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Mxil mutations in human neurofibrosarcoma

(b bR IEIC 3 2 Ml DERER)

HBUDiZ)

MxilEBHHIIMax A& L. MEMITMycOMax~ O & 2T, 5 WiZMyos/Max DB BRI R,
CACGTG ~DOREZMETHI LD, Myc OHMEELHBETS. Z0OHKT. Mxil BEENHEET
O—HKETSETND. BE RAEBREBRBROT Y M AEET Mxil OFRERHLEN, FHE
T, £ MERBICBITS Mxil OEROHERPR. BERSALBECOEEROBENDHZOHT
Holz. Zliﬁﬁﬁlil’a‘iﬁ%ﬂﬁiﬁﬁﬁbfcfﬁﬁmt MEFERICIBITAMIOZERERAEL =,

&7 STHE)

FOE- I

IFIDEME. 7HORER. SSHOEHMOF LREEBELLUNFAOL BBk ENRIZ L.
NSO TINNREDNAZES T, BTOXRBICAW:,

T5ik
Polymerase chain reaction (PCR), single~strand conformation polymorphism (SSCP) :

Ebh Mxil O > hOOEERFILOIIV 1, 2. 4, 5. 6 2HETA TS S54 v —2RL
T.DNAY TV 1 ul% 24 p IORIERIZHNT, PCREITo . 5 11Dloading buffer (95% formamide
Ldye) &5 nIOPCREHEEELT. WTINMEELT. 5%0FUtLO—)LOFE. 4°C. ZiR
SFARBETIONRUT I U7 I RAVIZKEI Lo —ABEB XU~ DNA /N> RIZERETTEL
feo Taq R A T—EOHBWO REBABNBEREMI B0, BEN KOBLHREFIDE,
PCR & SSCPi2 3 ElfT o 7z,

HALELTIRTE -

SSCPTEEN EMEMENZY I ITH L T, di- deoxy I THER D% % L, #i{bL7=PCR
B % pGEM-T Easy Vector” (Promega) 12514~ 3> LT, XLi-blue K F5 22X 74— RA—
arlic. —BEIHLT, 6 70— OEAEFNERELT. DU LD O—CTRAUERLHE
ETHEE ZOEFIOERE LA, £, HHEEREIEEAVES —2 T2 AOREBRRERICD
WT ABI PRISM™ Dye Terminator Cycle Sequencing Ready Reaction Kit (Perkin Elmer, Forster
City, CA) AW, EREERTERTE LA (direct sequence dye—terminatorikiz & s).

ANFOESHBEORY

Mxil BETFO > hO30 (TG REEFIE 3FEMRERICH S (AAAAC) RERF =FA
T. BEEEEEOMIIOATFORSHOHE 2R .

ZRIE -

Mxil D1 >0 51T TTC REEMEFKR L. PCR-SSCP #THAA, FEABLY Australian
CaucasiansDEHIZDONWT, FONEEBRHLE,
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SSCP & RERH Ot :

HifabR320. HT-1080 & fEH) | #HESHERBO LYY > 2 TRHE SSCP /N K¥tH o ke, HERA %
BB & HT- 1080 & HIFABE320TIZ T R 20T GGC A5 GET KBS H 1 LV ALERTHo . 5
1 HAERRHEBE CII T RO SATGCA DS GTA KRS T, 73 /BEL (Alah 5 Va) EfEo Tk,
#EREEE DLD~ 1, UBT. fE4] 3 M#ES# PR & —#I® chondrosarcoma LYY > 6 THE% SSCP /S k
AHDMofc. WEEFNIDLD- 1. USTMG &—#I® chondrosarcoma® L7 Y > 6 Lf2lbpD & 2 5
T (TTC) DM DT (TTC) b 0. ZHFHERE -7+ (?ﬁf_ﬁ)'a HEF] 3 AERMERETII8 Ok
bk DRERERMERZ SN~ DED, T R160, 171, 1760 & 2 3 TENENGTGH 5GCG (Val
MBAl), GTTAH5GCT (Valih5Al), TTICHSCTC (PhetsSLew) AL LT e, HEH 2 B
WPHEDTS Y 5 TRESSCP N kBN, I R1I8E152TAAAM S CAA (LysH 5 Gln). GAA
5 GGA (GuM s Gly) IhboTE, 1. 2 OF—RHEMEHEEDHRO DNA L Tt
MxilZE & lah o=,

NT OO R ORELN

NADEEL THOABERCHL TIATOESMEOBEZEARE, 15HOQ (TG) KEEIFHO
(AAAAC) R#IC D\ Tinformative TH o e, WTRbAF OESHOMEIZED Shahof.

R

A12bB250HRD (TTC) REEFIZOEBRME SN, 44510 Australian Caucasians TR
¥ (TTCYs/ (TTC)s: (TTC)s/ (TTC)z: (TTC)2/ (TTC)2426:17: Lo, S0HDEEA &50
FIOFEADDNATIZIEEAE (TTC)s/ (TTC): CH o,

i)

Ml ZRB—RIZEEOM WEE, REBESH5LE FEABBETIIEN THo. LML, 20
. PTHERMENEICSHEET. 45055, 3FAIITRANRHIN. WTFhbLBER A icd o7,
ZOH. 243 von Recklinghausen’s disease ZHRELALOTH Y. F—BEORENEHSE S8
RETRERMEP /. 5T, MxilOt MEFIZBIT 2 BRI LDEERNT. BSICHEEENE
UJ%E"%)W&ﬁ*EEUDEﬁ{El:Eﬁ‘e?'é‘éﬂﬁ‘é‘l‘%ﬁ‘iﬁ%5,

BRXBEORKRROE S

FHHEOWD LT 78 NI MIESIE R FMax EZRERBR L TEOER % ST 53
REDHDILPFAMENS. HEESIITTICS Yy FAEET Mxil OZRE2EHL TV, KPR T
BE MIBUIAMiIOER % AT DIC A EERE2RBEL .

HELLTIIEE AEE. BEE. KEES. BEEREriisl. chohoE% DNA BB
{ZDWT PCR-SSCP %1707, BENAHINAHEIIDOWTE SIZHARFI 2B L. ~AFOE
B D Kloss of heterozygosity (BAFLOH) OREICIIT > hO Y 3 O TGKEES & 3 ' EMRES
DACREEREFIA L=,

ZOoMMRE (320& TH-1080) TIFV > 2 K212 GGC — GGT OH 1 L > FERAL, FEe
MAED 1 FITHS4IZGCA—GTA (AS4Y) DEMERMBHINL, HESERBOMLO 1 5TGTG
~GCG (V169A). GTT—GCT (VITIA), TTC— CTC (FI76L) A%, REHID= SITD 1 HIT AAA
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—CAA (K118Q). GAA—GGA (EI152G) MRHENI. SIFDREE 7 HOREMIIOVWTRALE
C MLOH BRI hidok, 1 O 50T, C RERADZERENF—Z FSUTAARIZESH
fedt. 0BT OMRARAEFEACRES M X,
Blb, fEE S Mxil ORAZENEFHE OV BBES CIIDLZVIThib S T iR E
TILAFARSHCERNDOVTHLBEER A XS 3T L 2B SMI LI EMNEFEI NS,

FRERCEL TUTOL I RERZT> 2,
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P2 c~mye 7 OE—F -} SDEEEMA @Iz DONT
TR LU ORI D L TIIE S A
RHEERIIERTEOX I IRRES D

TCREEF & A, CRERFICBEEIZH Shizho b
MadDRREROHEIIH Dh

BaR10924- 25D REDFMA SN T B H
IFVIHEBICDOWTRBREL M- B H
EEMIlOBEET v 1R ESTEIN

LOHEFEIT BT 5 non—informative 27— # {2 2T

IS DORURMIIHN LR EEOREIIBENTHD. MESHTIERLTEY, B (B o%i®
XIZHEHLWEEEELE B TIHEL /.
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