g0

X E

s
=

iT 8
ﬁ ol
¥
o
fit
il
M
H

F =W

D.SCHOTTENFELD & J.F.FRAUMENI,

IrlfE Lig#iFHRL S




A P

VL1114

NG gl | S B AT

%%# D. SCHOTTENFELD &
J. F. FRAUMENI, Jr.

® oA LETHAERAG AL
TRt L e ek

| iﬁl | iilliﬁfiiﬁ imii Il

Eow o E H R A A




nERE

APRBHTTHANIEABNE/ S, AREE-TRE. 52
FTAREFEZFEEMBE AN\ EBENR, EBNFEE. 2EAGSEG
—E):XEZEREE): 2RFREGFEZE): BESHRZENEEER
(W),

RBWILERE THBREERNAMBE—BERE, N, ImEMNR
EEEASBS R AL, BE—FEHT5REMRER LH L
YEAE, 3 52 ST AR 5 B T M B3 BUR M A0 65 TUER IR AR T (R F RO B,

CEHRTRENDGADREEERSRR
RER RNEHE H8E BEB
BIRE T 4 ERE BN

LR AR U
BASH BE RENE

['%] D. Schottenfeld & EE

J. F. Fraumeni,Jr.

SRR S
FEHTTREIAG A EEE &

LHESRHRAR
(L RET #1251 F208)
k¥ 44 EWETHES PELEERITER
FARITIx1092 1/32 HIH3IT5 T 73,000
198549 A4 1 I 1985429 A1 Repiy
B 1—7,000

G—4E. 143119 Ff: 0.847%



AL e
“FF VYR
W E




B 4@@ #%@JL%

W R AR R
.,,.@ el

R < <@




BTFRENEER LD, ERENEC ERN L, 5
BT KRR LR, S0 RETRERT ML, TR
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RETUTBGM”. EME 0T ER—TIHNOTELRER
RS0, EREREXHEE, Hit, RO®ETEAE
B A RXEFTH Schottenfeld F1 Fraumeni #igJRE <M
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+2, SR HME A BHTREE, TLANBES HIERY
SHNEXTBIBENSE,
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ERBERELHBH. |

ATRRRKF LA BYR I, EABOHIRLE

R




B, XAREFR. KE RERRE DR RBY ELR,
BRBRFREXR . ERILRRR BB DN, FHEE.
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Be K L% 1000 £ R 1E, R AR A EEFEHER
RIBE B ABAR R Jo ¥ 5 (McKusick, 1978) 33457
BAETR (B akBiEns SR akBEREnEX e
PRE R e, R RS S T RE Y, 28
YIS B TT B L B A BT 213 0 B
SEGBELUTES B L RERERE, TS5 EABORE
SRR 43 AT LR R, X L B R A TE 4 AE TR B o A B 3 R 2
SEEEANMNEIL TR, LT RSB ABEM SRR
ERMAELER, FUREEN, AR SCHKETB/RIORE
R KIS X R R S AT,

ol

EREEERRAE

BREENERERRESSEREEN BB D 1,
EX S EAREREFTHRAERN, HERNOT. &
%, BAEREKBEFSIER—FIBET AL ENRE
B, RS S AE P SR UL, TE R F 2 L B EBIRKA
B R R RBE. X — r 0 B E B 2 5 RS
HRABH. BR, B—MEE0F R aRRESSE, B
BATFHEEBFEEARPROLLAEY TN, M REHESME
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%ﬁﬁ FHILERH, & T 00t 5) 8 LR BiE. BT
u, X E IR T EENS TSRS LHEEE
0 AE 51 ] 7B B B — RO

MEEREARESSEERK EREE LSS # W,
ﬁ’ﬁE.MlKﬁHi%‘&""P?""Eﬂﬁﬁlﬁﬁ%“?ﬂ@ﬁﬁﬁﬁ$%, a
FBERMEY KMEILFRA, Fanconi KAM, HEtTR
%5+ Bloom K&&EM Werner LS 1E,

EMME Y kIR A

 BROET HBAH A (K AT) RREEL T4

WX AR  (Sedgwick f1 Boder, 1972), {H#EXH, &
WETHHENRILPRAE . THER AT B5E LEN
SRBD A /R 3L F SR, LUS R B B A H A B AR - 57 bk .4 i
EY K. WEEEFREREARS, HEEIRUEIRBR
SNRFE-IIRRMET, R BEH L AEE, Y
SHANRMBRARILRE, MEFBAEE —EBER
BHMEY K. VA AT B, BEOERPREATTS,
A E e 3 i 7 IR E 55T A L E L B,

ARIETRERN AT B8, EILENERNRENASE
R, ERE, R T AT MR MR B LAY Rk
EgfatkhEE., AFfapEREs, atkEaaitan
FIAERKE. B R PN RS A%NE. 2 EH Y
ik, AT BEILFRAG EABE 30 S, MITABRTTE
RAEERE. BABRK—BSBERBRAEE AT BE%R
HHRE, EHAG L HBIRE LR B AR R 4 AR 0 98 4,
B BRI P RERN TR, EXSBHEETXHEL
K& (Filipovich®,1980) o XLLiR &R B T A BI MR % K18
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ST AN, S, P G R AT 25 2B
P R RN AR RIS, AT, XLRENA
RETXT AT BEESSENHERARRE AR,

REEHRE RN AT BERESHERNERERE 5§
N, (TR AR R XN A L B A R B
BIGISH, B AT B0 A TH 20N E SR AR S aHk
FERRERAEKAR, RERRNEARE AT BEXKEM
BRI PR S LB B, AT, BANEA R
SmeRE], AT BE0HKEARARAE 0 i 55 —
AR S G R I, R SRR, B
£ ARIE S B 5 R BI bk 14 B9 K E (McCaw %,
1975) — 5[, WX AR RS ks AT BB RN LB
WA R A BRI 5, A AR R
7 AT B2ERAEMBEROER.

AT R X AR E — BB ROR K A
B (R A SR, XA RIS ISR ME R—5i, AT &
0T T T R R A OB T TR T B & 96 -
SEo B E1 e M e R RO T8 2 MR B B M B
B, B A BN AT 20 54 [ 5t f 2 B —F 5 DNA
58 % X185 (Paterson F1 Smith, 1979) , ALLE AT 4
Fatty DNA f Bk 0 4 L7776 1.5 b B0 B B A0 2
£, ERETRRAETR AT SRE, BERONTEDE
SRR AN IRIGRAE DNA (015 55
o

WALt AT A ST, BN S AR, HAM
M RET, TH AT ZENORMIED R EEES
S AR E . S ENA A T T

g e




AL, R Hardy-Wemsberg B, W AT ARG
AT NFEEEARRARM), EABPENRBEXR
1/40000, #F4 AT EFEABPRLBINS 1% ; HAH
s &% AT 1/40000 Bf, EEMZEBEW B L K A 4 3B
##, RE AT RERAN, BAEABIRETFHILANS
Ko MR AT 3#*‘?%’*55@['1, RoNERBRBEERLY
' ”M’bﬂﬁ:‘*@’é’l_ﬂﬂo
BN T ANAT BERFANBRRERNE TR F &
’(Swiﬁ%;mm) ,EEH AT 26T 5 B EMWENITRE %
BRERARNFET-REXRE ZBAOLHNTHE F # 173
B, REERNBEETSEHAKLSEEA, BIRERER
WARY, XHIENBEFETEPEAMR-H B & 4, §
BFEBRZEERBAEROLNBERE . RIREN L ST
NARBR, HESSUNEEETCREFEABN, EXEA
ORI R MEECh 15, MBMER 5.1, BRABXN
the BRI 54 NEHZ AT (Obligatory heterozygote)
KBEMN (AT BERRE) , ERAKRE CFIER 45%),
FERELDBEBNEYR, BEXMRETHER 8 MEE
T—KREE#. ¥HERXETITRARASRKRN, 2@ AML
RRAR.EF.EBSENTRKERARE. ;
. — KM, FERELERTHEN AT 6758 17!5A3¥
A BRE, RNPEOBRARNEALS ST
'ﬁkﬂﬂ'—?{&ff]wﬁﬁb?fzﬁ*ﬁfumﬁﬁﬁﬁﬁ:%o B, EK
BERESTROATERAR, MEEABEHRREE A &
-(Cohen %,1975) , 53+ RMEARLEXT X &R0 v LTk
B WBRETESHENARERY, XE AT REFEHR
PR e A X e 20, B R R B A B P K AT ZE&F.
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Fancom K&

Fanconi EEfCYm:LfE(FA)%% ﬁ%ﬁ%lﬁﬁ FEEIH
RAERBR  ERERERE. 4 FrmEEEBE A (Cafe au lait
spots) KK BHGEIFNFUREEEIILEANITES
M0 m/) (Schroeder %,1976) , BARF & BT H:, HF
ZREDFET I/ MUED tH R A £ %A @akZ e
R ‘ :

EJL%E@IW;&E‘ZEW@B’J FA 2%, L FEFEHE
BHEZMREALE AZNE, FA BZELREREALRE
R LB, Ao TR R T & M AR Er 2 E, s
REAN BT R EX H K i (Schroeder %,
1979), EAHRE, PEEBRN FA BEY S L AT ERMHK
BBER I — R RAE s TR AR FA 501248
SKENABEREBTERX, AL BEMNBEZ {&Fﬂ&
., :
ERFHE MR MR EA N, ﬁ%éﬁ%é‘éﬂg?ﬁﬂ@
Rt Bl & B, X—RIHE T A BEIRE 2 B
5% Rafatt, FA R ERBAIIE SR, R TNIhRELE
MeRBRCHRER, EFBEFAFDEENXMERRIK:
LA, DLBOR AR X — 5 R W 2 BT F SR D L i 2 /i
ok B i R R B RE N E . BRTAR R N
FA 2#1 DNA BEBRENEIETHENERENERL
HNEE CLUSRAER DNA JER 7%, ERANEL
BREATRARTE M. :

JLARFIRERSRT, FAREFREREOLE N &
BAE#Em, BEN8 A FARRNAE U FIERBMET

. '530."




W%, BEBRE 254 FA RRAEPERRI, XFEH
it BFET-HOBL R (Swift %,1980), EXBRABES, i
RBBHES FA ERXANEELXERE, BRFA 6
FOREE BB DA AR, B BRSNS ARSI .

-« E AT R

H o M:T K% (Xeroderma Pigmentosum, f5#:XP) £#F
—AEL LN X KT8, WA K A B R R B 6
FERE (Kraemer, 1980), XP BEMEKBERSERE
FRERARE R, AL XPBEENRRE ST EHT RN, &
¥ XP BERNERNEHFERR, TEHHATE L
LPEEZERE (DeSanctis—Cacchione ZE47E) , & a WK
7,XP BEFRBHNMERARLERE, HHBERITERE
BN HTe kT SR '

- XPREBHEXNOEREERRIESSIE, EX T HPTRN
WBR A RRA T 2 E 4 Lk s (Kraemer, 1980) .
REXPEENEMBREEBRNARBEES BRI,
XE5HMINGXP BENRRSRRARE FEBEIL
MERR—B,. SRHARSERERH, ATEFRETF XP
BEMRBGMI N BT EIMERIER T DNAKIS R 5%
B DNA #iff, A HE T ERERD XP IR R RETRER.
ZENRIAELR (endonucleolytiv strand) BISE, XRB—FhE3
BAZBFLEEDNA REBEALBRPIREHIR. BR,E
AReEEBEH XP mREa M BORERB. DB XP
E%’EEE%@H&W?:*%Z:T‘E‘J%, fe 1 Mk T DNA &
HEBELRTEMN MRBERIEEN.

LiRREH BEANCmEME/EN DNA 68, B7
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TRl XP ML B R. N\ R BB RAROZBRER—A
BB, 7 7= 42 B B B8R 5357 % (heterokaryon) o 215 BRI
FA XP B sl R R, R IARE N
DNA 8 HH X R RBREA, BRATURXFEANRRE
FAFTR . T XP B FAR T AMREMN KA, SBlE
#HAEGH, XER—ENF/HIEERN R, B
SHEBEAMENHIMA DNA SEBIBRLR A & &
FRAWIESE; TR E AR TAN BB TRZ, REEIE5R
HEmK., KEHK XP HAREBT A 4H. CAsiD 4
{(Kraemer, 1980),

B g B B S MR LA 2, BT VA A2 A X P4y
BEFRBEDSBEHkE. DRI, E AN XPRENF L
B RIEIE X 57 B K RE R RN RO RLB AEEL, SRR
BEIEHR. XS EHREDE SLARERK 44, T
XA &L E B, XEEHER, 2 XP £4F
RS SBEE R R R R R, 7E 314 XP ®EdH
B354 % 5Tl B AR SRR g,

Bloom & 4E

XMHHNELNEZSTENERBER, £AXEEHMnE
P oRMap, MHEERUREFERNRFBENAER R 2,
B R B R UL E MR VLEER 2, BREMYTTUIES]
MEFRGFEBR. IRENHEEIE, LPEE—Yk4EE
Ashkenazi JE KA, 7EVAEBFIK) Ashkenazi HE K AH AR
B METP EA 1/58000 (German %:,1977a) ,

REXH Bloom REFEBENEFARERK 5§ FA
AT BENEFAE, ERAEABERSHARSX—F

« T e




/
ER 8L, 8 Bloom: 434 fE 4 T HEME & 2 L 0 915 AT
YRR SRR o IR (o RS e G B 2 A R
B T B YA 80U §F (quadriradial) P94, £ Bloom K ZE&1E.
il 5 R A EIEE L 58 A L B R 2BV RIS R, A TR I A
Ik e 1 Lk > R IREOBE, EoR B MRS ES 10 ..
{HiX tegmpa it o Mk f1 DNA & RIGEETR, TRBH
TEAL Y bR R B X0 SR & Rl R R T B R B B

E&%1H,% 16 41 40 H LI Bloom KERESRER
A 4 50 B 2 I 95 (German %,1979) A1 iy 84
BAME SR, HPE 4 61220 kB MY SR, B2
BRI A, 2 PUAR R, 1 BIRR NPy s o 4 IR
ERRETHBRARE, 2 AR ZREGRE, F2 AR 2
AEE . HOBEZ Bloom KeSEHRARTTE &
WHl, MIRTRAER ., XFhsa ErERTA A % E A Stk
R 28, TTRERH S BAE (German %, 1977b) , X
WA BTEN %, BAXN T Bloom RESESR
RiE L MEM MY M HF WA Fanconi KA MEE, T
B B R AT B9

B Bloom REAERBENNENRMRXBETE B
Bk B, 8% T Bloom K& KRB RRRAR
BR&RK, HEEFERE Bloom REST RETRER
EEH B, XFPRAT Ashkenazi 3t A A KA HHE .
FEHBAT1S A T RUR TS 1/120,

Werner [CZ&1E

Werner REGRERECETENRALERE VEAK
SRR % B Bk B Tt BE Al L B BLBh B R, B
« 8.
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BirA 1R 5 2R PR 7S 8K 5 U M 2 5 % (Epstein %, 1966)
BRIEEE R TXMEESTRREN LT, TRAEHER
MG MERXBRRFRF KA GRLLEI RN, XFESER
GUES ‘
Werner EE*?A@E,%%FP?‘;%EH‘F%‘E-”&%%EBHB‘JEI]&,:&
EMFEROIRE . XERE/RANBRRZNEDRRAEER
FWE, BN Werner REFSIEREL 50% BA
¥, RIREMRTE 35~47 & (Tao %, 1971), H ALk ItA
=R, LHRIT 8, R F LB BE m— AR 3t B it
H L5 o
HRE Werner [K 4R &1L B I B2 A 4F 4 SR 1 A\ 3%
FEAERBARR. H—AFEEHRE TREEA Werner [K
- GREBRENALERKEAES, R EERERIMM. 5
—AMEU A, ATHEFORARAEN X ROEIIREE
HIEH, DNA BEHREX,

5B Bk W IR

HFLHEE, HENHEE RERGRES ST NRE
REF TSR EBERER. BERTHINRE SR,
Bl = BB A GBS R B4 (SCID) A Mo s B Rk X oo st
5, H B R akEERSE, EEEN, BETHEHEY
— By BERS SR B— R ER SCID B EME
TREE, HARE, KEHNENE 2 ¥URRETF SCD,.
EERHBHRAT REREE SR EERRESRS, B
B, BEE G AR RIS & R R I R G 7 b
kﬁ%%éﬁ%ﬁﬁ%iﬁ,E%ﬁﬁﬂiﬁzﬁ#ﬁ%%
RFBEHR.
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