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FCoI

Tz OBETIIHFREBIEL, &b TREEEOZKIREICEE T 2582 EAICIT> TWw b, BKERHH
e IxE, RERE s R £ RRICEDNI B, MR RS & ORISR % B 7o SRR
D¥FRTHY, IBHE, B, MEREOEELMBEESATYS, 2O ORI F A 3 2 EMEE
Th HEEAE ISR CHHROErH D K1), BHEE LT, EROHEBRZIEZTS ZLi3Zz0k
DIEFEDIDICHEETH S, LerLARSE—OEE TS 2 bMENLE Ll DfEEZKIcES 2 &
WCHEEEE T 0I5 L Inwv, — A TTIEFES { OERIEE I B W CRRE 2 BOES L EETRE DR
Eh, TOREEZRETSZEPZEMCEATHL I EBNHHLTE TV, -5 2HOMEAETIE
B O FEHE R T EEEER TFORE EEFRCE L, BEEELEHZECESL T2 008b 5, AL
IS DEBTFREZHFRONRE L, EMLBZENIC XL 2IELWIBENTZ % & S BKROSICETT %
ZEREBLTVS, FWEREO 2 ICIIEE LSS FREEZE T 200850, Zho Dy
THE L EYFHEEE OB EEICOWT IR E T TH TS,

1. RBANENELTCFESR

TEMEESS 2 B T 2 R s etk & U iR EE it a IEIc B 10 % 9, 12 FHROEOMHEFREED
HHCEATH 25, Bl —EHOESHNIETIXFFE ORERIERE & 2 OREELETFOFRBBRD 5 b
ZEDBHHL IR ST (K1), R2WIEBDSY A 7L 2 DOBRETEREZRT. o DEEOREKS S
W EEEF ORI ERNIEOZN, & Wl &38R % 2 KRB o BB E R TEFIC DO W
TOEMERTH S, S CEMAEBGTOHEIZ L > THREDTFENELZLDHHESNITK> T
%Y,

a) YEREANE

R E C b 2 WIENE T I X ek & 18 BREHROMICHARES2 b5, ZORKESYT
BT & SSX 1 £7213 SSX 2 BIn T L DREIERA LD S5, BIHEEDSEE BN S D13 EE
MBI DOIEREN TR & 72 Vil 9 5 22— A > 7 W/ RAMESNZEES (primitive  neuroectodermal
tumor/PNET) & OERIMNNIE L 22 b DNH 5. O FFERBELIGEEEN G Bl 5 1 08§
2 BB 5, ATRNCIEEEAIE & 2 — 1 > 7O SR DRRE & 72 5 7 h3 SYT-SSX Bl s ikt ChiE
EZWCE S TPl 2% 2 (K2), AR ZEEARE IV & 72 38 EC 5, LaL, i, O
AIZER MR 20 & — MBI /R & e WIEBALIC R AE U 7SS I D W T RT-PCR # 2 AW TRE L 725 R,
AR U7z SYT-SSX BlEHEE T34 & b & NIEFIDHRE S Tw 5, g b IR & v 5 FEERR 2 E8
L Fed: Uil & SYT-SSX @A E a2t LHEERZBNICE - 1ol 2 ijE Lz2, BEadEEFos A
7R % & SYT-SSX1 @& EEF o0 S NIEBI DX 5 53 SYT-SSX2 EnTF 2 FFDEFNIC LR L
T, FPEOBAETHY, BHEEEIE L, REXNICIIZHEDO S DONE L ALDONE ELIRELD
29, —7J, EEEFDY A4 712 L > TFEL S NITRHENBICERITD R r ol L LI HE L b
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11971 5 2006 % THHE I INE S 0T B 2BREHa35 13BREGH a1
HE@ W%R PAX3EEF FKHR &R+
i 5 P feE 395 4l | 2 | v ‘
TRV VA R R 369 1 | i el
SR A 354 14
AT A i 220 ] AR
I 198 441 DNA [PAXS|  FKHR |
T ARAY P AL 126 41 PAX3/FKHR B&EETF (fusion gene)
R ek A 98 4 A
IR e Aol e g/ M7 ) 1z fe 91 #1 MRNA | | |
e P e 87 #l PAX3/FKHR @& EEF (fusion transcript)
B Ak P 83 .
MU PIE 8141 B
R E ) 80 il PAX3/FKHR BAEH
%}%Qg <7 AIR/PNET gé gj 1 JOSRABERUHNIE I 5 5 2 & 13 B A4
e ; MHEERFE I X 5 PAX3-FKHR &&=
e PR, P fie 33 4 A
S o 4 27 B OB,
A A 20 441 BRI 3B B o i s e
& XS P 74 mRNA (X ® fusion transcript) %5 cDNA
WHENET 7 K 4 F 6 31 EEkL PCRETHIEL (RT-PCR &), X
SIFEAREA 207 # ICEY DEES H D,
&t 2603 %l
5, MROWEREICB T 5203 TIESYT-
%2 WSR3 2 PR B L O E T R SSX1 B £ O SYT-SSX2 0 HiRI D[ Tlx FHIC
A Qe kS e T FHEZRD o T2,
YA e t(X ; 18)(p11.2; q11.2) SYT-SSX1
SYT-SSX2
Ewing Al / t(11;22)(q24;q12) ~ EWS-FLIl b) z—A > 7 AHE/PNET
Primitive neuroectodermal tumor  t(21 ; 22)(q22 ; q12) EWS-ERG ., N
(PNET) t(7:22)(p22:q12) ~ EWS-ETVI1 AEMleARECTH 2 2—A > 7 WE/PNET T
t17;22)(q12;q12)  EWS-E1AF - S AL e
M/ ARSI AE  t(12; 16)(ql3; pll)  TLS/FUS-CHOP kb I RSN 2 EEER T 1 EWS-FLI
t(12;22)(q13;q12)  EWS-CHOP 0 AT _ /) —~ e
e SR R A A £(2 3 13)(q35 ; q14) PAX3-FKHR (95/(1) VC\A »CEWS-ERG (\ ° ?i,/c b5, h
t(1:13)(q36:q14)  PAX7-FKHR 5 O E BT T IEREEOREITEENT & U TE
AR A t(12;22)(q13;q12)  EWS-ATF1 _ N N _
BRI IR 19;22)(a22;q12)  EWS-CHN/TEC F3 % 2 &p¥in vitro ORBTHS pic s DD
£9;17)(q22 ; q11) TAF2N-CHN N AN
Desmoplastic small round cell tumor t(11 ; 22)(p13 ; q12) EWS-WT1 % 5. EWS-FLI1 F-‘—ﬂ!:t E1I{%VC iZ EWS exon? &
Wit 2 R P t(17;22)(@22;q13)  COLIAI-PEGFB FLI1 exonb OETEIEG L TWwad 1 EIHEH %<
[ P A e fek . AL I
SR Mk P IE t(12;15)(p13;q25)  ETV6-NTRK3 M3, 180 EWS-FLI @&EEFinE
I SRR U PA A t(X;17)(p21;q25)  ASPL-TFE3 ; = 23 H ;
L SHES TS 12 : 5025 : 035) TOMO/ALK PEY) % S ERIDIZ S OB 2 EBRER L D b
CLTC-ALK FHREIFTHY, 511 HME2ECEEDIZS D

JES G EME D o To E WS G b B 5,

c) HEWEL/ A R R AR I PN

ek, KR AUERRGAIE & FITEAIRO R ARG A 1 S e 2 TR & ST & 1228, BEDH 2 TREGKRIC S
FEREFEICH 2h o 2 DOMBBARBEIRILED AT N T AICAS EHZoNTwS, BLIZMEMEOME
BARLWIEEFENIFNRTH D, FITEHIRER SRR A5 12 Fle U T p53 d@FIFEB, pl6 B & UF pl4 FEHLIE
5578 © O5TF-EH 2 mHEE [ O BEIE S S W k2 R W L7, TERESR s T AEE 0 % B
Db &9 25 O ER IO YRR e & NCERE.EY), TLS/FUS-CHOP % 72 1ZEWS- CHOP
ZFED, Zhod 5% TLS-CHOP @& ELEFIRDE < A 515 (95%). TLS-CHOP @& EETFOH
WiE TLS EBETFHOUIN SRR 270 TLS DR 22 S AR bONE s, Fi23 20D
TLS-CHOP @l&EmFois Lo s (1 B-TE), WEAES 2 — 1 > 7 RWfE L 3£ 7% Y TLS- CHOP
A AEL T OMEDERIZ L 2 PR EDEBERIFED E 22RO SN TVRN,
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C ESMLEBERE: 7TEXR. B X2 7THREZROLGEICHEL IEREE A :
BT % AN 7N 2 A 7 , —
RT-PCRIICLBSYT-SSX 45 ET DM BP0 AN S
1 2 3 4 5 %. B —Eo i HiEREAE O SRR I G %
WOWERAEOTREELFE 2z o5, C!
RT-PCR 2 & 2 @& @R T O, ANIE
BIXSYT-SSX Ol &M ET 2 b
<« 585bp SYT- SSX2 il #H¥ 2 2 L BHER S 1
RASHNTARS M EEE A NE & 2 S h, 15

“331bp PR 0t T B AL DM T b LT,

1:SYT-SSX, 2: SYT-SSX1, 3: SYT-SSX2,
4: B-actin, 5:Positive control (SYT-SSX)

d) U A fE

Jra BRI D 70-85%6 DHFER Tl PAX3-FKHR % 7213 PAX7-FKHR @& BETRRED 55,
ZDEE DX TH PAXT-FKHR ZEDEHDIF 5 23 PAX3-FKHR 2 OREFN LR TFEEE WL E
SNTW»5, FIERBHSUHAE XA BB SUH P IC LR TP EREL, Ths 2 0% ERlT5 2 3%
DEDEERTO L TEETH 5, FICREEOREEENLL L VbW % solid variant O i SEARE T A E
DM % D1 % FT PAX3-FKHR % /-1 PAX7-FKHR @& BT 22 2 L 3FER ICERTH %
(3).

e) WEEM:Z 7 R A ¥ EE

HRERIE:— 7 K 4 R JEHSS (malignant rhabdoid tumor : MRT) 13/NRIcF4d 2 SEEEOE TH
%9, ZOMEETIZZ 7 A4 Fililan s Lo s sy, WERE, $EHERRE, B MERR BTG R E
WHAEZ CMOREICBWTH 77 M FifanRons 2 endb s, RIS ORBEICBNWTT
TRA NIRRT BE I TFERBILETH S 2 LR L TERLD, SEEE B47% s IcEEN
MRT 12 DWW T 22 FHtEERi 7 & N2 SMARCBI1 B FOREENHE SN, ZOEETFH MRT 128
\J 2 JENGEEG T CTh 2 AREEDN R SN T 5, Fx b MRT ORMENS X OHillatk 2 fEna > 7
0y 5 4 v 7 S N differential-PCR B2 W T 217572 £ 25 ZDBEEFDRRE S NITH
SREISEHEEICHRE SN 7299, & 512 SMACRBL #ETEY Th % BAFAT EAFBOETEHKER
O, OB 2ZENMEIE Y & Bbh b9,

f) RS B2 RS RHE A e
e B S RN E  (dermatofibrosarcoma protuberans : DFSP) 1ZE &0 6 K I THRET 3
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3 41 AR, IREN, fa
BRI IR E O solid vari-
TR, ant OREFI A T JEE O KE
5313 /N T MR o e 521 1
TE XD 75 0 e AU A
e A JE %2 — A > 7 PJE/PNET
thmrwmq.'ﬁ B 7R R 2T 5.
LR LY l LMY g-.jl'f-f'l' B 1 —HBIZARAEPE O RREE & /1N
T el o fre Btk oD 3 % %
B9 28O0 dH 0, FuREkE
WHRERRDOEL2BRTH
P: positive control %, C:IAREHI & 1Zfa A
S: sample (current case) T8 R0 A B I R RO
PAX3- FKHR &8 {m T8
B shiz,

PAX3
-FKHR
(89bp)

R EE T H D collagen type 1 alpha 1 (COL1A1)-platelet-derived growth factor beta chain
(PDGFB) A& T2H T 5. BEEMHENIC B 2 PDGFB #{n THEIE 13 P O IEH M i L <&
WLV TERO 6Tz, & S I EEHMNTPDGFB mRNA B X U'Z2Dv v 7% —ThH% PDGFRB
mRNA OFEBPFHER S, WMHFEOFEBT LV ~ Vi ZHBEREREZR D, 2O L XY DFSPIzBWVT
COL1A1-PDGFB fli& &[4 PDEGFRB 0 V) ' > F & 72 - TIEEOHERICEIS L T 2 ATREMEDRIE &
o,

10-20% @ DFSP T3 MRk O HZ B E OBERIE DO S 2y, EEEREERDEKET I b
HERER T 2 2 e 3h 5, 2 ORMMERNE % 115 72 DFSP 138 % O DFSP 2 thig U CiEfRints
ZRTAREESRRVESIN T WS, B OMMEANE & 382D, 20O DFSP ICBE U 72 fHE AN E 13
DFSP [Ef£ic COLIA1-PDGFB @ &ELT 2B T 5, EHWKDFSPIcB T b~ 7ad 7 74 MK
T (microsatellite instability : LUF MSI) & p53 B FEEIC D W TR 21TV,  BRERN R~ 0 %
b & DR % iES L 7210, MSI 13385 @ DFSP Itk U T, $iERIE % 15 72 DFSP 2 BT X D HE
JEIZERD & Tz hS, FRMERNERL S 2 £E D FEF T D MSI 0288 — > 3R HER R 5 & DFSP 543 0 [ T
WERD o Tz, FICERER R R LI ER ERFEESE O T MSI Oy -V IZFECTh -7z,
P53 LT HHE I HRHMERIERS % £ - 72 DFSP OREGID A1 5, & S IZ[FA—EEN Tk DFSP 47
W S N TEERER S ICOARD SN, 2D L XY DFSP OEMEALICEI L T MSI 1345 A
DHBLT 2 Hi2 5 DR VEFET, pb3 BRTFRE IHHERER S SHB L T o DRV TS L Tw»
% EWRE I NIz, £7z MSI X DFSP OEMH L% FHITE 2KFIC& D 5 2HREMELE 2 S L7z,
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2. #EBRHAFE Wnt/B-catenin 7+ » ¥

E-cadherin & Z DHIfUEREEEETTH S a, B B & O y-catenin IZHIFLEEES B L TEHELKZE %
HoTw3a, IhoDOHRBEOBWIZ, FHROEEICZBWT, FBRINIESMEZ D D, BWEEBEERE:
FREETIHAICAONS, KIBES T A A REEICB W T, f-catenin DHIFTE FEIH K D 5 W 138
NFEELH APC-S-catenin-Tcf D FI % L T oncoprotein & L TOMEE2HE T2 2 LW ESI
TWw3,

a) WIRWIEIC B 2 #ERTOFKE

WERE L, GRS OER 26 2 BHEMEERIEL T H 0 FC T RERY I AN SR AN bl L ¢
FEAOMEDHS D TH 2, Bx SR E T 5 2 h s EERT OFRBLOMNT 2k Aa 712, 13610
G IO#T I €, E-cadherin & a-catenin OFEUE T IZHE BT IC TERICTFEARR TH - /-,
a-catenin OFHET, Ew AJCC stage RIAHLEIEL2FED 2 b DX, TEEFNTIC TERECTFEREAR
TdH oz, f-catenin DEFEFEHIL, HVIEHERE & FRAR SICHBEIL Twiz, GSK-g 0V Y EEicBE
9 % exon 31283 B-catenin @ point mutation 1%, FEATAIREGID 50 Bk 4 Flic A STz, 4 FlF
T HEARRHER OWEAE TH VD, 72 E-cadherin OFFUE T & S-catenin DEEFHKHNA STz, 24
W1 ELINICFET L72ERITH - 7. i 20 BT, f-catenin DEFEFKEEN A S L7z H3, f-catenin exon
3 @ point mutation XX - 7z,

1EAMED B BE L FLHE D /NBEE T ld E-cadherin ORNEMAL L MBI ORI —E DRRDH 5 Z L 3
biTwa, Hrix, ZOWEICH &9 %, E-cadherin D43 FFH A E OB O RERN T £ 75 %
DTV E VI RELE T2 TE DT %1T 5 72, 49 BID/8T 7 4 M AHIEARIZE W, exon 4-9 IZB
% E-cadherin ® mutation Zf##ff L 72'®, %72, E-cadherin & B-catenin O ik b2 %, [F—
FEFNZ B THT o 72, 12 FEPFIT missense mutation 278 (24.5%), 1 #% kT E-cadherin @ muta-
tion % b DT R COEFNTHEMGHER TH D, K2 1 BB ZME Th > 7z, E-cadherin ® mRNA OFEH
&, “HEENEEANNE 4 Fleflicisw T Ao ss, BEEGHEL T 15 84 10 flic Lo s sk hr o Tz,
T L OB A S Nz o e nd, WBERETIEEHEEIC E-cadherin BZFRE 2Oz, 3612, E
-cadherin EEFE2 5 A NEIC 5 1) 5 epithelial-mesenchymal tarnsition O—&K & 7 % AlREME 23R
B,

b) WEAREIC BT 2GR TFIC X SE-

cadherin F&E 0 FH
BIERIREIC$1T 5 Dysadherin IR EF1 EERTCH 2 Snail i&, 2070 E—
g Y —IZHEE T 5 2 LI &> T E-cadherin
(n=92) BLTOFRBELZEENR T2 HF 2o
S o D, W< O OFEMIEIC BT E-cadherin
. Dysadherin(-) t%?ﬂwﬁﬁmﬁﬁmﬁﬁ%%tmiz
§ —— EMEFEHE TS, 7 ELF 3 Bz~
B 4 00006 i3 E{EHET 5 Ets-family #EHFT
] ) § HY, INSIEGERTOMEBEREICST 5
o Dysadher(lnfg? FEBL R IRAT L 72, % DR Snail mRNA
o 1% E-cadherin mRNA OB 3B E
0 0 100 150 200 250 300 7o iAERE I3 R 54, ELF 3 mRNA F3

B . .
B4 SBRARNE 02 B 517 2 A7, Dysadherin eiins (S AHALASHHHALIC IO L CRRICE L
HBENEZE D TROPICHE L TPERRTH 3. NVThH o7z,
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c) WHEAEIZ B % dysadherin 53

Dysadherin (3% BEMAROBESE 5 CTH D, E-cadherin OFEFH % posttranscriptional I#IH L, #f %
RS 2 2 L BHIS N T w5, WEAEIC 5 T dysadherin & E-cadherin OFIR 2t L 72 f558, —4H
Az b U T HAHALIZ 38> T dysadherin O FH % S EICF29, E-cadherin FH & witHBE %2 7R~ L 7z,
Dysadherin mRNA F&3i b BAHR S ZARNC IR L THW LV AV Th o Tz, P DOBRERET T2 &,
dysadherin 3FHL L T8 D E-cadherin FHDHEELEL T 2HAELEOHOTFTEILR IR TH- 12,
S 5 ICEERRE I EIE % & L L A2 B ENT Tl dysadherin LML L - FPEARRFO—D2Th o 7z,
ZPDZ k& &Y dysadherin HRFUIWERBEORELZHE T 2HFO—DOTHY, FTFEROFBEELTY
EHThz Z R Ine (K4)9,

d) BERTFFHINY — 2 X 2 ERARE CREBERE T 7 N A N EE O

H A & BTROBERERES 7R A4 RES (MRT) 13, R0 EROMEL2ET 2HEABETH D E
AT B AR & MRT I39EH B & o 78RR S & CHRIRFT R 2 £ 0, ZOREMSEEKDR
EDMEE 72> Twd, FEERT O ADOIGHIICEIL T, f-catenin OMAFIEFEE 13T A7 O ¥ T 7 R fE
& MRT O#ERIZWNICEILD, SR8 %2 &8 L RNED 5 5 77.3% T S-catenin OMFIEFEI A 2 &
1, —H MRT O2f|T g-catenin OFIHRIZ A S NEh > Tz, & SN HISE F 7 AMEIZX dysadherin & H
FH 2 B 123 mRNA FH L~V EWaS, MRT Tl dysadherin 8134 < 32 5 113, mRNA
FKIHIZLALTEDSNT, MEOEIERTH > 7. %7 dysadherin OFBIIFE LFAEICBVLTH
SERBEITICB T FEARRFO—D2TH 57217,

BbYIC

Tz OBE T ARIFE O T bIREAZ N 2 BRI U, EEOMBIEE S duic O T EYEN T
HEERD AN TS, BEEEEEREE, HEAERE %2 OIS b 7z 2 s O g R 22 B L TERIKR O
B 2 O JGE S TS 2 L IR L B S L2 L D BN o iR 2{To T b, IEFEDHE
ELWRREZZXT T30 FEYFRNT b BRROFHECCHBIZ R OFHE 2 L3 F¥% b 2otk -
TLESHREER DD, MROLBOIFETE L, BROBTETTE 2 L5 &5 B2 ST B W T
JerHEELTwE (M5).

ANEBMES DN RG] D REZHAEN (1971-2006%F)

EEHFDOEMIES HRBETS e D ERAT
EFIH  EXREH

- ERE AR
(1971-2006) (1990 -2006)

fERR S ME D FEE
SEAEE 395614 11748 -2 A E O ST
(B. K7, B#)

B E O

ERERE~D
TEHE T

FFRERE : 7009 B 108%R Stk I DHRRETE
II CSABAEHRE
BEED 11357361 1354R BIGFHRFT ke

MR AT

R HNGEEF
SEETFAREN
-BEIMEEE T

st L

| UMERREORE ESE. EETER

5 UHEC B0 ST, FEOFEBING X UTIRIC 21T RER
B, AR, fbIRERAMONILESASLBE L Bbhs. S0k 5
RIS (I % ¥ Practical %% FAEERS £ idE, St
Nob) A7 T LZHMATIZS R 2FEPHIFINS.

ZFDfth : 10582 5] 454
\ELH& fifi, SEZEER. JAPRAETERR)
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