
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
ɺʠʜʦʠʟʤʝʥʝʥʦ ʦʪ ʙʨʦʰʫʨʠ, ʠʟʜʘʜʝʥʠ ʦʪ Guyôs and St Thomasô 
Hospital, London,  Royal College of Obstetricians and Gynaecolo-
gists www.rcog.org.uk/index.asp?PageID=625 ʠ London IDEAS 
Genetic Knowledge Park ʠ ʩʲʦʙʨʘʟʝʥʦ ʩ ʪʝʭʥʠʪʝ ʢʘʯʝʩʪʚʝʥʠ 
ʩʪʘʥʜʘʨʪʠ.  
 
ʉʝʧʪʝʤʚʨʠ 2007  
 
ʊʦʟʠ ʪʨʫʜ ʝ ʬʠʥʘʥʩʠʨʘʥ ʦʪ EuroGentest, ʧʦ EU-FP6 ʠ ʜʦʛʦʚʦʨ 
ˉ512148 
 
ʃʶʙʝʟʥʦ ʧʨʝʚʝʜʝʥʦ ʦʪ ʊʘʥʷ ʂʘʜʠʡʩʢʘ, ʜ.ʙ. 
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ʍʆʈʀʆʅʅɸ ɹʀʆʇʉʀʗ (CVS) 

ʀʥʬʦʨʤʘʮʠʷ ʟʘ ʧʘʮʠʝʥʪʠ ʠ 
ʩʝʤʝʡʩʪʚʘ 



ʍʆʈʀʆʅʅɸ ɹʀʆʇʉʀʗ (CVS) 
 
 
ʊʝʢʩʪʲʪ, ʢʦʡʪʦ ʩʣʝʜʚʘ ʧʦ- ʜʦʣʫ ɺʠ ʜʘʚʘ ʠʥʬʦʨʤʘʮʠʷ ʟʘ 
ʩʲʱʥʦʩʪʪʘ ʥʘ ʭʦʨʠʦʥʥʘʪʘ ʙʠʦʧʩʠʷ. ʆʙʷʩʥʷʚʘ ɺʠ ʢʘʢʚʦ 
ʧʨʝʜʩʪʘʚʣʷʚʘ, ʢʦʛʘ ʠ ʢʘʢ ʩʝ ʠʟʚʲʨʰʚʘ, ʢʘʢʚʦ ʩʝ ʩʣʫʯʚʘ ʩʣʝʜ 
ʠʟʚʲʨʰʚʘʥʝ ʥʘ ʧʨʦʮʝʜʫʨʘʪʘ, ʢʘʢʪʦ ʠ ʧʦʣʟʠʪʝ ʠ ʨʠʩʢʦʚʝʪʝ ʦʪ 
ʧʨʦʚʝʞʜʘʥʝʪʦ ʠ.  
 
ʊʘʟʠ ʙʨʦʰʫʨʘ ʝ ʩʲʟʜʘʜʝʥʘ, ʟʘ ʜʘ ʩʝ ʠʟʧʦʣʟʚʘ ʫʩʧʦʨʝʜʥʦ ʥʘ 
ʨʘʟʛʦʚʦʨʘ ʩ ʚʘʰʠʷ ʛʝʥʝʪʠʯʝʥ ʢʦʥʩʫʣʪʘʥʪ ʠ ɺʠ ʧʦʤʘʛʘ ʜʘ 
ʟʘʜʘʜʝʪʝ ʚʘʞʥʠ ʟʘ ɺʘʩ ʚʲʧʨʦʩʠ. 
 

ʂʘʢʚʦ ʧʨʝʜʩʪʘʚʣʷʚʘ ʭʦʨʠʦʥʥʘʪʘ ʙʠʦʧʩʠʷ? 
 
ʍʦʨʠʦʥʥʠʪʝ ʚʲʩʠ ʩʘ ʯʘʩʪ ʦʪ ʨʘʟʚʠʚʘʱʘʪʘ ʩʝ ʧʣʘʮʝʥʪʘ. ʏʨʝʟ 
ʭʦʨʠʦʥʥʘ ʙʠʦʧʩʠʷ ʩʝ ʚʟʠʤʘ ʤʘʣʢʦ ʢʦʣʠʯʝʩʪʚʦ ʦʪ ʭʦʨʠʦʥʥʠʪʝ 
ʚʲʩʠ, ʟʘ ʜʘ ʩʝ ʠʟʚʲʨʰʠ ʛʝʥʝʪʠʯʝʥ ʘʥʘʣʠʟ ʧʦ ʚʨʝʤʝ ʥʘ 
ʙʨʝʤʝʥʥʦʩʪʪʘ. ʅʘʡ- ʯʝʩʪʦ ʩʝ ʠʟʧʦʣʟʚʘ ʟʘ ʧʨʦʚʝʨʢʘ ʥʘ ʛʝʥʠʪʝ 
ʠʣʠ ʭʨʦʤʦʟʦʤʠʪʝ ʥʘ ʙʝʙʝʪʦ ʟʘ ʩʧʝʮʠʬʠʯʥʠ ʛʝʥʝʪʠʯʥʠ 
ʠʟʤʝʥʝʥʠʷ ʠ ʤʦʞʝ ʜʘ ɺʠ ʙʲʜʝ ʧʨʝʜʣʦʞʝʥʘ ʧʦ ʨʘʟʣʠʯʥʠ 
ʧʨʠʯʠʥʠ. 
 
¶  ɺʠʝ ʠʣʠ ʧʘʨʪʥʴʦʨʲʪ ɺʠ ʠʤʘ ʛʝʥʝʪʠʯʥʦ ʠʟʤʝʥʝʥʠʝ, ʢʦʝʪʦ 

ʤʦʞʝ ʜʘ ʙʲʜʝ ʧʨʝʜʘʜʝʥʦ ʥʘ ʚʘʰʝʪʦ ʙʝʙʝ. 
 
¶  ɺʘʰʝʪʦ ʠʣʠ ʩʝʤʝʡʩʪʚʦʪʦ ʥʘ ʧʘʨʪʥʴʦʨʘ ɺʠ ʠʤʘ 

ʛʝʥʝʪʠʯʥʦ ʠʟʤʝʥʝʥʠʝ ʠ ʩʲʱʝʩʪʚʫʚʘ ʨʠʩʢ ʪʦʚʘ ʠʟʤʝʥʝʥʠʝ 
ʜʘ ʙʲʜʝ ʧʨʝʜʘʜʝʥʦ ʥʘ ʚʘʰʝʪʦ ʙʝʙʝ. 

 
¶  ʀʤʘʣʠ ʩʪʝ ʧʨʝʜʠʰʥʦ ʜʝʪʝ ʩ ʛʝʥʝʪʠʯʥʦ ʠʟʤʝʥʝʥʠʝ. 
 
¶  ʇʨʦʚʝʜʝʥʠ ʩʘ ɺʠ ʜʨʫʛʠ ʚʠʜʦʚʝ ʠʟʩʣʝʜʚʘʥʠʷ ʧʦ ʚʨʝʤʝ ʥʘ 

ʙʨʝʤʝʥʥʦʩʪʪʘ (ʢʘʪʦ ʫʣʪʨʘʟʚʫʢʦʚʦ ʠʟʩʣʝʜʚʘʥʝ, ʪʲʨʩʝʥʝ 
ʥʘ ʥʫʭʘʣʥʘ ʪʨʘʥʩʣʫʮʝʥʮʠʷ ʠʣʠ ʢʨʲʚʝʥ ʪʝʩʪ) ʠ ʪʝ ʩʘ 
ʧʦʢʘʟʘʣʠ, ʯʝ ʩʲʱʝʩʪʚʫʚʘ ʫʚʝʣʠʯʝʥ ʨʠʩʢ ʟʘ ʨʘʞʜʘʥʝ ʥʘ 
ʙʝʙʝ ʩ ʛʝʥʝʪʠʯʥʦ ʠʟʤʝʥʝʥʠʝ. 

2 

ʈʲʢʦʚʦʜʠʪʝʣ: ʜʦʮ. ʜ-ʨ ʄʘʨʛʘʨʠʪʘ ʉʪʝʬʘʥʦʚʘ 
www.meduniversity-plovdiv.bg 
 
ɺɸʈʅɸ  
 
ʆʪʜʝʣʝʥʠʝ ʧʦ ʤʝʜʠʮʠʥʩʢʘ ʛʝʥʝʪʠʢʘ 
ʄʝʜʠʮʠʥʩʢʠ ʋʥʠʚʝʨʩʠʪʝʪ - ɺʘʨʥʘ 
ʋʣ. ñʍʨʠʩʪʦ ʉʤʠʨʥʝʥʩʢʠò 1, ɺʘʨʥʘ 9000 
Teʣ: (052) 30 28 51, ʚʲʪʨ. 396, 342 
ʈʲʢʦʚʦʜʠʪʝʣ: ʜʦʮ. ʜ-ʨ ʃʶʜʤʠʣʘ ɸʥʛʝʣʦʚʘ 
www.mu-varna.bg 
 
ʇʃɽɺɽʅ 
 
ʉʝʢʮʠʷ Ăʄʝʜʠʮʠʥʩʢʘ ʛʝʥʝʪʠʢʘò 
ʄʝʜʠʮʠʥʩʢʠ ʋʥʠʚʝʨʩʠʪʝʪ - ʇʣʝʚʝʥ 
ʫʣ. Ăʉʚ. ʂʣʠʤʝʥʪ ʆʭʨʠʜʩʢʠò 1, ʇʣʝʚʝʥ 5800 
Teʣ: (064) 884184; (064) 884169; (064) 884274 
ʈʲʢʦʚʦʜʠʪʝʣ: ʜʦʮ. ʜ-ʨ ʄʘʨʠʷ ʉʠʤʝʦʥʦʚʘ  
www.mu-pleven.bg  
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EuroGentest   
ʋʝʙʩʘʡʪ ʩʲʩ ʩʚʦʙʦʜʝʥ ʜʦʩʪʲʧ, ʢʦʡʪʦ ʦʩʠʛʫʨʷʚʘ ʠʥʬʦʨʤʘʮʠʷ 
ʦʪʥʦʩʥʦ ʛʝʥʝʪʠʯʥʠʪʝ ʠʟʩʣʝʜʚʘʥʠʷ ʠ ʜʘʚʘ ʚʨʲʟʢʘ ʩ ʧʦʤʦʱʥʠ 
ʛʨʫʧʠ  ʚ ɽʚʨʦʧʘ.  
www.eurogentest.org  
 
 
ʀʣʠ ʚʘʰʠʪʝ ʤʝʩʪʥʠ ʣʘʙʦʨʘʪʦʨʠʠ ʧʦ ʛʝʥʝʪʠʢʘ: 
 
ʉʆʌʀʗ 
 
ʂʘʪʝʜʨʘ ʧʦ ʄʝʜʠʮʠʥʩʢʘ ɻʝʥʝʪʠʢʘ  
ʄʝʜʠʮʠʥʩʢʠ ʋʥʠʚʝʨʩʠʪʝʪ - ʉʦʬʠʷ 
ʫʣ."ɿʜʨʘʚʝ" 2, ʉʦʬʠʷ 1431 
ʊʝʣ/ʌʘʢʩ: (02) 9520357 
ʈʲʢʦʚʦʜʠʪʝʣ:  ʜʦʮ. ʜ-ʨ ɼʨʘʛʘ ʊʦʥʯʝʚʘ 
www.mu-sofia.bg 
  
ʆʪʜʝʣʝʥʠʝ ʧʦ ʂʣʠʥʠʯʥʘ ɻʝʥʝʪʠʢʘ                                                                                        
ʉʧʝʮʠʘʣʠʟʠʨʘʥʘ ʙʦʣʥʠʮʘ ʧʦ ʜʝʪʩʢʠ ʙʦʣʝʩʪʠ (ʉɹɸʃɼɹ) 
ʫʣ. Ăʀʚʘʥ ɻʝʰʦʚò 11, ʉʦʬʠʷ 1606                                                      
ʊʝʣʝʬʦʥ: (02) 9523840, ʚʲʪʨ. 341 
ʈʲʢʦʚʦʜʠʪʝʣ:  ʜ-ʨ ʈʘʜʢʘ ʊʠʥʯʝʚʘ    
 
ʅʘʮʠʦʥʘʣʥʘ ɻʝʥʝʪʠʯʥʘ ʃʘʙʦʨʘʪʦʨʠʷ 
ʋʥʠʚʝʨʩʠʪʝʪʩʢʘ ʙʦʣʥʠʮʘ "ʄʘʡʯʠʥ ʜʦʤ", ʝʪʘʞ 14 
ʫʣ."ɿʜʨʘʚʝ"2, ʉʦʬʠʷ 1431 
ʊʝʣʝʬʦʥ: (02) 9172268; (02) 9172473 
ʌʘʢʩ: (02) 9172469 
ʈʲʢʦʚʦʜʠʪʝʣ:  ʧʨʦʬ. ʜ-ʨ ʀʚʦ ʂʨʝʤʝʥʩʢʠ 
www.lmpbg.org 
 
ʇʃʆɺɼʀɺ 
 
ʆʪʜʝʣʝʥʠʝ ʧʦ ʤʝʜʠʮʠʥʩʢʘ ʛʝʥʝʪʠʢʘ 
ʄʝʜʠʮʠʥʩʢʠ ʋʥʠʚʝʨʩʠʪʝʪ - ʇʣʦʚʜʠʚ 
ʙʫʣ. Ăɺʘʩʠʣ ɸʧʨʠʣʦʚò 15-A, ʇʣʦʚʜʠʚ 4000 
Teʣ:  (032) 602445 
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ʂʦʛʘ ʩʝ ʧʨʦʚʝʞʜʘ ʭʦʨʠʦʥʥʘ ʙʠʦʧʩʠʷ? 
 
ʍʦʨʠʦʥʥʘ ʙʠʦʧʩʠʷ ʩʝ ʧʨʦʚʝʞʜʘ ʥʘʡ- ʯʝʩʪʦ ʤʝʞʜʫ 10

ʪʘ 
ʠ 13

ʪʘ
 

ʛʝʩʪʘʮʠʦʥʥʘ ʩʝʜʤʠʮʘ. 
 

ʂʘʢ ʩʝ ʧʨʦʚʝʞʜʘ ʭʦʨʠʦʥʥʘʪʘ ʙʠʦʧʩʠʷ? 
 
ʍʦʨʠʦʥʥʘʪa ʙʠʦʧʩʠʷ ʧʨʝʜʩʪʘʚʣʷʚʘ ʚʟʠʤʘʥʝ ʥʘ ʤʘʣʢʦ 
ʢʦʣʠʯʝʩʪʚʦ ʪʲʢʘʥ ʦʪ ʨʘʟʚʠʚʘʱʘʪʘ ʩʝ ʧʣʘʮʝʥʪʘ, ʢʦʷʪʦ ʠʤʘ 
ʝʜʥʠ ʠ ʩʲʱʠ ʩ ʙʝʙʝʪʦ ʛʝʥʠ. 
ʇʲʨʚʦ ʩʝ ʧʨʦʚʝʞʜʘ ʫʣʪʨʘʟʚʫʢʦʚʦ ʠʟʩʣʝʜʚʘʥʝ, ʟʘ ʜʘ ʩʝ 
ʧʨʦʚʝʨʠ ʧʦʣʦʞʝʥʠʝʪʦ ʥʘ ʙʝʙʝʪʦ ʠ ʥʘ ʧʣʘʮʝʥʪʘʪʘ. ʉʣʝʜ ʪʦʚʘ 
ʩʝ ʚʟʠʤʘ ʪʲʢʘʥʪʘ. ʀʤʘ ʜʚʘ ʚʲʟʤʦʞʥʠ ʥʘʯʠʥʘ ʟʘ ʪʦʚʘ. ɺʘʰʠʷʪ 
ʣʝʢʘʨ ʱʝ ʧʨʝʮʝʥʠ ʢʦʡ ʦʪ ʪʷʭ ʝ ʥʘʡ- ʧʦʜʭʦʜʷʱ ʩʧʦʨʝʜ 
ʧʦʟʠʮʠʷʪʘ ʥʘ ʧʣʘʮʝʥʪʘʪʘ ʠ ʙʝʙʝʪʦ. ʅʘʡ- ʯʝʩʪʦ ʧʨʦʮʝʜʫʨʘʪʘ 
ʩʝ ʠʟʚʲʨʰʚʘ ʧʨʝʟ ʢʦʨʝʤʥʘʪʘ ʩʪʝʥʘ. 
 
1. ʇʨʝʟ ʢʦʨʝʤʥʘʪʘ ʩʪʝʥʘ 

3 



ʊʲʢʘʥʪʘ ʩʝ ʚʟʠʤʘ ʯʨʝʟ ʚʲʚʝʞʜʘʥʝ ʥʘ ʬʠʥʘ ʩʧʨʠʥʮʦʚʢʘ ʧʨʝʟ 
ʢʦʞʘʪʘ ʠ ʢʦʨʝʤʥʘʪʘ ʩʪʝʥʘ ʜʦ ʚʲʪʨʝʰʥʦʩʪʪʘ ʥʘ ʤʘʪʢʘʪʘ ʠ 
ʧʣʘʮʝʥʪʘʪʘ. ʇʨʦʮʝʜʫʨʘʪʘ ʩʝ ʠʟʚʲʨʰʚʘ ʧʦʜ ʫʣʪʨʘʟʚʫʢʦʚ 
ʢʦʥʪʨʦʣ, ʟʘ ʜʘ ʧʦʜʧʦʤʦʛʥʝ ʘʢʫʰʝʨ- ʛʠʥʝʢʦʣʦʛʲʪ ʜʘ ʜʦʩʪʠʛʥʝ ʩ 
ʠʛʣʘʪʘ ʜʦ ʧʨʘʚʠʣʥʦʪʦ ʤʷʩʪʦ. ʄʘʣʢʦ ʧʘʨʯʝʥʮʝ ʦʪ ʪʲʢʘʥʪʘ ʩʝ 
ʚʩʤʫʢʚʘ ʩʲʩ ʩʧʨʠʥʮʦʚʢʘʪʘ ʠ ʩʝ ʠʟʧʨʘʱʘ ʜʦ ʣʘʙʦʨʘʪʦʨʠʷʪʘ ʟʘ 
ʠʟʩʣʝʜʚʘʥʝ. 
 
2. ʇʨʝʟ ʤʘʪʦʯʥʘʪʘ ʰʠʡʢʘ (ʚʭʦʜʘ ʥʘ ʤʘʪʢʘʪʘ) 

 
ʏʨʝʟ ʬʠʥ ʠʥʩʪʨʫʤʝʥʪ, ʥʘʨʝʯʝʥ ʬʦʨʮʝʧʩ ʩʝ ʧʨʝʤʠʥʘʚʘ ʧʨʝʟ 
ʤʘʪʦʯʥʘʪʘ ʰʠʡʢʘ. ʋʩʝʱʘʥʝʪʦ ʝ ʧʦʜʦʙʥʦ ʥʘ ʚʟʠʤʘʥʝʪʦ ʥʘ 
ʤʘʪʝʨʠʘʣ ʟʘ ʮʠʪʦʥʘʤʘʟʢʘ. ʇʨʦʮʝʜʫʨʘʪʘ ʩʝ ʠʟʚʲʨʰʚʘ ʧʦʜ 
ʫʣʪʨʘʟʚʫʢʦʚ ʢʦʥʪʨʦʣ, ʟʘ ʜʘ ʧʦʜʧʦʤʦʛʥʝ ʘʢʫʰʝʨ- ʛʠʥʝʢʦʣʦʛʲʪ 
ʜʘ ʜʦʩʪʠʛʥʝ ʩ ʬʦʨʮʝʧʩʘ ʜʦ ʧʨʘʚʠʣʥʦʪʦ ʤʷʩʪʦ. ʄʘʣʢʦ 
ʧʘʨʯʝʥʮʝ ʦʪ ʧʣʘʮʝʥʪʘʪʘ ʩʝ ʚʟʝʤʘ ʩ ʧʦʤʦʱʪʘ ʥʘ ʬʦʨʮʝʧʩʘ 
ʠʣʠ ʬʠʥ ʚʩʤʫʢʚʘʱ ʢʘʪʝʪʝʨ ʠ ʩʝ ʠʟʧʨʘʱʘ ʜʦ ʣʘʙʦʨʘʪʦʨʠʷʪʘ ʟʘ 
ʠʟʩʣʝʜʚʘʥʝ. 
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ʊʦʚʘ ʝ ʩʘʤʦ ʢʨʘʪʢʦ ʫʧʲʪʚʘʥʝ ʟʘ ʭʦʨʠʦʥʥʘʪʘ ʙʠʦʧʩʠʷ. ʇʦʚʝʯʝ 
ʠʥʬʦʨʤʘʮʠʷ ʤʦʞʝ ʜʘ ʧʦʣʫʯʠʪʝ ʦʪ: 
 
ʅʘʮʠʦʥʘʣʥʘ ɻʝʥʝʪʠʯʥʘ ʃʘʙʦʨʘʪʦʨʠʷ, ʨʘʟʧʦʣʘʛʘʱʘ ʩ 
ʫʝʙʩʘʡʪ ʥʘ ʙʲʣʛʘʨʩʢʠ ʝʟʠʢ, ʦʪ ʢʦʡʪʦ ʤʦʞʝ ʜʘ ʧʦʣʫʯʠʪʝ 
ʠʥʬʦʨʤʘʮʠʷ ʟʘ ʛʝʥʝʪʠʯʥʠʪʝ ʘʥʘʣʠʟʠ, ʛʝʥʝʪʠʯʥʠ ʟʘʙʦʣʷʚʘʥʠʷ 
ʠ ʢʦʥʩʫʣʪʠʨʘʥʝ. 
www.lmpbg.org 
 
Orphanet  
ʋʝʙʩʘʡʪ ʩʲʩ ʩʚʦʙʦʜʝʥ ʜʦʩʪʲʧ, ʢʦʡʪʦ ʦʩʠʛʫʨʷʚʘ ʠʥʬʦʨʤʘʮʠʷ 
ʦʪʥʦʩʥʦ ʨʝʜʢʠ ʟʘʙʦʣʷʚʘʥʠʷ, ʢʣʠʥʠʯʥʠ ʧʲʪʝʢʠ, ʣʝʢʘʨʩʪʚʘ ʠ 
ʜʘʚʘ ʚʨʲʟʢʘ ʩ ʧʦʤʦʱʥʠ ʛʨʫʧʠ  ʚ ɽʚʨʦʧʘ. ʇʘʨʪʥʴʦʨ ʥʘ 
Orphanet ʟʘ ɹʲʣʛʘʨʠʷ ʝ ʀʥʬʦʨʤʘʮʠʦʥʝʥ ʎʝʥʪʲʨ ʟʘ ʈʝʜʢʠ 
ɹʦʣʝʩʪʠ ʠ ʃʝʢʘʨʩʪʚʘ ʉʠʨʘʮʠ (ʀʎʈɹʃʉ). 
www.orpha.net 
 
ʀʥʬʦʨʤʘʮʠʦʥʝʥ ʎʝʥʪʲʨ ʟʘ ʈʝʜʢʠ ɹʦʣʝʩʪʠ ʠ ʃʝʢʘʨʩʪʚʘ 
ʉʠʨʘʮʠ  
ɹʝʟʧʣʘʪʥʘ ʦʙʨʘʟʦʚʘʪʝʣʝʥʘ ʠ ʠʥʬʦʨʤʘʮʠʦʥʥʘ ʫʩʣʫʛʘ, 
ʧʨʝʜʣʘʛʘʱʘ ʤʝʜʠʮʠʥʩʢʘ ʠ ʟʜʨʘʚʥʘ ʠʥʬʦʨʤʘʮʠʷ ʟʘ ʨʝʜʢʠ 
ʟʘʙʦʣʷʚʘʥʠʷ ʥʘ ʙʲʣʛʘʨʩʢʠ ʠ ʘʥʛʣʠʡʩʢʠ ʝʟʠʢ. 
www.raredis.org 
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