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S VA & H NEMO gene rearrangement (exons 4-10 deletion) and genotype-phenotype

relationship in Japanese patients with incontinentia pigmenti and review of
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NEMO gene rearrangement (exons 4-10 deletion) and genotype-phenotype
relationship in Japanese patients with incontinentia pigmenti and review of
FALFMLRER |literature in Japanese patients

(AANBREFIESBEITIIT S NEMO BEFHEEHK (=7 V2 4-10 RK)
L BETR -FRMOME, RUOXRIOEE)

(B#Y)

BRAMEIL, HAEMNL Y HET MR 2 EMERICML. PREeRE, R, 85, £
RENWCBERERZEL ) MR X REFENREER TH D, 2000 ££iZ Smahi HIZ LY,
ASE D FREEEFR X BBE Xq28 IZAB T2 NEMO(nuclear factor—kappa B essential
modulator) BIEF T 5 Z L BEWE Iz, £ OBEKKZ P00 AIEBRF D 60—~80%iZ NEMO
BEFOTI V430 10 ETICWIRBBORERH D LBESIN., EbiZ, Fhbo
RIBUMZ L, —HEEBRSCNIRREBZREOERLBESNATNS, LEALAFXRABRED
BEFERICOWVWTIIBMENSIZLEAERL . =7 YV V 4-10 REEHZ L OTEFIHREN 3 HlH
HDHTHD, €I T, BFRACRLKRESRE 10 B L UVE0EBHE, Mkiox LBEFRE
EHEAT L NEMO =27 Y ¥ 4-10 REDFEAE TR~ T, .

S ENRGFRENT LI TEEFREEEZA D5 FlLBEFERZRBORMo7 56|, F
o, 2000 FELARRICHRE S B AR N BREREED & 4 EiftfsFAET LR, ThZho
BEFE L RRBOBBRIC OV TRE L.
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OBEFRE

BEZYAEERREL L OFOMOERER I CTERLREL BTSN 104 THS, B
HI0ALTDEH 84, itk 14 X VIR LU/REMD S DNA 2t L, 38 Y D PCR %
7L NEMO MEF T 7 V4 -10 REDFEZT7-, Multiplex PR X2 2D T+ U— 7
Z A =— (Int-3S, Rep3s) & Y \—~RXF T A =— (L2Rev) #RV > THi{T L 7=, Multiplex PCR
[ X NEMO D=7 Y 4-10 REDH DT L)V 2T A5, NEMO pseudogene D=2 YV 4-10
RELBHTDIEMERDH D, FD78H, NEMO pseudogene DRAKITIEIBEBTER VT + T —
K754 =— (In2) & Y X—RAFF A4 =— (JF3R) %V T NEMO-specific PCR b HEFT L7~
® B A A BRERIEBRE ORI

Medline 35 X UNEZEFRUEFEL Y 2000 £ 5 2012 FITFEMRLE LTREShBREL
IBAESRE ® 5 b Landy and Donnai 2 K 22U EHER - LI-EAROEGFRELZ T L
10 5, Bt 51 BIDERKRIER, REFER L O HdE L o7,

EE) 1. BXHNEEEIX. MEOHW - FiE - R BE - FROIEICTEH L. 2T7F
BRETHZA TS CHET R L,
2. XHOWMIIXEBALRWE &,
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Multiplex PCR Cik, B#& 54 (8% 1,2,5,6,10) RUEHE 34 (BHF 1,5, 10 0F:) 1
1045bp D/ RAMRH &z, NEMO-specific PCR ThEBE 54 (BE 1,2,5,6,10) KU
B34 (BF 1,5 10 DBH) 2 2600bp DAV FAEKHENE, LEXY, BF54 (BF
1,2,5,6,10) RUE#H 34 (BF 1,5 10 0FHR) K NEMOEEF= 7 VY 410 REBHB Z
ERbhol,
@ B R ABFELEDE DIRRAYKFK

PWEREE M LI ARAAGRKRESRE 51 MIONRIZBHE 4 6, KETHITHo-,
RIEAERIT 33 1l (64. 4%) ITH- b, BRAEIK 22 41 (43.1%) . PHEMRER 12 H (23.5%) |
EEZRFE8H (15.7%) Thof, NEMOBEFREZH L O 5 HTiE, IBER 3 H (60%)
FRAERAER LB (20%) . BREE 1 F] (20%) Thotle, REFMRTII, FEEERKMEEH 35
Bl 31 B (88.6%) ITHLNEDIIR L, FHERMICHTEN-HEERBEREMRTE -
30 Bl 2PN AEBOF A RIS EA R FEAEMT R 2 4 L i,
(B%8)

SEOHIET, AFRABRKRESE 10 fl 561 (50%) IZ NEMO D=2 Y 4-10 RE%
Lz, BETFREEOEEZ AT 2 IOIMERE R Y 72028, BRK & RFREEIT NENO =
FEEVLFETDILBHER SN, 5E 5 BT 3 AIIRER., 2 PIIXBRAITH 7228,
BRADHREILIEAABETIIMNH T Tholk, BEADBAACELEBEREOBIICY
BEFREVEATHZLEZ LN, =7 )V 410 REE2H LB HIZ, =2 Y
v 4-10 RELUS D NEMO BIEFERVBFEET DREMDRH A2, T2V TIES HIBNE
EEBRELTWA,

RELFURDTY V2 4-10 RK% B & DT 3 Flid, ERPIEM T H 2 DIERRPER D
BESHALA TR, SEHORBEFRETHO TARLRAE LB INE, ALRETRE
EFLLRBLEROKREZAEENELLFEEE LT X REKRELORI NEZ LIS,

., ARETEDORZETIZRWTHRAYIZIE Landy and Donnai 12 X AR EERA VL
T3, BERTIRHEVELRLTWARY, XD b OEMINEDE, ZoBKERZAE

LTWBHbDODHZEHA L, TOREND, BEFEEICIZIE TN 2VWREBEERT ROA R
DOWTIRE L, ZORBOFRICEDZREMERDOERICOVWTIE, RERIKESN D
WL FROEE ThoTedd, FICHFEE TINESNOBEE X v {Edh 7=, NEMO BEFEE
EHLEDIEEHE, HLDphot 561, Fi-. 2000 FELUEORES] L IZH b RERER
OEEITHR ED NPT,

(&)

AAAGBRITESE 10 Hlth 65 ] (50%) IZ NEMO Dt V> 4-10 RER A L D,
INETICHME SN NEMO BEEFREER AL DT 5 Fl & TR USNDEFOEIZ, B b 172
AV OB A E D LR o7,
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FURXEBEEOKRROER

HHEHES 688 K %4 |RBit BE&EF

RAXEEZR

(BT BEEDOEROES) (BAEEL 1WAV b, 6 0 0FUNTERDOZ &, )

BAbBEEF KT, A RIC R EEIR 2 BAET A AR EMIE (Incontinentia pigmenti) 2
DUWVTHIE 1T o 72, BRETER X P hEB N EERE &L 2MRERERE T, BFOX
Y TIRTH B, BFIC/2 2T, BEEAFEDOKYED NEMO BEFOH 4-10 =7 YV o REIZX
A lpEINE, BATHLEBELEFEICOVT 300 FILL EORENH D, BEFREED
FEPLNEMOBEFT 7 YV 4-10 REIZE 2 BAABZEOREIZSOWTIER, FHATH K, =
noOBREEEE X, BIARIKFRIIZHRERTNEEZ Y — FL, ARRREBRE 0L LED
B 84, fifitk 1 4D DNA 2IVEE L, SEMAMRIT 21T -7,

FOFRER, UToREZHLMNZ L,

1. BRELATESRE 10LPSLIZNEMOBEFTY YV 4-10 REZRADT,

2. FOSAOHHRILICHRAKOREER D,

3. NEMO BfesF =7 Vi 4-10 REZFER LI-FROFIZIE, ERIZEAPATHRWVWE D
AT,

4. AEALBAADBREZHEL, R+ FREMBRROREORERRE ThHo 1,

5. HAEABRE CIIREIMER - HFRE OHER K127,

ARIITERBETED BAABEFOBRBIC OOV THLWAREEX 2 bOTHY, BKAR
LLTHIRBICBEE LEZRMEZZITAB LEDT, L (BES) OFMXITETI DL
RO BN, ,
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