DNA BERFE EZZ o 5IREIC
B0 % RKEZ MW Ol RN

# bk |/ -
(EERAEEESE)

x U & £

DNA BHEEELDDEELILN TR I —HOKEER, HREEOREHE LTL{MohN
T3, COEBRBOIFEALR, BFROEEIERERREL 0T, BEOREIIEDT
B, FRETHS~7 oS E (heterozygote) DOHEIR C DRBEDOAFTAODHS
KBESREBLONTEY . REEORERS—ROETORBULEHLLORES DY,
RIEOECNLEEREEZ 2 LTOEETH L. —F, PRTRS 3 08FHRammEkER%E
LAERLBD, COBOORRE L IENRETFEL DL bhbboTEL DERTRIE
ERBTORLERDC EERL TS, FRERORBRSR SN 2 TN D, ERSR
HELWZIFERT SN 505 LNLISVIEIRIC prospective ICxIGY B2 ARIKTH 5o

bhbhRan, Fivadkd &z & U T Bloom fERE (BS), Fanconi &1 (FA)
ED BT, T FREAEEEEERE & LT3 REMISE B R B (basal cell nevus
syndrome, BCNS) % & 0 H 17z,

U NFEHREHETR (Qymphoblastoid cell line, LCL)

DNA [EiEREEL & DOBEFEMIEO S 5, &I Bloom JfEREE (BS) & ataxia telangi-
ectasia (AT) ORI in vitro TOHFMLBE, T/, BRI, FEOHRE
—EICBAICRAKEDOEP L - VESLBELTZE, D DREERD BT, KA
HEHAOOT L NS OEBOMIEHE (cell line) OBIIMNETH L4, EMEFHRORMIL
HREEE, ok UiomiRoduis ki diploid 233, HMLREERBERTEED.
bibhid, Epstein-Barr virus (EB virus) ZF > THRMIMD B-cell 225 LCL £/ T 5
RAHEODDF TEI, RIRHIOSE, WRINBESICHINTERTH >, LCL B E#
FHR D), 1~1.5X10° cells/m! & RKBORFIHABPT L. GRMEZFMmTIE, 1x10°
cells/10 cm plate T, 10m OEEHAET E,) c DL 5 LT LCL ##d5 &, BEDLDS
KREHLOHEEORINEFT > BERGEL, TAROMIRELBECIEU TR CENTRREL
tro %72 LCL 3HeBEEHM6D b DHE0~T0%5 5, 4 BEMEIE LA 50 5 UM,
Y D42~ 48D TH Y, BEREFE DI LALNRL, COAL L RERICETEE
BT B EDBEHOMEICEE LG ARBTHAT2CLNTES, £/ LCL & B-
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cell HDT, GEH D HEHINTORRMERME, PHA flians Tcel LRATHAL
Ml EEZON 5o

Bloom FE{EE (BS)

BS T, Wikt ks (SCE) 2%, i3 af - AmMiM T- %7213 Brcell TIER D20
R R EEEECRESONS C EMNEHONTHA, COBEED SCE NEHOERIRA
VR EENTWA. L L LCL TiR4d Le 25 Tk, bhbhid BS O 2EFM®S 3
DO¥AEBRD, LTFNLEFMERO 240 SCE LRl iz o722, SCE oFty LCL
D 1BOSEE> 1T GHERED), bivbh OB Uickke oA Rs 5, SCE 28
EHEEICHEL T 21 (EB-BS2KA) i3, ethylmethanesulfonate (EMS) iC &% SCE %5648
EEA5E ¢, BrdU I & - THIFES 0BRSS chs, FFHIC Rk o QEEEI D TR
e EHBH I, —, bhbh O L7z 2% (EB-BS-NoKi-2, EB-BS-AkSak) %/
LTEEOERAFS &, EMS, BrdU @RZERE» 5T, REKTEEE b IEFICGIL
AT Lico CDZEMS, BS [T 2BOBE ORI > o MIROFAT 5 C LML LR

o] fCS) o

%1 Spontaneous SCE Frequency in Peripheral Blood
Lymphocytes and Lymphoblastoid Cell Lines

Blood Donors Peripheralsgiso/dMetanflri?hoblastoid SCE(%})ate*
o Lymphocytes Cells
BS-NoKi-2 77.13 7.70 10.0
BS-AkSak 94.94 8.07 8.5
BS 2 KA 94.71 39.80 42.0
BSF-NoKi 3.44 3.77 109.6
BSM-NoKi 3.36 3.53 105.1
NL-Mu 3.48 3.74 107.5
NL-Ha 3.51 3.43 97.7

x (SCEs in Lymphoblastoid Cells/SCEs in Peripheral Blood
Lymphocytes) *100.

BS @ heterozygote Tid, Kl T-cell ©d SCE R EEEE T, heterozygote DR
FRBHEDECARTREEDRENMZEAESTHEY bhbiid, BS-NoKi omi# (BSF-
NoKi & BSM-NoKi) oOFBlis s sbiz&ns LCL <, SCE, EMS THEREINS
SCE #A#a Lizhbdnd = v b o — LB E 354 B &3, heterozygote D ARFIT ]
BEThaC LR LI (R, £2).



#2 Increase in SCE Frequency Induced by
EMS in Lymphoblastoid Cell Lines

SCEs/Metaphase
Cell Lines Base | +EMS | Net
Line | (X1073M) | Increase*
EB-BS-NoKi-2 8.29 20.48 12.19
EB-BS-AkSak 8.44 22.08 13.64
EB-BS 2 KA 39.80 78.90 39.10
EB-BSF-NoKi 3.77 22.03 18.26
EB-NL-Mu 3.72 19,66 15.94
EB-NL-Ha 3.57 17.06 13.49

* Net Increase of SCEs/Metaphase above the
Spontaneous SCE Frequency.

MBERERES B v, b
* fif e - BETIES,

1 FAINI 0% %N

Fanconi &1 (FA)

FA JRaROUN - MESHRECSIE & OEE (chromosomal aberration) HFEMMMY v
HTEROIOMEL LR <, DNA 2 KR8 fIOEBHTH L4 P4 vy C (MMC) v =
R+ v 72 (DEB) i€k % aberration OFEFRS EHMIBL D E . FA O heterozygote ¢
i3, MMC €& > Tid aberration FRI172107%%, DEB THERINAZC EBHLNTEH
v, DEB CTH&#, heterozygote, EHDBMHDL & LT, HAEFZMICSFHINTHLEY,
%72, FA @ heterozygote iIRERNEDEINTINS, ,

—7, FA 3, H—ORZNTOIREESPERBHOBEIC ZNH 2 C EBHSATL
So TDIc, RWMEN FA” L2WIN2 L, TOREDELT, Eifl - THEOEE L &0
18 {Th chromosomal aberration 2SEMEE ICEW & hiLid, LB M~ LFET 2 homozy-
gote MTFLET B FIHEMN S { 155, WREBARERRERT, FHNBZFFboTLARS
b o FTHIEL TR P 2RERF SR, BReEERSEELZKEO FA T8, 2%
fiE U T8 homozygote AfRNE LMERT LM TE B, FA ORZELIIEE, FBELIHA
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%3 Chromosomal Aberrations
in Peripheral Lymphocytes

Blood Donors Breaks/Cell
FAINI 0.146
FAMI1NI 0.040
Sh-Yam* 0.025
Yu-Yam** 0.036
NL-Hi 0.015
NL-Ha 0.019
NL-Oth** 0.010
NL-Su*** 0.019

* Brother of FAINI
** Gister of FAINI
*#** Patients with Aplastic Anemia.

Lymphocytes were stimulated with
PHA and cultured for 72 hrs.

%4 Chromosomal Aberrations in
Peripheral Blood Lymphocytes
and Lymphoblastoid Cell Lines

Peripheral Blood

Lymphocytes* Breaks/Cell
Controls 0.01~0.02
FAINI 0.21
FAMINI 0.02

Lymphoblastoid Breaks/Cell
Cell Lines**
Controls 0.02~0.06
EB-FAINI 0.26

* PHA-stimulated for 48 hrs.
#*% 48 hrs after subcultured.
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O “IEREB” T D, homozygote & heterozygote DA DEUWNMKEELILS,
bNONOFRRTE, HEEIOFOLZR,
2 NOZWiEAMNN Tz, FKIFMO PHA FIBH2KEM D T-cell @ Zv& (kI HEAE A5
L, BE%# FAINI ©i20.146/cel E&L28, HIE (Yu-Yam, Sh-Yam) @ 2 ARIEL, 24
EH D2 A3 homozygote TSN XM LA (R3)o FHEETREBARUMNEFH
FHLKHEINTHWS, 10°M © DEB LA TUMOEHEEA LTS, & - FEOWT
DI H B OEEORINEA SN ish >,

Hig3 A0 3 FT (K1),

3 RE LR



FEEUIBEERFO 1 D& LTHONE AT 3, LCL CREGETIOMEERERHED
LCL UL E5 &b T 5%, FAINI fgisk@ EB-FAINI Tid, Mo % s
HEOYEAYIN LS D aberration IR L7z, £ OYEREL, FMIMLD® T-cell OA8IHEREE
B (R 1EHO mitosis) DEHE LT L2 (F4). ThdOMiRO MMC, DEB %
AIBORFNREE Vv T —KBEROWTHZ, 2048 FXR %A/ EC A, heterozy-
gote LIEH 2V b u—AHilREDRIICERASONIEN o7co THOBRMKM T-cell, LCL @
20513, TORFED heterozygote Tid DEB i L TESMSE L VS FKREIBLO
Winolco TDOTEPD, FA TP LB EARZHICDDTENDH S T EVHERI NI

BEEMBEBMERR (basal cell nevus syndrome, BCNS)

BONS i3H Qb BHEIZR E LTHON TS, COBEERDL S, RBELEELE X
niud, FRANICRZ EBEBFBRIN TR T ENBD. Db 3EZHLSETA (O
H 1 AGHREHICT TICHE) OBREEZEH Uik, CDI3B 4 A (3RROREE 1 AT DS
3AE, BIRRORBKEDR) KOO THREZFENICRINT I EMNTE K2). 4
PIDFERAE K 5 1R T o BCNS ICDWTIIERFITHRMM ) » KD %K 4 5 18 5 %D DNA
BROETHBEIN TSP, SEbhbiid, BU» TREFHIRER LT 0= —BRK
RTRABRRZUSTEEROCEERBLLY (®3),

COEBICOHLTIZ LCL B3R 1B ULAB L TE TR0, 4% kofr4s >3
BCNS DO#ABBSZHIC O TREZED 12,

K5 ERREROLLHE

BCNS | BCNS | BCNS | BCNS
INI 2NI 3NI 4NI

BEREREIR

5354 = - + -

/INKa L + - + +
OEABES

=243 + — -+ —

L REFHER + + + +

R - - - -
VERFT R

2 e - -

thFEig/h + + + —_

KERgE o B ARAL + + - -
NG

TFREER + + + -

HERAERE + + + T+

BIEHLE + + + +

FELEREE At—A® + + + +
HFEEOBE - - — -
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T b

BCNS
INI
Family T
0—0
0’:
BCNS
3NI
Family [
BCNS
NI Family I

2 BCNS %M

& H H [

DNA EHEEELZ O DECZEOLLTREIBLLEATWEHIE (xeroderma pigmentosum)
TEX, TOARRBULCOVTRIRBRTH L4055, RABZHLIRNETHL LO0HERS
Ve SEIEO T/ X3 MEBBICONTS, BHERKSHIEZZENICHEIIZN THRD
bbby, RABFLWICHRBRILENE L. UL, BCNS O X 5 8 R ekt @Rz
RELBbDTIR, BMBLZHRTEZH T2 EB8TENRE, RRNOKRREZORRIIHED
KBLTAZLEEZEAONS, COREBICDODVTRELHRED AL, L HRDOERILONT
ZWEEZHET AL EBARAREELI LN S,

75, DNA O restriction fragment length polymorphism (RFLP) %> THER
L DREBRAERY, BELEREZOZMICLIFIHINELI ELTHLEY, cDk57 DNA v
NADZHCIZEOMEEEST 2 0%, bhvbBELLTHLTYS LCL 3£ &
DHIFRAEBLZ C EPESET, COBNKEGBLTVAHERELEI SN S,

X ik

1 & R, 17 1487~1497, 1980.
2) Hashimoto, T., Gamo, S., Furuyama, J. and Chiyo, H. : Hum. Genet., 63 : 75~76,
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Survival fraction

0.01¢

BCNS1NI =—b—
BCNS2Nl —%—
BCNS3NI —e—
BCNS4NI ——
NL—YA —O—
NI —HO —O—
XP5NI  —o—

' I '

0 2.5 5 7.5 10

UV Fluence (Jm™2)
3 BCNS SO RN RREZO o v = —JERHE

1983.

3) Hashimoto, T., Sukenaga, T., Lopetegui, P. and Furuyama, J.: In Sister Chromatid
Exchange : 25 Years of Experimental Research. ed. by R.R. Tice and A. Hollander,
Plenum Press, New York (in press).

4) Chaganti, R.S.K., Schonberg, S. and German, J.: Proc. Natl. Acad. Sci. U.S.A,
71 : 4508~4512, 1974.

5) Averbach, A.D., Adler, B. and Chaganti, R.S.K. : Pediatrics, §7 : 128~135, 1981.

6) Ringborg, U., Lambert, B,, Landegren, J. and Lewensohn, R.: J. Inv. Derm., 76 :
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N BEAET, BEABZS, TRER, SHTE, St )y 7oex7F¥, HUE—, BAkBEHE
W, BEEM, #AE=, aEOth  BRANEREFRESFERBE RS (OH).

8) in Human Gene Mapping VI : Cytogenet, Cell Genet., 39 : 1~666, 1984.
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

DNA

(heterozygote)
%

prospective

Bloom (BS) ,Fanconi (FA)
(basal cell nevus
syndrome, BCNS)



