CEHEMNEZ 7y — A2 e —ALD KT
BI/HZ L TNLRP3AMBMEY A 7 OBEEENLE L COMBE ST 2T LT,
A ZE D 5 B . NLRP3IRH A € 4 2~ L CINCAJE {6 BEFE E (X7 WAHBIBEfR 2 F L
TEO., FAEYA 7 ZERIINLRP3I~T 0 ZE BEEVECINCABRE @ 9 © 7 ], CINCA
JEERERET 2R3 LaHEEL Y, EERERERNTH D Z LIS 2
Ehotz, ARIKBFILESEMBEE O A Z7HEIZ VS 1 Elai%k o KEET
b ABTORBRIEBTFICOVWTOMRMNEET S, £ 7ZNLRP3IEMAE €V 4
7 JE B O B FRAE R B G T, FRER O BIE(LEm N 2 L D bz, R
— /7 Y —DHEAZLV KRBT A JREFOZIZIEIORS ERD &N
THEIN, S Sbhrgkiiom bic L 2EMER, BEGOINENLEE
o,

UL EOBFFEIXCINCAJEME BE O B 2 EAR R & L CTONLRP3EM £ ¥ 1 7 O
@%j’#5Lt@$#%immmf@ﬁ@é%%%%%@%%ﬁﬁﬁ#ék&
H 2, CINCAJEfRF B E O Z WG O REIZHEBR L 7=,

Lo TARGmLIFHEL (BEF) oFMmXE LTMELHLI D LEHED D,
B ARFAEERFEFEIL, CEAR 234 10 A 31 A FE O XCNAE & Z Il B
L7zl Zz%lF, aetBoObonlbOTH D,




