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S-1. PURIFICATION AND ANALYSES OF FUNCTIONS OF DEFECTIVE 

FACTORS IN AUTOSOMAL RECESSIVE DISEASES. Masaru YAMAIZUMI 

(Inst. Med. Genet., Kumamoto Univ., Kumamoto) 

In some human inherited diseases of which any molecular mechanisms are 

unknown, abnormal phenotypes are detected only in cultured cells (mainly primary 

fibroblasts) derived from patients. Furthermore, based on correction of their cellular 

abnormalities following somatic cell hybridization, genetic complementation groups 

are recognized in some cases. Xeroderma pigmentosum (XP) and Cockayne syndrome 

(CS) are well known as this type of disease. Because in the former case patients often 

develop skin cancer and in the latter case patients show premature aging, these diseases 

have been attracting much attention as model systems for studying cancer and aging, 

respectively. In both diseases, the mode of inheritance is autosomal recessive, and 

patients show high sensitivity to ultra-violet (UV) irradiation suggesting that there 

are defects in the DNA-repair system. In order to purify and analyze the functions 

of factors which correspond to the defective ones in inherited cells, we have developed 

and established a general method which employs microinjection for assay of the activ- 

ities of these factors in fractionated extracts prepared from normal cells. 

In this symposium, I will show our recent data on the purification and analyses 

of the functions of putative XP-A and XP-C factors together with initial characteriza- 

tion of factors defective in CS cells. 

S-2. Fragile site � 9 1 6 9  ~ ~nJl ( ~ N ~ - ~ -  ~f~) ANALYSIS 

ON THE MECHANISM OF FRAGILE SITE EXPRESSION. Tada-aki HORI 

(Div. Genet., Natl. Inst. Radiol. Sci., Chiba) 

Fragile site ( ~ i ~  ~2_,FS ~1~-) ~l ,~.@~,?~z~@~{~-~-~{z~~..y J ~ 6 t ,  q~.~J~, ~ 

ytJcg.~ ~_ L~2N,,~a~�9 hot-spots ~5", ~ f l . E ~ _  L'K~.~ ~'t.`5~l~'~l (common)FS ~ I N @ E  

N ? ~ ' ~  ~ ~)5 ~;(~f~! (rare) FS ~ 7~116~-G, ,5. ~{~'N! FS ~ � 9  Z o ~ 
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:~ b l/7.~_3:70 ira(X) O:~,f~}~,~j~;/~ L?c. TS :~O-Y- -~ -~ Y ~ - ' ~ ' ~ " ~ , I ~ : ~  ~ ~ ira(X) 

MI~I N O ~ a b T ~ c e  b �9 ~eTz~N~,N~of~N~)~h~6 ,  FS ~ N o ~ : ~ N ~ 2 : X q 2 7 . 3  ~.~N 

~?c. ~ X ~ � 9  ~, ~ � 9  Xq27.3 

~{~) .  SUPPRESSION OF TUMORIGENICITY BY SINGLE CHROMOSOME 

TRANSFER. Mitsuo OSHIMURA (Lab. Cytogenet., Kanagawa Cancer Cent. 

Res. Inst., Yokohama) 
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;a 7 :~ # r  >/b ,  G418 (800/2g/ml) ~ ' ~  ME M+10% FCS ~ ' ~ J ~ - - o  ~,:. C a ~ G � 9  G418 

~ : - ~  ~ ~ , 5  ~- ~ ~ - C  ~ "5 ,,4, ~ ' ~  <~-~-2o ,5. 

S-4. X ~ a ) T F ~ { P . .  ~ , { ~  (JkT~ �9 ~ - ~ ) .  X CHROMOSOME 

INACTIVATION: THE CONSEQUENCE OF ITS FAILURE IN FEMALE 

MOUSE EMBRYOS. Nobuo TAKAGI (Res. Cent. Molecular Genet., Hok- 

kaido Univ., Sapporo) 

> ~<Fff~-<-e~zm~V,'C% 2 : g � 9  g ~ E { $ 1 ,  ~) Y 

~}~a~c~avcIi~I{~ "v 9 7, ~-~,l~d~ah.~Cv,, 7o X-autosome ~]~, T(X ; 16)16H (Searle ~:) �9 

--. �9 ~I~'~ unbalance m~o~ (x~,x~16 16) ~d'll, ~-xc 6 < xi~ h~ inac- 

tivation center ~ ~',:fc&mX �9 ~ 8.5 ~ g ~ -0"}:-~:-~3~ ~_ k 

~,,?d L~'c (Takagi, 1980). ~_ �9 unbalance J~E~2.~ 16 ~{g~ �9 b ~3 >' ~. --'C', X~. 
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