Bt E B K EZ
4% X E %
NF2 BIZF 2 BT 5 premature termination B D
7= DOEERE stop codon assay DBAF & HEL

FNRXANBFEDOEE

(B89]

2R R R HEIERE neurofibromatosis type 2 (NFOIZ PR R ICEBE 2 SR T HEERE
REFEHEGEERETHY. RRORYBEC L 2BEREO TR &AM RITERK LD
TEERBEETH S, FORNEBETIIREAFR2q1222CHFELSSEOY X /BZ2I—F
TREGEFNF2EL T O—2 07 EN/-. NF2 T RE | ImissenseER NP K%
$l3nonsense RO XR %k . A B L < I3 exon/introndE FHE E 1T K SframeshiftiZ &L > T
#2 T % premature termination T %, premature terminationi3E A NOFREFH L I— R T
ZEHEOHEIEREDERLTRTHD,. NF2IZBW TidmissenseZE R & D b FREFHH AR
<, BEELBENWIENHSN TS, #>T. NF2 BT Dpremature terminationZ FJHE

LB 5 FEIL. NROBETFEHEROTFRHELERAELEASND, RLT. NF2E
{£F Dnonsense L B EFERF 2 AW THERMICEM TE 5 41k E LT, NF2 stop codon assay
REF - B LEOTEOERBRED X U Fassay 2 AW/ R EHEICET 2RFICDOE
HET 5,

(HiE]

b RNF2 cDNA (ORF£ £)% RT-PCR #fg L. 3'f]Damber codon TGAZGCGAIZER S &
7-1#%. BEFI/E. coli shuttle vectord® CYC promoter | i iZ ADE2& in-framelEfE L THAL., =5
Iz gap-repair® 7= ¥codons 32, 56917 Nael sites % {EfK L 7z (vectorfa: pMT30). HBEEEB X
NI R4 & 10 NF-2 ORF% Pfu polymeraseiC CRT-PCRIEIE L. Nael SLpMT30& &%
IZURA3., ADE2/RIEFEHEERFFEyPHSSTIZEERE ) T Lk TRIEFE A U BERFA Tgap repair
2RI XY, Ura/Ri8. adenineHIfEES#MIIZT30C, 3HMEET 2. BRRANTS I Sgap-
repair THMCDNAZ ADE2& DF A SEHE & U TADE2 RIBEERIMRICRE . premature
terminationi72 N H DI IO = — A% 2 L. premature termination/)t 3 U ADE2 £}
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LIRTIZEB N O#ERHME [E L phosphoribosylaminoimidazoleZEfE 0D /= O BERF I 0 ——I135R &

2293, ISLTHREALLFRA, ARIO-—2EHE L. RBEIO-—-H5TF5X3
RERNLEROHEBD/=DBEERSTN DB Z1T 572, FassayZ FANNF2EE 3FI 2T
HREEIHIONF2 BETICB T 2ERICBE LRI L.

(#5%]

E¥ABMERB LN TFEREERE0Y > IV EANWEERTREI D Z—RERITTEY
8.8% (IRUE(RZE3.S%) Tdolz. NF2EBHE 3§z OHERHELFIZBIL TIX1341T
10U EOFRIODZ—DREERD, INSOEFADKRIOZ—N5T T X3 REREIK
USSEES 2T LSRR, SPITUERERRIZ X Sstop codonfd A, exon skipping 241 % &
LAFITHEDKRIBIZ L D AT S frameshift 12T premature terminationZ 28 . < X T3
{7 in-frame @ exon skipping MR N7z, 161314%DKR 10 - —FREEZBO-NERIT
BmEnahoz. REREHEIZ. NF2EEZ TII3/340 (100%). IMFEFITIZ9/1361 (69%) T
Hotr. MAEFITHET S EWROBREIIBITHIERBREE 39%)L D Kassayld B NWE R
BRIHEEHOLOLEALN, THBEREEEOLDEEASNE, 7 vt 1 Ok
RTERKOBEITHOSNDZERARY ML EIFIZRBEBERERL A, exon skipping
P26 55| ERER DR EITHEANPPLENERAZRLZ, ZNRINETOERBRE L
D Ei#i T & S genomic DNAZ Y > 77 )UIZ L 7= SSCPi% Tldexon/intron R EDERIZ L D X
TOAAREEHETDLINIIENTEEZRRL TS DD EEZS5ND, F/zin-frame
D R % premature termination3 £ U72 WX TH BN, &7 v TIBFHITHREIO
—E L THRHENZ, inframeTHAHICHEDOSTREIO—NREHALEZEREL T,
exon skip/)SNF2/ADE2 SRR & 5 WIINF2ZEREDH D DIRTHEEORLEF I ER L
1 K& RADEZH B DIRENE U ADEZRERTEME P OOBHICEE LN, 550 E MIH
% & D ICERICB N T bealpain/s EIZ & 5NF2 EASRBRENEFEEL. skipizk D ZFh
AWMBES NI ECEBBENEA SN, £, BERIIBITOKR., WITHRAEAIO Z—
MN14%TH O RMBESEEMRE S NN ST ENS. REIOZ—20%LL EITIZITHEE
WCERDNEETDEEZADN. 10%h) 520% D% & 1 dclonal /s B R ZRER T 5 /= O EEALF
BFPHBEEEZ 5N,

(#&3]

NF2& {5 Dpremature terminationZ #2 Z 92 R & XN RAJIT 2 Wr T = 5 B RFstop codon
assayZBAFE L7z, X7 v ICTTINFEEG 26, MREFREHEELE]H%51(69%)iZin-
frame/REEZEUONF2 ERERETE 2. XKassayldD/ia< E N2 TR D80%LL L EHEE
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CRETTE, ZEETOMMbIEMEERK Lo FAENE < ERANERTEIIEERD
25 EEZ SN,
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Fim L FEEDER

EE OHE R OBH OB 5
Bl & # B R B M K
H % # # F A & @

%R X E &
NF2 B{5FI281F 5 premature termination B H®
72 OEEL) stop codon assay D BIFE & FE

neurofibromatosis type 2 (NF2)IXE REBABHEBREEEBRTH D, FOEREEFITILE

H22q1220IZFELSSEDT 2 /B2 O— RE D BEFNFR2E LTI O—2 VXX hi-.
NF2 Bin TR Imissense R EAD72 < KZ K idnonsense TR PR, BA L IT
exon/intron$f S ERZ & 12 & 5 frameshiftiZ & > TH & 2 premature termination Tdp 2
premature terminationtINF2IZ B Tidmissense B R L D B REFEHMNELS, BEEELS T
EMHSNTNS., #->T, NF2 i {5 F Dpremature termination® BYREIC BBUT S 2 Tkl
NE2OBEFEHRUOTFRHUELEEREEISND. R4, NF2 EEF Dnonsense =8
EERBERVTHRNICBH TES A E LT, NF2stop codon assay 2 BA%E - Heyr L7~
& hNF2 cDNA % RT-PCR 348 L, 3'fliDamber codon TGA%GGAIZ LR X /=18 , EERE/E.
coli shuttle vectoriZ ADE2& in-frame&ifE L THA L, gap-repair®7=&codons 32, 56917 Nael
sitesZfERk U 7= (vectorfa: pMT30). BEMER B X i ##R#k & U NF-2 coding resion & RT-
PCRIBIEL, Nael SALpMT3I0& & HITURA3, ADE2RIBSEIFEEGSEyPHSS7IC B A LB
BN Tgap repair 22 Z &, UraRif, adenineHIPRIFMICTI0C, 3ARIEET . BA
ARNTH Z Hgap-repair THERCDNAZADE2E DF A STEE & U TADE2 RIBEERHEICRE
Y, premature termination?)$d 1L ADE2 BREARTIC E N DFFERAHE 1E U phosphoribosyl-
aminoimidazoleEHD L HBERID_—RBRELETS. KREIO-—M5TS5X3I K%
EIX LA R DR DI OEEETI OB 1T /. FKassay % FILNF2RE 3 5% & s
HE1GIONF2 BIEFIZBIT2ERICEB LRI L.

NF2i8# 3 fZ 2 O HREHELHICB L T34 TI0%U LK I a0 - —DRE 225
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. IS OEFIDOEERTI BT UER, SHITUHEREERICK Sstop codonfF A,
exon skipping 28 % & T4 THE D KIRIT X D £ T 5 frameshift {Z7T premature termination
23, <X TIFN in-frame D exon skipping MR H TN/, 151420 R I 0= —F
BEREDEMTRIIREE Mo, EEREEIZ, NF2ZEETIAIAH] (100%), LR
FITIZ9/1351 (69%) TH - 7=, MRFITHET 3 EREROBEITBITLIEERUEER (39%)
D EassaylIBVWEBREREFOLOEEZA SN, THALBEAKERDODBDEEZS
N7=. AT w1 OEEE Tldexon skippingHS 126 b 551 L ERDEE TP LW (A
%R U7=. E/-in-frameD /R Sl premature terminationAtE U772 WE T TH B4, &7 w21
T3 TREID-—E L TRES . £, BERFIBHOER, 15ITHREIOZ
—M14%TH D ANSEEMBH I BN/ EM S, REIOZ—20%L EIZIFIZHE
F\ERNEET D ES DN, 10%h 520% DB dclonal 2 E R 2 HEEET B - HEHEC
PR NHEEEX SNL.

AassayldP7a< E HNF2 BRD0%BLL L HEICHH TE, BHEATOMMFMBIERL
B EOERAENE ERANRGTIMELRDIDLEASNL.

TORFIZELT, FRETLEELONRBEICBITHERICHT 2R, KassayDE
B, B UinframeRENBHEINBICHTIARICOVTEBES > 2. KW TR
IEFHIEREIR L O NF2 BETFRE CEEREOBBIIDWTHEMMNS o 7=, FIARABER M
513 A assayDEE R L EERG EDBRICDWTHEBAS > 7. WINOERMIINLTY,
HEEIIE S OREICETBROBEDRIOATESIAL, BERMBRIEDNTH
FRICEREL .

T DB, NF2#{5F Dpremature terminationZ flf 0 DAIFEIC LT D HEZESL
FEMNELEEEN, SRERICBITIANROBHBEICKIEEREDOFRLNRITS
WTRIDODEHFEINS.

EEE—FIICNOORELESIHEL, KERBBICBIDPHBCRBEMAR L b
HHBENET (B OFMEZTEDIIKRSBEREREIDODLHELL.
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