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WBIEEMbaAE (Rb) i, H4:20,000A0C 1 A
DIEETHBEICRET 2NN ROBHEETH
B0, AIEE I E R aE RGN 2 R TGS
(30%) &IEEIEME (70%) DL LICHIES
N3, MAREDEEH» TR CEEEL NI
L, FAREDESEIISZC (84%) I3IERIniE
T—# (16%) 13BEHETH 52, Rb DFEEHK
Fix, Two-hit theory THEI N5, T4
b, BEEDL DT, EREMIIC B CED
HLEIZT Th 2 EEFMRERETF (RBY) o
—HNIILBEFICRRERIEZY, DWT
KilE GEEZFME) CReARRESCHIETH
WEBUC & D MF DXLBEBEFICRERERER
FREZ L, MASESHICEENsFEET 5.
—7, JERIEHED Rb T, KMz 2 Doxfar
BEFIC 2 MNRRERIEZ 572612, FHl

B B RAET 5, Rb BB L KT

PR EENTR L D, RBl mBE{RFREEAIL
13q14-3> FICIRTE B LTV 725, 19804188
ic% ) RBLEEFH 7u—=>r7E3NEY, &
BETFII4LEI200kb 0B L REXTEEFT
QMENT Y v ELI EHHL I E NS,
Rb Tz B2 K & BEERICL VR 2 BF
TEBNT, kLI, EEED Rb nfREHEIC
B2 RERNZKIIERELFE L 4> Twb,
LA L, HIEME Rb TIEEEREED I

MW REYPEBERTH NN, £ 7V DB
FIEHTIC L 2RI TRMNCIIE R EEL,
EAMEIRWI T, Tk hEEL L, &
1z Rb it RFLP (il iREZ3R YUK DNA KA
NERMN) %AV EET 2N — R A
LNTW3Y, ZokE, BRETHEEBETFEND
DOERERIGHT UL, BEIRIcBIT M
AEEZ P ERTE, BEOREIZI00%TH 5.
VNTR (variable number of tandem repeat)
124"/ 2o DNA hC—EHNIERLEF| HE ) K
LEEZE200T, Lrdh, £0&NELD
BIzEAICL > TRL 200, BAZHEINTS
JEHICAHM L BEESZE L CEHENTW 59,
AHFFEIZ R Rb 1B W TERBB L RIERT

RIZFRME HAE T2 2L T, H
AANzBWT RBL BIEFELTES L U20%4 >~
ForWicHEET 5 VNTR # PCR (Polymer-
ase chain reaction) £z &k ) WIFL # o L8004
DEFELEEE #RET L. 2, TSR
#1BEHE Rb3 RRICBIT 5 BERTZIPRE
R EDBOBIENDHREICIGH L 72,

bl SR

1. % ES

HAAIZE1T5 RBL #1785 L U20%& 4 > +
oW VNTR D ERENFEEZRETT 5720,
BIZEIC BBMROIER HAASF (BHE26A,
24N, F#h24~481%) 2 1% & L T DNA %



2 z E

HWliL7=, zhbnf> oA VNTR %
DT F, UTICR~X23#EEED Rb # 3
FRT, Rb DRIEATRET S 5 W IZPBKRED
HOBBFEOREICIERAL .

DK £ 1 (M1a)

HHEE (11-3) 3B I FOHFERLR. KB
(I-1) XA Rb CIREKEH 2T/, &
1F (I1-1) 3B, Wl Rb k%6
» A TEMOIRERSEE & AR o HEEEEE T % 5%
F7:, ks & ISR OSBRI IE
HETh- 7z, HERigOEEMRERITZh
- 7245, Cyclophosphamide & Vincristine o
1L¥ERE% 1 FRZT, E2BB2HETL W
5. E2F (II-2) BHALESET, Rb DRk
(BE Y (RAS L IPRAR

2) %X % 2 (M1b)

s (I1-2) BE2FNEHIRDBIR.
A (1-1) »'HMA Rb ¢, WRERHSH 2 21T
2. B®1F (I-1) Ok RITESE 3 » A CHEM
Rb ###53 h, GREROFEH & ZERRERDHEIE %
BT, F2FRIERT, BEZTTRbD
REFBOHLNL VY, MRFRERZH 2H
L F1Fokiins L UEEEIROLE
BT TROEETH - 72,

3) K R 3

RIEIEE W (KB34%, BH29%)
PoEFNLE2TNER. £ 45 ANE,
mRb 2RI 1, ARIRRREHE L OEH
WEEEM T, RRIMCBL(IEEE
B - 72 h, REESIT CI3ELBARR
By Roh BB b7z, BRESEEICE M
Ei%, 46,XY,del(13) (ql4.3q21.4) :[EES
N7 (X2), EEERORAKRSTIZIESE TH

@) (b)

K1 #EEHERbAKR alzxKHK1l., bIIFER2
KENIHHAE %2, BANELEEII Rb BE %R
7.

B A

o1, kB, MROREBEKIEETH- 2, &
#6/mT, BREGOHEHEREER/LTIE
— MR ED LN, REKREOHOE
BEHRET B20I0, RENAFEL1BT, &
TR & HEITL 72,
2.5 &

1) DN A o#H

FEMEMIRLE D 72 /— - JoaRILA
% 5 22 Jeanpiere MK DNA i g0 %
Fvs, DNA % Hiior@ L 72, BEBEBDHE T,
RBALLZEARBET L0, 3617 /—
Nezua kLA TDNA 2872, DNAE
B #260nmic B 2REE L DV HIEL 72,

2) SFRIREHSE

()RB1 #17%4 >~ F v VNTR o PCR

Bz & 1418

Scharf & @ F #:WViC # vy, RBD12 (5'-
CCTAACGTATGGCCAAGTTTCC-3) B &
" RBD13 (5 ’-GCTAAACCATTCATGAGG-
GAT- 3’)? 2 -2 oligonucleotides # Applied
Biosystems # %> DNA AR5 CEmL, 7
FA=w—t LTHWE, PCREDRGRIIBE
10041 T, 4/ 2 DNA 1,8, dNTP 100M,
&7 7 4 =—0.5uM, MgCl, 1.5smM, Taq
polymerase 2.5U, Tris-HCI 10mM, TritonX-
100 0.1%%# &85 5. PCROEMHE LT, de-
nature 94°C, annealing 55C, extension 72°C

del(13) 13
M2 %K% 3DBRNFKM M BRI ALY



RB1 BEFHE1THLU20%F( > vl VNTR nEH 3

ENEN1FHE%E, TAT v 7HDOV—= Y
4 77 —T30% 4 7 AHEAT L 72, PCR HIREY
#0.2ug/mlzF 707 awL FEEDL.5%,
T A a—Z45011.5X12.5cnC20mA, 4 BEE
SIKBY L 72t RAMRTTRI 9L F74 02
TR L, PCREWHIEER2REL 2. &F
& —7%—& L T100bp-ladder (Pharmacia #t)
AL,

(2RB1 %20%&A > v~ X VNTR &N

PCR iz & 2 3408

F20&FA > torHNn VNTR HEECE
Yandell & Dryja 52 % %KZ L 72 Brandt
LOKFERE Rz, 77 4 +—& L TiZ primer

K3 #17&A> o> KW VNTR 0 SHH
Miz=—#—, L —> 1131400bp N~ €HES
K, L —> 2131400/1450bp N~T o HA1K,
L —> 3131400/1500bp N~T oA, L
—> 4{31500bp DK EHEAK, L—r 51
1500/1550bp N~T T HEAEKE R T,

#1 RB1%17%A4 >t o> VNTR ERENE
BE L BIFEE DA 4 2 FRE

#E% (bp) KHME  HTRE 1 ME

1400/1400 26 26.65 0.01
1400/1450 1 0.73 0.01
1400/1500 20 17.52 0.36
1400/1550 0 1.46 1.46
1450/1450 0 0.01 0.01
1450/1500 0 0.24 0.24
1450/1550 0 0.02 0.02
1500/1500 1 2.88 1.23
1500/1550 2 0.48 4.81
1550/1550 0 0.02 0.02
x?=8.25, df =9, p=10.5

310 (5’'-AAGTAAGAAAATCAAGCACTT-
3") B primer103 (5'-AATTAACAAG-
GTGTGGTGGT-3") ##HL, RiGRIZ50u]
T, % /2 DNA 0.542, dANTP 200uM, &7
T4 =—1uM, 5% K NLT 2 F, MgCl, 1.5mM,
Taq polymerase 1.25U, Tris-HCl 10mM,,
Triton X-100 0.1%%#&H 3 5. PCR D&%
2, ®AI denature 94°C % 5 4T - 72 1%,
denature 94°C15%, annealing 52°C 15%, exten-
sion 71 C30% % 354 4 7 VATV, ®7£IC annea-
ling 52°C 14/, extension 71°C 3 4[4 % 4T
L 7z, PCR E#10u] % flBREESR BstNI 10847,
60°C T 3 BefE{41L L, non-repeat #4r% YOI L
72, DEIZ, ZoiHE3.5u] LEIENBRE
(0.05% Xylenecyanol, 2.5% Ficoll 400, 1.5
mM EDTA) ¢ #E&L, RBEIVT7IVLT
T FS N0 X 10emZ AV, 150V, 2BEEESR
WEYL 72, g BREAX o P (ELEER)
THELEERYREL. FTFER—H—L
L 100 bp-ladder # fv> 72,

3) HErEFERH B

HBUREOMEENIITICII A A 2 RRER
B, p<0.052FF:Aa% L7,

X4 H20&A> o>l VNTR »£84
Miz=—%—, v—> 113192/200bp HD~F
oHEAK, L —> 2(3208/208bp ik EHAS
&, L —> 3132196/240bpn~F u AK, L
~—> 413196/208dp N~F oAk, L—>
513216/224bp N~T AR, L—> 61
HEL L, v—> 713236/240bp ~F o
B, L — > 813204/240bp D~F Ak,
L —> 913208/24000~F oSk E R T,
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1. EEHEFRACBIT2H17HEL > oW
VNTR R4

Scharf &6 DREVTI326~28% 4 7L Th»
&L HIBNOMES RF CHEEIF - ER]ES
TV BH,, BFRETIEI0 A 7 WHHEE & R
BMD 2 S TENTHT2, A VNTR nEARE
#%1354bp DN R LEETH BN T, PCR E
YoliERE, THAo—ABERKENCBIT 55
TRREM 100 bp-ladder w—# — & DAL E MRS
5 #350bp M@ CERFHIICERL 2. EEBARA
S50ERI N EL1TEA > b v VNTR 12131400
bp, 1450bp, 1500bp & & 1X1550bp 7 4 FEFHD
M BEEFHEELTCE ) (K3), ZHHIBA
EixzZznzh0.73, 0.01, 0.248 L 1050.02TH
272, B o IZMLBIRETFONT v BEAKDS
Ay, BIREHORERERBHFETH -2,

I

F72, ARXICIET—F—%2RE LD,

& D3t EIEFIE codominant IZiBfEL TV 5
L %HEEL, 2o VNTR #EFH~T O
BAKTH B HEEIT46% (23/50) TH D, PIC

(Polymorphism information content) i30.35
ThoTz. TNEFADBEE THIRENER
il & AR S EHE L 2 A 4 2 FefEI38.25(df =
9, p=0.5) T (%1). £VNTREEFICIZ
Hardy-Weinberg NPT S EEZ L
nirz,

2. EERBARANCBITHH20EA oA
VNTR o $E%

ZN VNTR OEH & % 23 EESIE CTTT
(T) DN RLEEETH N, BERIYICIT 1IEEN
NEXRET LI EDTETHIL EbILTY
52, UL, AWM TH KB FHFTIZ, 4
bp NEN DS ) L THRIHTTEETH -7, 55 T,
PCR EMniE#EIZ 4bp DRIRE TEENICE

%2 RBI1 %20%4> b o> W VNTR EEHUNOERE & BIFEE D4 4 2 FlRE

EIEE (bp) KHIE  HfFE 2B b (i) ERlfE  HifE xE
192/192 2 0.61 3.22 200/240 4 2.87 0.44
192/196 0 0.55 0.55 204/204 1 0.25 2.33
192/200 6 4.51 0.49 204/208 2 1.61 0.09
192/204 0 0.77 0.77 204/216 0 0.07 0.07
192/208 1 2.53 0.93 204/224 0 0.28 0.28
192/216 0 0.11 0.11 204/236 0 0.07 0.07
192/224 0 0.44 0.44 204/240 0 0.49 0.49
192/236 0 0.11 0.11 208/208 6 2.65 4.26
192/240 0 0.77 0.77 208/216 0 0.23 0.23
196/196 1 0.13 6.13 208/224 0 0.92 0.92
196/200 2 2.05 0 208/236 0 0.23 0.23
196/204 1 0.35 1.21 208/240 1 1.61 0.23
196/208 0 1.15 1.15° 216/216 0 0 0.01
196/216 0 0.05 0.05 216/224 0 0.04 0.04
196/224 0 0.20 0.20 216/224 0 0.01 0.01
196/236 0 0.05 0.05 216/240 0 0.07 0.07
196/240 0 0.35 0.35 224/224 0 0.13 0.13
200/200 8 8.41 0.02 224/236 0 0.05 0.05
200/204 2 2.87 0.26 224/240 1 0.28 1.85
200/208 7 9.43 0.63 236/236 0 0 0.01
200/216 1 0.41 0.85 236/240 1 0.07 12.36
200/224 3 1.64 1.13 240/240 0 0.49 0.49
200/236 0 0.41 0.41

x:=445 df =44, p=0.5



RBl BIZFHE 17T BLU20%FS > oW VNTR nEH 5]

#FL7& /2, & VNTR 0#iRIZSE17EA >
F o> VNTR & H#g L CaEEsE <, Brandt
LOFEICEHE I N TS denature #10%
& N 15812, anealing # 10% & 1) 15812, exten-
sion 2208 & N 30MICHEL THIH TR
B%457:. LaL, BRI > FosiEs
Wik s PCR &ETCIRH LNz, EHERE
ASO5EBNIC BT 55520%F 1~ P oA VNTRIC
{3192bp, 196bp, 200bp, 204bp, 208bp, 216bp,
224bp, 236bp # & UF240bp DAL L D 9 FEMR
OIILEEFHFFEEL T2 (B4)., THEB
BEIXZNFN0.11, 0.05 0.41, 0.07, 0.23,
0.01, 0.04, 0.01B L U0.07TH 72, FEIE
Fit codominant I EEZL TEYN, ~Toks
HNEREIZ64% (32/50) T, PICI30.74TH -
. %8B, TNTNOREEE THBEENER
EEEMFEL N ETE LA 4 2 FelEidd4.1(df =
44, p=0.5) (% 2) T Hardy-Weinberg »F
AL L Tz,

3. EfE% Rb KRNRERZEIE L URERK
BEEOPNEIE~D VNTR SHENEH

DK % 1

®17%4> o> VNTR &R %ZEHLL
L5 (H5), KHIZ1400bp & 1500bp HD~T
v3EAK, B#H131400bp DR EHEAEKTH - 72,
BETHHE 1 Fi31400dp & 1500bp D~T 1
AR, —F, EETH 55 2 Fi21400bp 7 ik
EHEAEKTH N, LFEN1500bp * S etaikic
RBl BEFOREVHFET I LEZ N, 8

3 Fi11400bp & 1500bp N~T HEAEKTH Y,
BELZMENS, DEIZ, FAEBSf PO
W VNTR o &R 2EHAL-EZ5 (H6),
ALHI3204bp & 240bp & D~T LK, BH
13200bp &£208bp & H~T oLk, £1Tid
200bp & 204bp & N~T wiEAEK, & 2 F13200
bp &240bp & A~T oA TH), RBI &
EFDOREIZLRN204bp * FLPAMKICHFE
T2 EHHEEL 72, 8 3 Fi3200bp £204bp &
DT OBEAERTHN, BETH S LML 1.
LB, %£3FI, £H%4HAICHIEEEKIC Rb »*
Fed L, WAMEBREEREE ST,

2) X & 2

#17% A~ bo> N VNTR $RENGHT
2, KB, BY, F1FBLIURRETHLE
2 F3 43 1400bp D R AR TH 1, B
BELnth o7z, L, HAEA o>
M VNTR &8N EATIR (R 7), KX#HI13192
bp £196bp & N~T oA, BRI13200bp &
204bp ED~ToBEEAK, BETHLELFI
192bp &£200bp & N~FT OEAKTH N, X#H
7 RB1 #EZFREIZ192bp 2 Striakic
ETHZ AL 72, 8 2 Fi3196bp & 204bp
LT oEARTH), EETHD ML
1

3K R 3

#17%A > bu>W VNTR £REnICHT
i, BB L UFEW TN 1400bp Dk ED B
WIENIEAKTH Y, WERKEREOHNER
CRELERTERII"BON L2, L2L,

M5 #17%4> oW VNTR n£RENRR
1 ~DEH

X6 20%&A >N VNTR HERENERR
1 ~ni6H
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$2084 > o>l VNTR 0 £BENEHT
2 (K 8), A#HiT188bp & 196bp & N~T
A1k, f#i3200bp &240bp & N~T wiEAK
Tholz, BETH D THI3240bp DANNZ
BAKRTH - 12D T, RPDIILEETFHHE
TOQBEIREL I BB 72,

1 =

Rb nEREETFH 7 o—=> 7 ENBE,
Rb O E GBI ILEE T 2RI AR TH 5.
BEF2C LD, YR 70REETRELD
BMLIBRICLY, BOVEFINIBE»H
L, FEREETRERZE SFRET NEE
DIREREZ AT 52 L H WL X5, L
L, #&{z Rb DBIRHEH T, REKL LT
M TFTEE X BE D8 %', 1> 7y T
R TTEEZ BRED10~20% L HESNTE N,
S DEPUTHRRERD B I3 L RET
HdZ LR INT35, RBlLBEEFHLE
HEFORZBICERLEN B HH LERNOBRAY
6, & NBRETERNL HENRERBHIERIN
T, FFETIE, BABINCL - L LER
7t VNTR N %84 %FHv-T RBl EE=FREE
PEETHREEKZHFIL, BERAKCBITS
RB1 $17&8 L U20%A > o> W VNTR »
ZREERET L 2BR, 4B LU IR
BEFHFFELTEY, ~ToBEAEKNEER
FNEFNLRBLUCIB TH -T2, T oD 2
20 VNTR D &R nEEIC £ 0, &z RDb
3 RRTHERZW D 2 W IZEDBBENRED

X7 #20%&4>Fv>lN VNTR DEEENRR
2 ~DIGH

7 N

WEETH -7z,

RB1 mEETHENTL D, BLTHFEA > buric
|2 Rsal & ¥ DFIREER TS %2 RT VNTR D
HEIM SN T WY, Scharf L5WM3Z g >~
FurnEEES LD VNTR #5ERE9ICHEE
+ 5 PCREZHEL, 20ADEB > 5
650~1800bp = 72 2 11FEHENI MBE T %
EFLIz. ~ToBMRNEEIZ - RN,
T7VHARTANVAN, AL RTAVAN
BLURARS DR AX L aATENENG2Y,
75%, 61%H L U50% Th -7z, HHIL@BLA
MIMBEEFIZI—HHT AN, AL RT X))
HAB LR, > FRA X 2 ATL450bp TH
N, &XILBEEFN9~69%% EHT iz, —
FH, 77V HRT A1) A ATIF1500bp & 1450bp
DOMBIETFHRLSCEDLEN, 2—HH R
AET 70 HANEDHRIAB % RIEDIBRADTRE
dfe, BEATIR A BEDOINILBIEF DAY
FEL Twizhs, @ L MNLBEETFI,
BEBIVCEGAELIZRL N 1400bp TH- 12,
BAEATIRZDIE L 7230 LBEFOEEIRTS
% EBEDIZD, ~NT 0EAKD LERIEL,
HZME Rb RRDEHEF CHRALBRL2ES
e DhnwrEZ bz, L LLkds, §

17&A4 > oW VNTR @ PCR ic k 21
gix, =Fo a7 uef FIRAETRYELD
BB OSUERNNE L BB ICRETES D
DTHY, BMABNCEECHDTHD LEL

8 #20%&1> v H VNTR 0 EHENRE
KEaN):: |



RBliE{i?%NBIZﬁZO%'f‘/FU‘/V\] VNTR %% 7

2% (-

I EiINmEYIc, B20&4 >~ e W VNTR
RIZEFRARRBWTL AL & 9BHEAMT
EHEFIREIN, ~T oBASKNEEIZ64%
Thotz, ZhLDMLBEEFIRBFICTAL
TEY, HLEHEEN200bp DIMILBEFTH
%% EDHBICTELH, o7z, ZTH VNIR %
R ESERITIC BT 5 1ERMEIIEC (PIC =
0.74), HGHE Rb 3 BRI TCIZ BV THREH]
ZWH 5 VW IIREERRE OBRDBIENREIZIEG
HTEETH - 72,

#20%1 > F v W VNTR 7% 73 Yandell
¥ Dryja 522k Db THES L, #Hbid
CTTT(T) DY & L i % 21550 ~600bp
B.% PCR HETHAEL 721, P THRIBEHL
12794 2—Ty—71y ARGEITW, A—
VAT TT74—T PCR EHOEER PG
EL72 FFETIIE SN FHELKZEL: Brandt
LWOREERERLL. ZDFEILS 58 W
4% PCR HTCHIEL, #HIREX BstN I ¢
non-repeat {4 % YIKF L 2%, ST 2L N T
ha, BEICE, A= FTTT4—TIE
e, FRaPLHLTEY, BEERIH»N T
L BRI L LENFEE WL 5, AFE
THLPIZ L2 BRADNT A ARNHEE (64
%) #* Yandell & Dryja O#4%& (94%) &k
LTERTH- I L3, REBREEL VI &
N, ERKBEOSTHECEKEL T EEZ
La, AR THERL 210X 10emND 5 LTl
1EENELZFINT 2 Z EHATARETH), I
BEHEHEE T 1 EEZEN~T 0 HAERRLE
HWEHEER T 4 EEEN~T oA e R TR
R E L THABLI-TTRREITETE L\, &
— 72X LY T NKEIERERER) T 7Y
VTS FVERENE O % G TIUL, RETTEE L
MILEEFOERIIZ LICHENT 5 L Bbis,

13FPpakRE AL 2% Rb nFRKR
3T, #20%EA > N VNTR R0
B b, RENEEBEKERIIABMTHLI LI
R INT., HRHEEN1I3EREMKICIRED B\
AR & 7= Rb13BINTE T, HHR L%
B|HELN 9BID S L 8 BITIIPBKEHE D
LIz HR L T2, —%, Rb EEMIC B

i} 3 RFLP =— 4 —2 B ic~7T oA HNH
4 Loss of heterozygosity (LOH) DBFRE T,
BB 5 b 4 Bl CRBOMLEEF
DAHBREL DI L, TREEEL4E 5

L1 TR ABOX L BBEFOATEEFL T
7. Rb OEMIIL T3 & 5 b DEDXLEE T
BET20BIRI N WD, HFEMR TR
DRIEIETF (FEE) CERSRIYRPTW
ZENEZLNSE, ZOBENBIRENERE L
TR FORIBIETFHIRRAERZ2ZITRT W,
H B VIEHEREIFERNLLEMRIZR A
FN T35 & T 5 genomic imprinting D>
TNrHHEB I LT B9,

BR Rb Wl BT 5 &5 F2H8n0L, Rb
PFRICEET 2 L) OTFHCLETH S,
b BERC BT 5 RB1 BIZFHSRENE
BICIXBRRDFET 5. %€k, Rb #4iCii LOH
PEETHLEHREINTWEY, L L, 85
MRl 72 & 2 LOH » A3 T, SRMEN
oA TIE Rb EIZFRELVEFAMAEH 5
BEEEOWTICRE L 2 2RETHZ L
ZR#TH S, RBl DEETFERERBTEH
# ¢ LT RT-PCR P HEIN TV B, 2Nk
B*id, #i0 mRNA 7 L8 EEERICL NS
L7z cDNA 2 HWEEFEREZRBT L0
Th bh, EREERFH 5D mRNA OFEHH
TR AT 3 EEEERIZIZGETE I,
ZofflE, iz, 7L—AaPT7MCENE
BBk Fr2E 2L ) RERTHLNT
392, RBl O&EEHIEH RB1 »6ELNS
Rb Z2AHIZL N HIHINSFHAIRIBI N T2,
Yandell &2i3fEEMILE & OK#ERo DNA
hber7V % PCR BicLVHIEL, 20
EEES % E Lz R, BB THEAI D Rbe
Bl S b 3P THRBEMBL N LNDRKRERER
MLz, ZOFERERNFH LBERZ2LEL
T2L0THBY, BEFOEEMYE Rb T4
BV TH—FZITHhsEEZ LMD,

s ]

HZEME Rb ORIERTLN I Rk TEA L F
EEFREET L L2 HMIC,PCREICL D RBL
BEFEITEBIV20EA> A VNTRD
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LA % IE% B A NSRS THRET L, HIZHE R
SRRNRERZE D 5 IR ERRENHD
BIROPEICEALZ., BRANELTES L U20
HFA oW VNTR iCiE, #hEfndi b &
CIRBENONEGR TR N, ~T oEs
WOEIX ZTNFNB L UMAR TH -7, &
b VNTR DBEHOEER, MR T
DEED» LBE L 2 BEEUONFFER L ERL
e otz BI7HEA > v VNTR £84En
EHTIRIRRICBWT, $20&f > o>
VNTR OIGH T, 3RRATXTUUIBNWT, &

X

8 A

Wiz E R i REER "L, PCREEIC L S
B17THB L U20%F4 > v VNTR S84
DENTIE, BEME Rb DRERTZMPBEFH
5 W RBEREE OB ORIENREICHEE) D
ERNThIEEZ LN

fRamz ah20), HEE HRHZEYIELL
P L A R R0/ R o 4 2B T B OB R (R
HMEL Y. 2o, BEERICHEE, ®HE0R-
PEELBRECHERICRE 2 LET.

R
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VNTR polymorphism in the 17th and 20th introns of
the RB1 gene in Japanese and its application to
genetic counseling in hereditary retinoblastoma

Shinsuke NINOMIYA
Department of Pediatrics,
Okayama University Medical School,
Okayama 700, Japan
(Director : Prof. Y. Seino)

Risk estimation for siblings or offspring is important in genetic counseling of patients with
hereditary retinoblastoma. The RB1 gene spans approximately 200 kb in length, containing
27 exons. The use of polymorphic markers within the RB1 gene will eliminate the need of
laborious specification of 2 mutation. The present study determined types and frequencies of
VNTR polymorphisms of the 17th and 20th introns of the RB1 gene in 50 unrelated Japanese,
using PCR amplification. In the 17th intron VNTR, there were 4 alleles, which ranged from
1400 bp to 1550 bp. The most common allele was 1400 bp with a frequency of 73%, and the
heterozygosity rate was 46%. In the 20th intron VNTR, there were at least 9 alleles, wihch
ranged from 192 bp to 240 bp. The alleles were more evenly distributed than those of the 17th
intron VNTR, and the heterozygosity rate was 64%. These VNTR polymorphisms were
successfully applied to the prediction of retinoblastoma and to the determination of parental
origin of a chromosome deletion in 3 families with hereditary retinoblastoma. Analysis of
VNTR polymorphisms within the RB1 gene proves to be practical and efficient for risk
estimation in hereditary retinoblastoma.



