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9. IL-18%52 A3 FRHEK 2934 a2 AV /A 45
TAYY == T ERR T, BHEOIL-18[LZEE
HAEHETH o TFRRIESNT, A7) —= 0
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T, NLRP3 &5 T &k OBk RE RIEF I
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KN Caspase~1 D@ KB A RO EME
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X TCWAENMLNTND, ZRHIRT A LA
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FIETAEFME HLH CIIREABASNIE
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FHENTERIRD P APT AV AR — L35
Az 010705, IL-18 1% NK #fa a5l
SELYALAATHDH, IL-18 DIEFE L
WRERPREBIZSZ VL F a2l — g2k NK
ARIETEME FTURIRIEREDS D, d7abh
72 ABDSDEER T IL-18 OB IR EE DS HERF
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TE>THIL-18 BEDHH A Lt G il
JRZEME HLH, XIAP KIBSE, NLRC4-MAS KR
SJIA T 5D, Vare b IL-1 8EI7 F%5
HY PRGN U~ FIREIEE L TR IR
MNHDH., BEFEVY<FIcxt L OdifEn
TCRRDERKERIZSIRDIELN T, HFVEERS
TR oTz, LASL., CAPS ¥ BEAR A 23
HEATZZLICEY, CAPS ZIIUHETAHEOR
SEVEZR BEEICE RN TAZEMNHLNERD, EL
DTHLIL-1 BEREIE AR DI >Tn
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[L-18R o —IL-18R B D 3 FEEEIEDZ 37
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Th D, '
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9 %messengerRNA(mRNA) D3’ K imFEFIFR B A & T 2281280, 208 BT D
B - L EMEETE T 5, miRNAOTIEHEAE L5 CRF IR RIS R 5728, MRS
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BB AR
HETRYERR B R A (b g F 2 (AT R B R AL FEE36)
EREEB RS CEBIER)

ICF (SR M AR L) R DOIERIERRBR OO D
T F ) L RoOES

BEYREMEE ARBERX UHRFEFHREGEETEE 2%

MRER

ICF JEMEREIL. DNA A F)L{LEER (DNMT3B) OBEFEREZFK ET5, Es o
7 U AET (immunoglobulin deficiency) . #fafikt L br X 7 AREEM

(centromeric instability) . ®FEEEF (facial anomalies) % FEf & T 5Kt
SEERREEHETH D, DIVOIVIIRER Y —7 o — T L0 | JRREAETS
TEBERERRE O DNUTSBEE R L e afi o b AT AREZEMZ BT 2 0 REHRIT
HONRNBEE RN Lic, T ODBEDOFRMM Y > /S8R %E FACS YV —F 4 7
LR, AU —BMEZEBO NN &, T4 —7 BMifanb A€ Y —B fifg
SDOGGICEEDR DD Z 2 RWE LT, S OICHEBN =T ) LMETT, B3 &/
BEDFTA—T BHMRDAF AR KRELS RRDHZ L EFHE T A —7 BHIKAN A
Y —BAIMICET BEC A FIALRE A T 2w 21T 5 2 AR Lz, B
&Y. DMTIBZE BBE I RERSMLE TRV &, LD o TREITELRE
2T TR REREDOHEYENZMTORETHD Z L, DNMI3B EERIC L 2ERBT
DAFNMAIZY N EROIEF LI BATH D T EWRB I T, £ /) AME
BEFTMEZ T 2B THD Z &0, Y r /) MEEFIEICL > TRETSH 2
EDFEIIZFRETH D . AFFEO R LI FFEROIBIRIERB OB EE X b
7o

A. WFREB A

ICF JEEREIL . Immunodeficiency (% & R
4) . Centromere instability (Befa At ha X
T OMEFHME) | Facial Anomary (B FEEZR) &
ISEBDIE L T b o T SN F Yl
FHEBEIDIF CHD, REABTE =R T 4y 7
IREARF OSSN BE 40D DNA AF L%
3% DMNT3B DB{nTFEETHHILIVHHL
T (Typel ICF JEERE) . L2>L, DNA AF
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NACEESR DR NE DL REREDFAE
VR O d o TV en o7z,

— 77, 2011 FFIZFFEMERERSEBRRED
NEEFEBREKT —FZX—2ThH5D PID]
(Primary Immunodeficiency Database in Japan)
DERILS I, Bk EE 2RISR R —2
T Y — LD MR & s TR AT
(Exome FHT) ZAT ST kG R, DMNT3B R0
FESHIZE20 ICF JEERE (Type2) D&
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PEE EEICBEOFEMEICIZEsh &
BIED, EREEEEITREDOEMEIZL
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RE ORISR T R,

LI bESEZ ABFED B, ZRETH
B Cdho7=[DNA AF NALEER DB EREDL
NCSIE R R DFIEITHE DD Z LT
L. &, BFICEBRIEALTHDEZE S ) A
BEREEENLTEME~y T ST
IBREEOBRRS ) MRER EE V- 85k
REM=ET ) MEEIRRIELFEODTHND
SO HER I RATEIG T 528 ThD,
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FRAT R ERIX, PID] OBEIEH DS Exome
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o, 15 AR, 13 B ) xtg b Lz,
FHREL T DMNTSB BRA~TOTET
HEREDOWE (24) LEEFE T4 Thol,

EEATENT, ERRo&E 128 Eh
DV 288k ED FACS sorting (XD ERERL 7=k
S AESE (FA—7 B #HR) LRy (AT
—B #ila) ThHotz,

FROKREREIL, ~Tugl2s BEE
TEFENETNDOFTA—T BHIERA LY
TN RENT, ~T a4k, REETATN
ZNOAE)—B MRERE LIy 7%
buisulfite ZLEEL 7= £ T, f@FEAT DNA AF /1L
FRHT T LA (AT 5D 450K AF b —X
Fo ) T LT, ZOF 71T b 2B s
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W2 LD BRSO e Rk A O T EESRIEH
A CTh o7, 2O LML EEMRF 5D
72T O ICFIEERE L B2 ST, JREREA
DFRFERENE & ST D DNUTSFE BB
MNEBGELD DT EPRBINT,
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DHFETREINT A —7 B #fa05AE)—B #i
fa~D 3 LRRORE THHZEIHALT,

ST, FA—7 B HIfATIEE AT VLA 2
LAEY—B M2 B LR AT NI e DR
AT NACZEALZ R TEBE T 190 R ES
iz, 2ol AEV—B Mg ~0 s {LiEfE
THRBAL TLDEET (B MR EE R
T) DEFTHDHEEZ BN, #l, AE)—B
Hi5y (LA TR ATF MALL IR DB In T34 3T,
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& L ICF FBRE D AE)—B Hifaf o AF
AL LR A B1E, ICF B I BV CHEE
IRMEATF IALE TR LT s 7238367 (1301 58
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D AT A b%%ﬂ“éﬁ{x% 3 234 E (246 18
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ICF JEBEREIL. DNA AT ALEESR O KIRIC
$057 )2 DNA DAEAF AL AEL, FEEBEFE
ETHEEEINTET, £OH T, Yefafkt
Y IRXT OV T T A MRFNARATF AL AT
BHEGu A RAEIE D METH LR | e e I AR
RRCB SR R T AZ DB TV, Loy
L2 6 ARATF AL R E D LS ImB AR CF
FER CH LR EEAELSEANIHAD)T
203077,

ARAFFEIE, BB ARET RGBS E DA
Fa RNE U RE ROV — R Cliired | &
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MOAJFEEZZBI L= LB R HD, ZhiTL
DBIRFEE CILER TERD o T BB RRED
EBA~DRFZENZG)D THRIZEREDEFHZE)A
AZNNTCb D TH T,

BRI, ZHETOV AR Em T
HoT=DIZXIL, FACS Y —T 4271250, B#l
fa% & B 431 T,

FTOFER, T AIEDBEFIIAEY—B M
JaZt o TUWVRWNZ ERERLDE R 5T,
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R BHEEFREALNNEL THDIENR
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SHEIE, OO FE RATEE-SWT, U SEk
SALE L TSR F 2R EL, ZO'E
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{LERLEETRRIE DB RS, ' a— 3 Lg A
F AR E R DR ORI — =2 7 %
LT, RIEDTREEDBRIZEIT TOTE
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DNA AF AV EESR REAJR[K &35 ICF i
BERED BE DV SEROBT OFER | AIED
R ETRRED AT —B Mg (bR ET
HAHZEEOELD, FEIDRFEOEEILS
BOBILTHEIKIC DNA DIEAF VALBTEE
FTHZEWHIA LT, ELIfEEHF D AT —B
AL DIBIRTEH DNA DAFNALDIF AT
VAL T HZEDHBA LT,
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