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. BARC, HEHE, WBYE. &
B4, FFEILEA. FHiES. EA-ERE.
HEFE. DIEKF : BEEHREIC KT
DR 7 MMENT, 5 49 B A ANR
MmEFs, & 23 B AARNRNAFELY
ES LE  2007.12

34) REZ. Mg, mmIEE, S
XE. WA, EHE. EARC, #
ML, EBG. TBEE, ®KEFH.
AR, NIET  FESEMEEE
BERME QSR T A R8RS ) A



A FNACERYT, 55 49 [ B A/NR MRS
2. B3 EIEFRNERAZLFHES
fibs 2007.12

35) Mg, EEIEF, BEZ., $ff
XEZ, UAFE, HHE, EAHC. K
BsiF, FHEFLEA, TERE., BB,
E+EME, KBS, DNIFKT : EE
FEIZ331T 5 DNA A F VLRI DOMERY
fEMT, 49 BAA/NRMRFES, %23
BIEA/NEBAESSNES A
2007.12 :
36) NIFTEREF, EXRHFX, HEE. &
BE  JAK2 BFO1E&EICEE L
t9;17)(p24;q23)% boAaME U L\t A M
A (ALL) ., % 49 RIAA/NRMiRES .
% 23 B A A/ NRPAELEHES L
B 2007.12

37) HOIT. . SRR, IEE.

NARREF, Rfi—, /IHFRER T, IR
=, %FF : /NETALL & TNHL 128
7% NOTCHI1 & CDC4 BT DR &

BARMER, B 49 BERNAHKES,

523 @B ANRBASSEHES
& 2007.12

H MMM EHEOHE - B&RRK
(FEZEL)
1. 5FFEUS
/L
2. ERHBBRE
ML
3. Foi
;L
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REFBRNERERAIE (B 3RAVAREHIEHRFE)
SHEEREE

INRD A DRBRE Y ) WERTIC & DIGFRIER S F DER

SERRE I BE BEKSAFEELRHIEH 21 2 COE 7nr5 1 BEhES

MREE : HRFEORESCERICEETIFRABABHRBLTFL2FEEL. RE
SFFRIBL AT HL LLICEARENRF-20FENREOERE B L T, 3
55 BIDFRFBREIZONVT, BEESNP 7L A 2ANWESF /Ao —KORERS L
CTUVIVDREEDYS ) LAUL Kipe v € T 2T o0, FORR. DR FEICE
bHEYRS ) LERIT 1T qD gain, MYCN FREOHIER LV 1p ORETH o1,
INLOERFEZLBRWVEETIX 1q. 2p BEL T 7 BLAKD gain A3 ELERSEIRINICE
CTWeZ &b, EITHRFEIZS / L BB subtype DSTEIET B FTREMEASTRIE X
iz, 2) MYCN SRIAOERIIEMER Y ) MEELHETHZENHHEL, w427 L
A DFERF LU FISH T & 0 B3/ & 72 amplicon 13, EBEDOEREDBRTRE A
amplicon 2> HIRAE L7z ATREME RIS vz, 3)11ql3 @& EMIEEBNICHFEET 5
MYEOV & 1p31 DREXRKREIBLICHFET D NEGRI BF 1= e R FEOEBHEEF TH

B ENRENT,

A HFREM

HEDOD IFELWEERBEDHSIC
LODNREMEEDOEZL NG A2HFET
EH LT TERERN, NREEES
DREBZIIERELTTFERRTH B,
FZTCEEM/ N REREEICKITAEE
DI FEEELBAL, ThaEme L,
FUEENENE < oRIERD AR W H
TeRIEREORB AL B, BEDHF
A FRBIT R OESIC LY | kD
EEMIIZE LW BB~ DEREE2 %
I REED T FENDL, R E
BT R E R EIC)H OB T 5
FEPEAR I, RAZ2BAOHRIZIE
BAEhTnd, #Z TABETIT. B
HEBEBEOH TR OGBESB VR IF
fEIZ D&, 12 ~25 B{ED SNP R A
VIX 7 LAF RT LA (Affymetrix®Gene
Chip® 50k 35 & T} 250k amay)% AT, E
¥ 5.4~24kb OFFRETEEY ) LMIAEL
Tea b —HOEB LU LOH DfEH 1T
Y. BEERICBWTHBALTALNLS
7 LNEROBRNH LR BEEOENE
BFERIEL., Rty FEHROH £
DI-ODI T HBEIBET S,
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B. HFRF
1.  Affymetrix %t 50K/250KGeneChip
microamay % AW/ L RE OERBRY
/e g

BRiE L LT, fRSEEMARER 25 #k.
BERIRIK 30 fi(stage3. HZAWT-, BB
REr S L4/ & DNA #3874 8]
BEERTIHIL L., Witkicit@o 7 ¥ 7%

 — AL, PCR 2 LV IEIET S,

PCR EYDOFERHEIZ DNasel LHEIZ LY X
HIZE R L, biotin 7 <L & L71-1%.
GenChip 50K/250K 7 LA L TAALT Y &
AE—2ar®17T5, BRaPBERLE
CNAG/AsCNAR 7/ G ) XA 5BANWTT
—Z &L, R 24kb ~ 6kb T
) AR OI A ERNRY Ao
—BORFTEIT T,

2. BEMBEFORELEGFIERDAE
o
BT LEEBIZBITA 4, Aabt—¥K
DELD > HAREXK, LOH, UPD, gain
B L U amplification D IEFEBAICFET
LBIETF@E)NCo&, FISH f##7. reail-time
PCR f##7 %2417 » 7=, ¥ /= Heterodyplex
mobility assay ¥k, BELHHE EEF|REEIC
LHEERMBITICED, EEE OBEN



DELRARIALIToT-, XHICHEHEM
FaZAWT, BEEARIT, /v ¥y
VIR EAITVERNREGT ORI 2 R
PN el

(REBEEHE~DEKX)

FRAETIT oI BERBRELAVEER

I, FEKFOHKGEFEZBL TEH X
., Te v b BiEFSBTHFRICE
T 5 MmEES (2003 £ 3 B) | 285
DI LERMHICEB N, RERUEE
~D NHEHEE, EAFRERBHLOE
BExtho TAHEE ER LT,

C. HRER
1. #&FHEIZE TS molecular allelo-
karyotype : -

FEHT LTz 55 Bl 29 #1258 MYCN HEiERE
ThY., KV 26§12 MYCN EHEFHTH
o7, 49 BICBEEOYT ) LERE PR &
N7 6 BUZIXZEA LMY ) LB
RbBRHEhAedo -, MYCN HtERE .
JEHEHICEETIRLBEERY /) &
ERIT 17q OB ThH-o 7=, Zhit2em
b 80%ICKH &7z, /- MYCN iR
#TiX 1p ® LOH 2% 60%. UPD #% 27%T
HoT-DIZXT L, FEHEIEEE T 1p © LOH
2% 24%. UPD i 12%Th 7=, ERDH
& & [FRIC MYCN #ig & 1p © LOH 1ZiX

E72FBE MR S 7= (P<0.001), Y6
& 2p. 1q BELW 7q DEELEFNFN 4L
D 5B 58%, 52%B LT 62% & BT
BHX N2, MYCN FEHSME BEIC 458 A3
EVMERNRA BT,

2. FRFEICEITS 2p24 FEIROBEE Y
& :
MYCN %Z&tr 2p24 SR OB EHIRILA
BRFBCBNTROBARY ) AERT
BN, BaADY ) LT VADENER
Mo, ZORBIIBOTHEMERY ) L1
ETHDHZ L BHA L, UTPN-1 Ml
BRIZBWTiZ, 50K 7L A Tit 5 Ao &
72% amplicon BRI E 7=, L VER
EO®E\W 250K 7 LA TixEIC 8 D
amplicon 23R E 7=, Zh D amplicon
I FISH f#fTH MYCN L i33si L=
amplicon CThH D Z & BRER I T,

3. MRFEEICBITS 11913 BEOE AR
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g -
11q13 BRI DO E RS FREEE 2. 5
(Case 22, Case23)TRHINMN, ZDH
B 1 Fil(Case22) D EEHAESEIKIT CCNDI
EEERVIEMNHBA L, Case22 DF
BEYENE ST A0 340kb THY ., Zoodhiz
i CCNDI £V b#) 360kb X D FiHD
MYEOV DHFETBZ LEHRWIELI,
T722bH 11q13 IZBIFHZD 2 FlokE
= B R BRI X MYEOV 138 £ h B M
CCNDI 1T EENRWZ LR ENT-,
MYEOV i t(11;14)@q13;q32) 2 B+ 5 B %4
BHEOGREYMA LIV FRES A A
BEFTHY ., JIEECILET LHEIEA
BEINTWS, ZOREBEFORBEN
Ei{Tol bl A, TRNTNHEFEMID
RO 72%, HEEER SA%ICHB IR D
bz, FiZ MYEOV OERBENFER XN
7= NB-19 #f8#KIZ MYEOViIsSRNA %A
L. /o780 % 1To1L2 A BE
ZHHRIIETE DK T 2358 8 & 7= (P=0.0027),
4. MRIFFEICRIT B R E RIS
RAT L7255 BIORIKIZEBVWTE 50 5
FTORERIEBRHENZ, ZD5H 10
BETE 2 R ETHBTE R EREE
BTHot,
R L7 3@+ ERAMFEED 5 5. 16p13
IR EMEHREFEO RR R EF BEET
HEHE SN TWDBEBICHED CGAET
Lo, ZTORBACHEET S
A2BP1 D#EMT#1T>7-, RT-PCR #EHTIC &
D, WRFEREKD 36%., FREE
13%T A2BP] DORBHEEITIETH R
RENT, FHBIEK NB-19 T 1p31 i
IZH9 390b DAEXRKERHB L, = OFEE
PIZHE— NEGRI WTETET B Z & 2B
L 7= A, NEGRI IZ#iig8# SINB6 D
duplication DYIMTRITIFIET B Z & LA
L7z, NEGRI i IgLON MifaERF7 7
IV —DO—B THREMIROESESPREIC
BETHZ LMo TWNS, ZDD
RIZRAMM 21To1-L 2 5, MK D
40%, FEERERE 42% CRIEDMEF LK
THAD O, BICFEARAREIZE N
TRERBAERTELIHEERBD LN
72(P=0.0041), ¥IZ NEGRI DFEXRLKD
@ Hbid NB-19 MiEERIZ B W T,



NEGRI DREBR7 Z—%VR7 7 3
VERICKVEAL, BERITEITo L
A5, FERMIHEBEOETARD LN
7-(P=0.019),

D. B8 :
#ARFEEIZIE T D5 molecular allelo-
karyotype FEAT ORER, ®EFEICKL &
g2y ) LAERIT 17 q D gain, MYCN
RIRDOERIS LT 1p DRETHEROBRE
BY Thole, TNLDERFEZ bW
MEE TiX 1q. 2p BL 7 FiLAMKD gain
DHBHBIRAIZE LTV b,
HEATHREEITS ) L LB O subtype #S
FETHREENTEIN, FHET
MYCN SIS OB ML BELBH O Lo
7o, amplicon & H 3 2 FEEEE 6 fiH 3
BITIE MYCN Z 8D BAKE —kx
® amplicon 23H Shi=Z &225, 2p24
RIS OBEL D/ X 72 amplicon X, FEE D
HER OB TKRE 42 amplicon 2 HIR4E L
ToRIREME D HEH] S BIREV, ZTh b D
amplicon IZH& b B L TEFTh 28K F
X MYCN ThHM, TR H NAG,
NSE. ROCK2 REMEFNTNB Z M
HEAL, TN 0BEFLEEOERIC
BELTWARIEENRRRI hiz, 11913
FIIEE, LB ECRADEBTHE
BIEARHENTE Y, Z OEBRICHEE
35 CCNDI BEMBABREGFEEZION
TW5%, CCNDI iZZh £ TITHRIFEIC
BWTHHBRERBEANREINLTWS
TEMD, RADEOKR 2 LT MRERE
DRECHERBICEES LTWAEH#EI S n
T3, KR THEFEIZRT S 11q13
SR D I 1E I ARIK | < ME— MYEOV MTETE
THZIEBRALME o, ZOBGF
% t(11;14)ql13;932)% F 9 % SRMEBHE
DEREGW R X VRIBE NN ABREF
ThO, NEBECILBTHLEENRE X
NTW3, FERMEE AR )
bbb MYEOV D3RO =20 ARG
FTHHAHEENITIRIN, E-FE
REBBEAIZHA W /- NEGRI i
SINB-6 #BAZEED duplication DYIWTEIZTF
ETBZénbh, ZOBBFIFRERSE
CREEGMTE WD 2 DERE AH=X
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LI LS TARBILENT WV A FTREME R Z
Abhd, ERRBREAMI Y B FEOH
TR TFHRERETHELRF TH D HEM
DR E N, #IC NEGRI ORBEA
L D MEEOMBINRE DO Z &
o, ZOBRBFITHRFEEOERICE
ET5EMBEFTHE ATEMRHE S
iz,

E. &R

AW T I RIEMED molecular allelo-
karyotype B & 22 L. MYEOV &
NEGRI H#7- e FEBEOEMNBIRF T
HHZLERLE, R BEFESL
BRI OB T A LN TE
HBBEAY IXI LAF RT7 LA IT,
BRI2Y ) LEWRY—NLThY, Z0OF
Ex AW T, EE?D molecular allelo-
karyotype 2B 52 L Twp< Z & i, &
HBETFOREBIZZRKLRERERT LD
EEZ BT,

G HRRER
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RASBHETRRBHE (5 3 KA1 ARABBHREL)
SRR

77 b BT REUFER D BT /NR DA O BERAKHE DAERA

SERRE AT ER TERAALL Y — EEHER ¥ hbrd— =E

HRES .

R/ — i LT,

BB NRB A DBERMBEOERICD 20 FRBEEHA LI L.
BRERORE & BEEBANL Y 2T LAOBEITINRT 5 Z & £ BIIC, Wilms B,
FFfiE, MRIFERGF T/ 75 ) —HRD/NENAKE DNA Fv 72 BT, FF
3 80 SEF]. Wilms M 44 FEHIIZ >V THEBHBGF BB 21T - 7=, Wilms &
%Kowr\ﬁ%a#ﬁﬁoﬁﬁ%ﬁﬁgwiaéﬁﬁ%%mwbt&m\Wﬁ%
f#, Ewing Wi, SIS AEL OEGEFRE 0 77 A VB LTV, ZRBNICH

A. FEBE®
BIEHNRBARCH L TEBEFEED
EECHBNREIARC TRV ER, %
DERDEBER~DBTEVBRARALN TS
B, +HREBEEBRBREBICIETONT
BLF, —HOIRBAITEKRTERR
Thd, ¥7-, BEEODEFODEZER
L7 18RI DBIRD- ., BED R
FEATADER LA DETEE T
EHIETHD, ZOLS 2BRDOERIC
X, LRSIz, 24 2 L2888 E
FHEERLZEY )V LADRE . B aBEHR
REDEERS TFHER BB L.
NRBADEKRWFEIC 2D ERE %
TAEBICBEAL T ZERUEATH S,
A RTIE, MEBAICEEL-ME O
DNA F v 7 %R\ RENRCFREMK
Pricky, EHEELREYOBEMERET S
FEREEOBEBETFRIASCY / LRESED
FETRTrANERRET D EE2EL
T, BEFOBERHBFEDERICH D45
FRBEEZAS ML, BEEMNORE
LIEBERBRILIZ XA RN RIBE R T
LADBEIIEHATAZ L BN ET B,
o, QEREBSHRE YR RTER
DO FRHEMEZH LML, QOL %EX H
Be L PR TR SHRGEEST
NORTRE BT,

B. WFRF %
G 34,000 7o —1 57 % Wilms

38

REE. IF3FE. MEFED SEO/NEN
ABRDAY) dF ¥y vy S DNA T A
75V —L Y &h7-# 11,000 FEIE O
MIBEFEERELAZDNRIALB R
DNA F vy 7 2R | BT RIMITIC
ERLE,

BEFRAMBTONER L L FREE
FE#ED> D total RNA ZFBIL, REDOF =
v I EBITo%. 10 74 oy S5 r% A
VT Cy3,Cy5 %25 5 2 B8 eiEs ik
I Fe—T%ERL, FvT~DN
ATVEA Y —2a vEeiTot-, 8B
FORAT—F b, BEFH LHKHD
I HEET 28 cFEa st a— 2R
Prick v L=, Wilms EEICH> W T
IZPRERZENE, Ewing PIIE, SEECBIBEDME
MOBLRIFRAT—F L EBIIIFTRE
VT (RH 74— KKD Cluster,
Treeview Z{E )& 1T - 77,
(REBETm~DOEK)

AR TIT o= B RREEZ AV 2R
X, BEEREETL, RBZEESALD
I EBEBEROEBEZ R LT, BiF
REEE~DANEHE, BAAFRES I
LOEEZH > TERB L,

C. HFERER

Wilms fE%, F3¥E. #REEE LT
AT 5 ) —dEKD/NRMNAEE DNA F
v T&RAWT, FFFE 80 EHI, Wilms &
B 44 EFIZ OV TRBIB G T RBRMENT



