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Detection of base substitution-type somatic mosaicism of the NLEP3 gene
with greater than 99.9% statistical confidence by massively parallel
A SUEE | sequencing

(REWF—r v o 712 55T 99.9% L EOFEHYEREE C NLRP3 &
(BT OHFEEHSUAINE A 7 ZFR i AJRE T - 72)

GRXNEOERT)

CINCA JEfEERE (chronic infantile neurologic cutaneous articular syndrome) [3ET4E

W, UG OZRRIBEROIE, B - BIEVE & IZERAEEER, BV ERE
g, o o MFEa, ST & OHRREk 2780 2 B CRIERB TH D, Ml
DIRE—FBFEse IR & U CHRGZIZB D MEP3 E{n 1~ (FEH Cryopyrin) (OFEAESE
FRREFN T Lo TRIET D, TWYRBMEEIR & B 2 DAVTW D DBIIERINE L A & T
de novo DIBIATZID Z &3\, Fiz, BRRANIZ CINCA EERE L 2 S D BE D 5
LWL R EDEA VT Fo—Ar AT 40—50%I23W T MEPS B AZRD IR
ZEPHIBILTWE, Balt, R SIEA A LD hi—r 2 AT TEREEMED CINCA JEERE
DI T0%D5 MERPI KT A 7 ERCHIET 5 2 & ZEFES IR R Lo, &
F7 U NVBEEEI 4. 2—35. 8%, FPIAE 10. 2% TH -7,
W EN72 FINRR D7 DITIX MBI « BAR T2WI LB L 72 508, TRV T E T2
VT u—= 7k YU AETIHREE DTV A 7 OMHNCE KA a8 5, %
D7=, HF] DNA HEEESIEEERIH U7zt —2 >3 — ((Roche 454 Genome
Sequencer FLX) | X BIEBEERHIEE Y A 7 OO/ 7T A AT T, KAt
R —4r o —TBZAHEBEED Y —7 v AT — L RS RHIEE Y A 27 & ORI
B L0 D, TORDTYA 7 DIRNEEZLNDL L ha—L 50 iR (@ AD7 )
LDNA49 WA & NLRPSEA A D7 ) v & F DRBEIN A AAATE T T A Rl v B
TEIEFATEICB Z DR~ v —lc kD v~ v AT — DGR E AL -
72 M8 (Upper 85& Lower #H) FATTI—DREZ Y HIVEDD Z LGRS, &h
FATEIZIBV T Tp<0. 001 DFER T Z 2882 7 —Cl3e AAHIfE 1 7 &
DHERIEZAERL LT, FRIAER U ~—flE7e SICBWCQIHEER A, BEER IO IEHE
IR CH 7= 2 8. ZRETHEDH S 80 LLED MAP ZEFITFET N THE
FEHIERCh D Z LD | HHEEWRIIE RO I T 2~ T, ZEFRBEAOMIA Tx
UMEEMER LT L A, MEPZ~T w288 5 fAR, MNLRP3 AHIRE Y A 7 285 5 fafku g
TUTBWTHERLRHARETH V) | L REFTLSIMIZE RGN & HE SN D FEPT 2072
D3oTz0 NLRP3~T OISRz A9 254 ) 5 DNA LR A4 7 2 DNA IZ K DIR AR AT
Sl TAT VIBHE T 1%DERE THRIHATRE Ch oo, BHANF A LT ho—r
AN TEEFREMEOHTHL CINCA et 10 AH 4 NI MARP3(ASHIREH A 7 2252 L 7=,
ZD 5 BO— DL CINCA SEfERE & U CTHBIAERR Ch o772, BT NLRP3 185 18NSR
\Z K DBERERT 21T o 72, Z ORGSR ASCIRIFAMEIZ NFB VG EREZ A L, THP-1 AERERAE
AT 2 LRSI, AERAREEZ D,
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CINCA JEMFRET H CAIEMREBD—DTH Y | ZORIHAENE NLRP3 HEAEERLA~T
R B AR &3 5, ITAE, BRI FETZES X VK 3 FIOSERI L NLRP3 (AS5Hiia-E
YA I ERPFERTHLD Z AL, FIRAHOIERF I X ARSI OEAIEE Y1
7 FEBIDMFATT D FTREMED VR IV TWD DS, TR 1L TIHESE AT 1 7 0
BHIIREECH D, Aimsix, kit —/4 24— (Roche 454 Genome Sequencer FLX)
% VN TRAEE DI LR NLRP3 (AHIIEE D 1 7 A Z ML L7 b DO Th D, 1EH
NLRP3 77 2 I R & N5/ 2 DNAAY fefk % FHv Y NLRP3 &5 O EAE « A b
72 MOV = AT T R E R Ulcth, BB R WV T —o v
AZx T —b LTI 53R p<0.001 ORHZ, HOERLHET DL L L Lz, [FHER
HEZHERL L . NLRP3 B - DIREFET Y Y U EZDUHA » ha v TF UAVBEE 1%
TOWRFEBEBIYANDE A 7 Z R FTREZR A 7T A L ZAEEE L | B NLRP3 248 5
RRIECS ) 2 DNA IRATRBRCE O 4 Z MR LTz, ANEOF MRz
ThEd S,

LU EOWFFEIE NLRP3 (HIIEE Y1 7 #aHt 5 iEDMENT & CINCA JEGFE OB &
OFFFZ B L CINCA SEBREEE OBW, TROIBEIZTF G5 & ZANRZL,
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