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MUTATIONS/DELETIONS OF THE WT1 GENE,
LOSS OF HETEROZYGOSITY ON CHROMOSOME

"ARMS 11P AND 11Q, CHROMOSOMEPLOIDY,
AND HISTOLOGY IN WILMSTUMORS IN JAPAN

(IR £ 2 REEZ B 2 HREEL & Jeta (R HT.
NEFRGKRER R ER TO LOH 4541, WTI1 BIETFEE L OB

F i XANEDEE
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Wilms JEEIZ/NERE OB RIEIBETHIN, FOREFEEIIBAEIILDT ST TR, BkD 1/2~1/3
IZIBEZ2, Zo ATEMIHEZEIT 11p13 23D EBESHIL: Wilns BB A AMSIEEGTF Thd WTI BE0 A\
RIBEICL DL THEBAREL., WTI BEFERICOVTREIFEZ IV, UTFORMNELE,

1. WTIREERTVANDREEDORAMEET BRI TR ?
2. WTIREZTFRTVANLABEEDORER, BB, RIS DD ?
3. BARLERADDUANDABBEDORASREED B2 DDITTH ?

(RREFHE]

HEITESR 3 AL 10 BMETOERROTANLRES 108 Bk (105 F) T, 7 HlDEKRELHHE
(WGAR JEfEEE 4 B, 55, WIS 1 4. Denys-Drash AE/ERE 2 4], BHE4RRHS 1 4) . 5 FIDEFKRE
ZEBLTORWEHRIBRIES, 93 FIDERREE A HL TR F R D BB MERIE B T 5,
TREABAN T NWTS SREARA AL UICHEE L=, WTI cDNA probe (WT33)izkB¥¥ 8. PCR-SSCP,
WTI Exon 1 235 10 £T DNA Sequencing #AT, 225N IERHEHE DNA 2SAFETE= 65 HIT 25 fED
RFLP v —A—vAra - 477 hv—h—% AT 11 FREMAD LOH 227257,

(42
L ERBEEEABLCVR RIS SEEH] 03 FIF 13 5 (14%) (T LI F 0 WTI BEREDE,

a. EXRFEXREK 8 %
b. ~Ik%k 15
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c. ™NIRK + HMORR (REHDIVIZRER) 141
d WOER 3 41

2. 11 BRAMD LOH a7 57 65 FEHIDIE, KR >8R] 59 Fiiz 3o\ C. 18 %1(30.5%)
A% 1lp LOH %387, £DHioiiE, 11p13 D& 4 §1(6.7%) , 11p15 DZ4As 3 4 (5.1%) . 11p13-
11p15 2% 9 4(15.1%) Tdro7e, 7233, 59 B 7 H(11.9%) 12 11q LOH %387, Hb. 4 FIAS 11q 12hR
JRUT= LOH #/RL T VWV,

3 FEARMORIT 62 BI(EREE A8 B, W RERBOILARRELSHL TRV AR
PERERIED] 9 B, WTI REDIRVERRELZ L TRV RIMESSES 45 5) Tdh, LTFO
4 BRI, '

a. stromal-predominat 21 4
b. blastemal predominant 27 %
c. mixed triphasic 8 il
d. others ( 3 purely epithelial, 3 CPDN ) 6 %1

WTI ZEZBOTERBESHHHI 8 FIF 7 51(88%) & WTI RELZBOEARKEEZ AL TRV
RitER>BEB 9 BlD5H 8 41 (81%) A% stromal-predominat DEGRE 2 L. WTI BEFITIZ 88%DIE
5T stromal-predominat DARMEE 2L TV V=25, WTT RED70 45 FID5E stromal-predominat 0O
BBEEU TV 6 51 (13%) 1ZIBE T, il & RAEMET ThoTe,

4. ReBIRSTIZ 95 fEED 78 IEE T T O ENRES -,

a. Hypodiploidy (41-45 chromosomes) 9 1

b. Pseudodiploidy 14 45

c. Hyperdiploidy (47-49 chromosomes) ' 9 &l

d. Hyperdiploidy (>50 chromosomes) 23 il

e. Hypertriploidy 141

f.  Normal diploidy or tetraploidy 22 i
[(B=x]

WTI EEDOHEEL bhbhd 14.0%5 1L, BRKTORET 6.1%~18. 78I T FUSE 2 {E M %R U728,
WT1 £EDONETIX, EITRERKD 8.6% (AHFFE) vs 1.3%(Gessler #i45 . H[E) & A Az £< . mutation %
deletion DIRAZERIT 4.3% (ZHFFFE) (XL 4.3~6.2% (Varasani &, Gessler &, Schumacher 5. Huff S0D3R45)
TN 2D o7, 11 BRefadk LOH (X, 11p13 ERFBADSARFIED 6. 7% 5L TERK T 3.4%(Grundy B) L&
FRITZL, 11p15 BRFANT 5.1% LT 7.4%(Grundy &) LERKICEDTx, FREAEEEICITZ WTI BEIX
stroma EEALDFRREF T L AR TV V=,

UULEDG, Wilms FEEORAEBED B AZIICHT VT TEN (BKD 1/2~1/3) &5 ANEMEET, AR
TO WII BEFREONEDE ZIILHETD, VANV LAEBEORGFHZERIIFR S H LR

i,
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FAL W X8 &
MUTATIONS/DELETIONS OF THE WT1 GENE,
LOSS OF HETEROZYGOSITY ON CHROMOSOME
ARMS 11P AND 11Q, CHROMOSOMEPLOIDY,
AND HISTOLOGY IN WILMSTUMORS IN JAPAN

(ORI AV A AJEB BT B AARRE & e R |
NFELEARGEHECERTO LOH 947, WT1 BEFRE & OB

Wilms JEEIZ/NEREOBRRREE THIN, TOREHEIIERZILDHDT VT TELS, &K
KD 12 ~ 1B ITBERV, ZOAEREET 1pl13 O EE XNz Wilms JEE O AMELREER
FTTHD WIIEEDANBRIBZICLD LTHEFBEET, LTOREE L,

1. W EREERTUANLAREBEOREFREILIAKRB TRRSN?
2. WHIBRERZTTUANVLAREEOREGHE, HHE. BRBIZHEKIIHZ0?
3. BARLERKDOYANLRAEEORERENSRRD DI ?

STRITAER 3 DAL 10 BETORRD T AV AREE 108 & (105 #Fl) T, 7 HlOXRKE
HAOHA ( WGAR JEMREE 4 1, 5 b, BMAIEBER 1| #l. Denys-Drash FEMREE 2 f, BHEERRE 1
B, 5 BIOXERKEEZAHL TCORWERBRES., 93 SIOEREEEZEHL TW W F{RIMED
OEMHEMREF TH D, FEMABIT NWTS FEEBSEEZ b LIZH| L7, WIT cDNA probe

(WT33) 2k B% ¥k, PCR-SSCP. WTI Exon 1 225 10 £ T DNA sequencing #8447, 725
I EX M DNA BAFETE = 65 #IT 25 D RFLP v —h—~vA 21 - 554 ho—%
—Z AWV T 11 BAIED LOH(Loss of Heterozygosity) fET # 8 Z 72V TORRE 2 /=,
LERKBREZ AL TOARWERIMELSBZEE 93 FlH 13 6] (14%) ICUUTO WITREZBDT,

a. BRFERK 8 #
b. ~IREK 1 %1
¢ ~IXRK + WHOER (REHDVIEZRER) 1 61
d. WMOER ' 3 #1

2. 11 BRAEED LOH EITE2 R8I eo7 65 EFD D B, FAIMEDDBEEF] 59 Flick VT, 18
#l (30.5%) # 11p LOH 2@8%H7=, Do b biFid, lpl3 OHZN 4 #l (6.7%). 1lpl5s O
283 6 (51%), 11p13-11p15 23 9 il (15.1%) Thotz, 7, 59 HiF 7 # ( 11.9%)
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12 11q LOH 287, 5 b, 4F28 11qIZRB LA LHZRLT W,
3. REEAAMESTEIT 62 B CEREEAMHE 8 il #TI BREAROEERBREEZEH L T RWVAHR
PEBFEEER O ], WT1 BREDRVARBEZAM L TRV RMERSEES 45 #) Trah, U
FTo4#izmiTbhi,

a.  stromal-predominat 21 )
b.  blastemal predominant 27 B
c.  mixed triphasic 8 i
d. others ( 3 purely epithelial, 3 CPDN ) 6 Bl

W1 REZBOIRREFECHE 8 H1h 7 61 (88%) & WIl REZBOIAERRELEHL
TRV RIE»SBRES 9 Flo 55 8 il ( 81%) 2% stromal-predominat DFABERE 2 L,
WTI1 2B T 88%DEE T stromal-predominat DFAMEBREE L TWid, WIT BE oW
45 Fl@D 5 & stromal-predominat DB EFE L TV iX 6 B ( 13%) 2B E S, itk 28
BHEETH T,

4. Bt fEoAid 95 IEE T 78 B CUUTOREMNE LN,

a. Hypodiploidy ( 41-45 chromosomes ) 9 4
b. Pseudodiploidy 14 4
c. Hyperdiploidy ( 47-49 chromosomes ) 9 4
d. Hyperdiploidy (>50 chromosomes ) . 23 il
e. Hypertriploidy 1 %l
f.

Normal diploidy or tetraploidy 22 1

WT1 REDEEIX. bhbhd 14.0%5 L, BRKTORET 6.1%~ 18.7% & 13FFAE 2 EA

FRLIZDN, WIT REONETHE, EXFEREKD 8.6% (AMF) vs 1.3% ( Gessler e, %
E) & BAIZZ <. mutation X deletion OWMADERIT 43% (ARHFH) Ixt L 43 ~ 62%
( Varasani &, Gessler 5. Schumacher . Huff 5 0O#45) TEiAedo7, 11 FREME LOH i,
11p13 BRIBEIAABED 6.7%I2% L TERKTIE 34% ( Grundy 5) LAMIZE<, 11pl5 REH
X 5.1%Zx LT 74% ( Grundy &) EPBRKIZE D -7, REMERE TIX WTT L stroma EALOME
fekEE Y & BRI LTV,

UtEhd, UANVAREBEOREFEENBARZIILDT VT TEY BRKD 12 ~ 13) &7
5 ANEHEBEIZ. BERTO WIl BEGCFREONEDEBEVERIILDET S, VA NLLREEDOERE
FHERICFERISH D Z LR ENTE,

ARERICE L, BIEOSNEENG, REMMBR L WIT £2FX LOH OFEL OBK, WII
RELMOMEL OBR, WIT OBRBIGEF & LTORMEN, VAL AR EEORARE L &M Bk
DEMRZR Y, BIEDEAKRKEZEN DL VA NVLRBEEIZRITS 11lg REEDOEHRIZOWVWT, WITE
FHLMOBERRIZL 2 VA NVARBEBEHEBOENRIZD A=A LIONWT, thoBEFE W&
BEFOREBRIZONT, EEQ/IHRERENL VAN LR BEORAEICIIT HEISZF imprinting
DEEIZ2NWT, VANV LRAEEREBFOZEIOBKRIZOWVWT, 5B OBRDF R
SWTOEMMBDH -7z, MMNOEMICHLTH., BEEFIIELOEREXEE A, Ry .
E&%1To 7z,

ABFFRIL, VAN DABEORAEFENBARZIILDHT VT TEVE T 5 AEMEEN, B
TO WIl BETFREONEDEVEZIZILDETE, VA NVLAREBBEORCFHERIIEENHD
CLEBRLMILE, AR IOBRIZESWBE - IBROERMHSFIND,

— 253 —



BEER—FIE. TROORBEBIMEL, BHESEL (BEY) ORLERTBICKSRRAE
BTBLOLHELE,
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