
         LDL-R, Ex9(EGF spacer). 
 

New Mutation in Aterostop Patient 
      It is the mutation R395P. 
      Codon change:from CGG to CCG (G>C at 1247) 
      AA change:from Arginine to Proline. 
 

217          
                                                         533,534       
                                                 131,132,429,444       
                                               287        *            
                                               * *       *             
          FH120 (e9) C------------------G                  
----------------------C FH9 (e9)                 #exon9     
CATCGACGGGTCCCCTCTGACCCCCTGACCTCGCTCCCCGGACCCCCAGGCTCCATCGCC 
---------+---------+---------+---------+---------^1187-----+ 
GTAGCTGCCCAGGGGAGACTGGGGGACTGGAGCGAGGGGCCTGGGGGTCCGAGGTAGCGG 
 
                                                G  S  I  A 
                 MspI 
                 .A..                             
                   377                        321         *New*              
    181           451                        538 379    *Mutation*             
   535      294  537                       372  244,216                
    *    536      *     65         488        *  *         539         
   *     *  *    * *    *          *       * *  *C         *           
TACCTCTTCTTCACCAACCGGCACGAGGTCAGGAAGATGACGCTGGACCGGAGCGAGTAC 
--^1200--+---------+---------+---------+---------+---------+ 
ATGGAGAAGAAGTGGTTGGCCGTGCTCCAGTCCTTCTACTGCGACCTGGCCTCGCTCATG 
                                                 G  
Y  L  F  F  T  N  R  H  E  V  R  K  M  T  L  D  R  S  E  Y 
   380                           390            395-P 
 
                                            542                        
                           66,598          68,288                      
                          540          261,475                         
          196      655     *     67 541     *    340                   
          *        *      *      *  *  *   *     *                     
ACCAGCCTCATCCCCAACCTGAGGAACGTGGTCGCTCTGGACACGGAGGTGGCCAGCAAT 
---------+---------+---------+---------+--^1300--+---------+ 
TGGTCGGAGTAGGGGTTGGACTCCTTGCACCAGCGAGACCTGTGCCTCCACCGGTCGTTA 
 
T  S  L  I  P  N  L  R  N  V  V  A  L  D  T  E  V  A  S  N 
   400                           410 
 
     70                                   544                          
    69           164,182                 341                           
     *     71,446,543  477                *                            
    *      *     *     *                 *                             
                                         #intron9 
AGAATCTACTGGTCTGACCTGTCCCAGAGAATGATCTGCAGGTGAGCGTCGCCCCTGCCT 
---------+---------+---------+---------+^1358----+---------+ 
TCTTAGATGACCAGACTGGACAGGGTCTCTTACTAGACGTCCACTCGCAGCGGGGACGGA 
                                 FH140B (e9) C-------------- 
 
R  I  Y  W  S  D  L  S  Q  R  M  I  C 
      ------------               430 
          YWSD 
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