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ɹʠʦʧʩʠʷ ʚʦʨʩʠʥ ʭʦʨʠʦʥʘ  
 
ɼʘʥʥʘʷ ʙʨʦʰʶʨʘ ʩʦʜʝʨʞʠʪ ʠʥʬʦʨʤʘʮʠʶ ʦ ʙʠʦʧʩʠʠ ʚʦʨʩʠʥ 
ʭʦʨʠʦʥʘ (ɹɺʍ). ɺ ʥʝʡ ʧʨʠʚʦʜʠʪʩʷ ʠʥʬʦʨʤʘʮʠʷ ʦ ʪʦʤ, ʯʪʦ 
ʪʘʢʦʝ ɹɺʍ, ʢʦʛʜʘ ʠ ʢʘʢ ʦʥʘ ʧʨʦʚʦʜʠʪʩʷ, ʢʘʢʫʶ ʠʥʬʦʨʤʘʮʠʶ 
ʤʦʞʥʦ ʧʦʣʫʯʠʪʴ ʧʦʩʣʝ ʧʨʦʚʝʜʝʥʠʷ ɹɺʍ, ʢʘʢʠʝ ʝʩʪʴ 
ʧʨʝʠʤʫʱʝʩʪʚʘ ʫ ʜʘʥʥʦʛʦ ʠʩʩʣʝʜʦʚʘʥʠʷ ʠ ʢʘʢʠʝ ʨʠʩʢʠ ʩ ʥʠʤ 
ʩʚʷʟʘʥʳ. ɼʘʥʥʘʷ ʙʨʦʰʶʨʘ ʥʝ ʤʦʞʝʪ ʟʘʤʝʥʠʪʴ ɺʘʰʝ 
ʦʙʱʝʥʠʝ ʩ ʚʨʘʯʦʤ, ʦʜʥʘʢʦ ʦʥʘ ʤʦʞʝʪ ʧʦʤʦʯʴ ɺʘʤ ʧʨʠ 
ʦʙʩʫʞʜʝʥʠʠ ʠʥʪʝʨʝʩʫʶʱʠʭ ɺʘʩ ʚʦʧʨʦʩʦʚ.  

 
ʏʪʦ ʪʘʢʦʝ ʙʠʦʧʩʠʷ ʚʦʨʩʠʥ ʭʦʨʠʦʥʘ?  
ɺʦʨʩʠʥʳ ʭʦʨʠʦʥʘ ʷʚʣʷʶʪʩʷ ʯʘʩʪʴʶ ʨʘʟʚʠʚʘʶʱʝʡʩʷ 
ʧʣʘʮʝʥʪʳ («ʜʝʪʩʢʦʛʦ ʤʝʩʪʘ», ʠʣʠ ʧʦʩʣʝʜʘ). ʇʨʠ ɹɺʍ ʙʝʨʫʪ 
ʦʯʝʥʴ ʤʘʣʝʥʴʢʠʡ ʢʫʩʦʯʝʢ ʵʪʠʭ ʚʦʨʩʠʥ ʜʣʷ ʧʨʦʚʝʜʝʥʠʷ 
ʛʝʥʝʪʠʯʝʩʢʦʛʦ ʘʥʘʣʠʟʘ ʚʦ ʚʨʝʤʷ ʙʝʨʝʤʝʥʥʦʩʪʠ. ʊʘʢʦʝ 
ʠʩʩʣʝʜʦʚʘʥʠʝ ɺʘʤ ʤʦʛʫʪ ʧʨʝʜʣʦʞʠʪʴ ʧʦ ʥʝʩʢʦʣʴʢʠʤ 
ʧʨʠʯʠʥʘʤ.  

¶ ɺʳ ʥʘʭʦʜʠʪʝʩʴ ʚ ʛʨʫʧʧʝ ʨʠʩʢʘ ʚ ʩʚʷʟʠ ʩ ɺʘʰʠʤ 
ʚʦʟʨʘʩʪʦʤ.  

¶ ʋ ɺʘʩ ʠʣʠ ʫ ʚʘʰʝʛʦ ʤʫʞʘ (ʧʘʨʪʥʝʨʘ) ʝʩʪʴ 
ʥʘʩʣʝʜʩʪʚʝʥʥʦʝ ʟʘʙʦʣʝʚʘʥʠʝ, ʢʦʪʦʨʦʝ ʤʦʞʝʪ 
ʧʝʨʝʜʘʪʴʩʷ ɺʘʰʝʤʫ ʨʝʙʝʥʢʫ.   

¶ ʋ ɺʘʩ ʠʣʠ ɺʘʰʝʛʦ ʧʘʨʪʥʝʨʘ ʝʩʪʴ ʥʘʩʣʝʜʩʪʚʝʥʥʦʝ 
ʟʘʙʦʣʝʚʘʥʠʝ, ʢʦʪʦʨʦʝ ʤʦʞʝʪ ʙʳʪʴ ʧʝʨʝʜʘʥʦ ʨʝʙʝʥʢʫ. 

¶ ɺ ɺʘʰʝʡ ʩʝʤʴʝ ʠʣʠ ʚ ʩʝʤʴʝ ɺʘʰʝʛʦ ʤʫʞʘ (ʧʘʨʪʥʝʨʘ) 
ʝʩʪʴ ʥʘʩʣʝʜʩʪʚʝʥʥʦʝ ʟʘʙʦʣʝʚʘʥʠʝ, ʠ ʩʫʱʝʩʪʚʫʝʪ ʨʠʩʢ 
ʝʛʦ ʧʝʨʝʜʘʯʠ ɺʘʰʝʤʫ ʨʝʙʝʥʢʫ. 

¶ ɺʘʰ ʧʨʝʜʳʜʫʱʠʡ ʨʝʙʝʥʦʢ ʨʦʜʠʣʩʷ ʩ ʥʘʩʣʝʜʩʪʚʝʥʥʳʤ 
ʟʘʙʦʣʝʚʘʥʠʝʤ.   

¶ ɺʘʤ ʧʨʦʚʦʜʠʣʦʩʴ ʢʘʢʠʝ-ʣʠʙʦ ʜʨʫʛʠʝ ʠʩʩʣʝʜʦʚʘʥʠʷ ʚʦ 
ʚʨʝʤʷ ʙʝʨʝʤʝʥʥʦʩʪʠ (ʥʘʧʨʠʤʝʨ, ʫʣʴʪʨʘʟʚʫʢʦʚʦʝ 
ʠʩʩʣʝʜʦʚʘʥʠʝ, ʠʟʤʝʨʝʥʠʝ ʪʦʣʱʠʥʳ ʚʦʨʦʪʥʠʢʦʚʦʛʦ 
ʧʨʦʩʪʨʘʥʩʪʚʘ (ʰʝʡʥʦʡ ʩʢʣʘʜʢʠ), «ʪʨʦʡʥʦʡ ʪʝʩʪ» ʧʦ 
ʘʥʘʣʠʟʫ ʢʨʦʚʠ), ʨʝʟʫʣʴʪʘʪʳ ʢʦʪʦʨʳʭ ʩʚʠʜʝʪʝʣʴʩʪʚʫʶʪ 
ʦ ʧʦʚʳʰʝʥʥʦʤ ʨʠʩʢʝ ʥʘʣʠʯʠʷ ʛʝʥʝʪʠʯʝʩʢʦʡ ʧʘʪʦʣʦʛʠʠ 
ʫ ɺʘʰʝʛʦ ʨʝʙʝʥʢʘ. 
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ʇʝʨʝʚʦʜ: ɿʘʢʣʷʟʴʤʠʥʩʢʘʷ ɽʣʝʥʘ ɺʘʣʝʨʴʝʚʥʘ, ʜ.ʤ.ʥ., ʌɻʋ ʌʅʂʎ ɼʝʪʩʢʦʡ 
ʛʝʤʘʪʦʣʦʛʠʠ, ʦʥʢʦʣʦʛʠʠ ʠ ʠʤʤʫʥʦʣʦʛʠʠ, ʦʪʜʝʣʝʥʠʝ ʥʘʩʣʝʜʩʪʚʝʥʥʳʭ ʠ 
ʤʝʪʘʙʦʣʠʯʝʩʢʠʭ ʟʘʙʦʣʝʚʘʥʠʡ; ʂʫʨʥʠʢʦʚʘ ʄʘʨʠʷ ɸʥʜʨʝʝʚʥʘ, ʢ.ʤ.ʥ., ɿɸʆ 
ɽʚʨʦʛʝʥ. 
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ʂʦʛʜʘ ʧʨʦʚʦʜʠʪʩʷ ɹɺʍ? 
ɹɺʍ ʦʙʳʯʥʦ ʧʨʦʚʦʜʠʪʩʷ ʤʝʞʜʫ 10 ʠ 13 ʥʝʜʝʣʷʤʠ 
ʙʝʨʝʤʝʥʥʦʩʪʠ.  

 
ʂʘʢ ʧʨʦʚʦʜʠʪʩʷ ɹɺʍ?  
ʇʨʠ ʙʠʦʧʩʠʠ ʙʝʨʝʪʩʷ ʦʯʝʥʴ ʤʘʣʝʥʴʢʠʡ ʢʫʩʦʯʝʢ ʪʢʘʥʠ 
ʨʘʟʚʠʚʘʶʱʝʡʩʷ ʧʣʘʮʝʥʪʳ, ʢʦʪʦʨʘʷ ʩʦʜʝʨʞʠʪ ʪʝ ʞʝ ʛʝʥʳ, ʯʪʦ 
ʠ ʨʝʙʝʥʦʢ. ʉʥʘʯʘʣʘ ʧʨʦʚʦʜʠʪʩʷ ʫʣʴʪʨʘʟʚʫʢʦʚʦʝ 
ʠʩʩʣʝʜʦʚʘʥʠʝ ʜʣʷ ʦʧʨʝʜʝʣʝʥʠʷ ʧʦʣʦʞʝʥʠʷ ʧʣʦʜʘ ʠ 
ʧʣʘʮʝʥʪʳ, ʟʘʪʝʤ ʙʝʨʝʪʩʷ ʢʫʩʦʯʝʢ ʪʢʘʥʠ. ɽʩʪʴ ʜʚʘ ʩʧʦʩʦʙʘ 
ʟʘʙʦʨʘ ʪʢʘʥʠ. ɺʨʘʯ ʚʳʙʝʨʝʪ ʥʘʠʙʦʣʝʝ ʧʦʜʭʦʜʷʱʠʡ ʩʧʦʩʦʙ ʚ 
ʟʘʚʠʩʠʤʦʩʪʠ ʦʪ ʧʦʣʦʞʝʥʠʷ ʧʣʘʮʝʥʪʳ ʠ ʨʝʙʝʥʢʘ. ʏʘʱʝ ʚʩʝʛʦ 
ʟʘʙʦʨ ʧʨʦʠʩʭʦʜʠʪ ʯʝʨʝʟ ʙʨʶʰʥʫʶ ʩʪʝʥʢʫ 
(ʪʨʘʥʩʘʙʜʦʤʠʥʘʣʴʥʦ).    
 
ʊʨʘʥʩʘʙʜʦʤʠʥʘʣʴʥʳʡ ʟʘʙʦʨ ʤʘʪʝʨʠʘʣʘ (ʯʝʨʝʟ ʙʨʶʰʥʫʶ 
ʩʪʝʥʢʫ) 

  3 



ɿʘʙʦʨ ʪʢʘʥʠ ʦʩʫʱʝʩʪʚʣʷʝʪʩʷ ʩ ʧʦʤʦʱʴʶ ʚʚʝʜʝʥʠʷ ʪʦʥʢʦʡ 
ʠʛʣʳ ʯʝʨʝʟ ʢʦʞʫ ʞʠʚʦʪʘ ʚ ʙʨʶʰʥʫʶ ʧʦʣʦʩʪʴ, ʯʝʨʝʟ ʩʪʝʥʢʫ 
ʤʘʪʢʠ ʚ ʧʣʘʮʝʥʪʫ. ɼʣʷ ʪʦʛʦ, ʯʪʦʙʳ ʚʚʝʩʪʠ ʠʛʣʫ ʚ ʥʫʞʥʦʝ 
ʤʝʩʪʦ, ʜʦʢʪʦʨ ʢʦʥʪʨʦʣʠʨʫʝʪ ʤʘʥʠʧʫʣʷʮʠʶ ʩ ʧʦʤʦʱʴʶ 
ʫʣʴʪʨʘʟʚʫʢʘ. ʅʝʙʦʣʴʰʦʝ ʢʦʣʠʯʝʩʪʚʦ ʪʢʘʥʠ ʟʘʩʘʩʳʚʘʝʪʩʷ 
ʯʝʨʝʟ ʠʛʣʫ ʠ ʦʪʧʨʘʚʣʷʝʪʩʷ ʚ ʣʘʙʦʨʘʪʦʨʠʶ ʜʣʷ 
ʠʩʩʣʝʜʦʚʘʥʠʷ.  
 
ʊʨʘʥʩʚʘʛʠʥʘʣʴʥʳʡ ʟʘʙʦʨ ʤʘʪʝʨʠʘʣʘ (ʯʝʨʝʟ ʰʝʡʢʫ ʤʘʪʢʠ) 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
  
 
 

 
ʏʝʨʝʟ ʰʝʡʢʫ ʤʘʪʢʠ ʚʚʦʜʷʪʩʷ ʪʦʥʢʠʝ ʱʠʧʮʳ. ʆʱʫʱʝʥʠʷ ʧʨʠ 
ʵʪʦʤ ʥʘʧʦʤʠʥʘʶʪ ʦʱʫʱʝʥʠʷ ʧʨʠ ʚʟʷʪʠʠ ʤʘʟʢʘ. ɺʚʝʜʝʥʠʝ 
ʱʠʧʮʦʚ ʦʩʫʱʝʩʪʚʣʷʝʪʩʷ ʧʦʜ ʢʦʥʪʨʦʣʝʤ ʋɿʀ. ʅʝʙʦʣʴʰʦʡ 
ʢʫʩʦʯʝʢ ʠʟ ʧʣʘʮʝʥʪʳ ʙʝʨʝʪʩʷ ʣʠʙʦ ʱʠʧʮʘʤʠ, ʣʠʙʦ ʩ 
ʧʦʤʦʱʴʶ ʪʦʥʢʦʛʦ ʘʩʧʠʨʘʮʠʦʥʥʦʛʦ (ʦʪʩʘʩʳʚʘʶʱʝʛʦ) 
ʢʘʪʝʪʝʨʘ, ʠ ʦʪʧʨʘʚʣʷʝʪʩʷ ʚ ʣʘʙʦʨʘʪʦʨʠʶ ʜʣʷ ʠʩʩʣʝʜʦʚʘʥʠʷ.  
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ʕʪʠ ʠ ʜʨʫʛʠʝ ʚʦʧʨʦʩʳ ɺʳ ʜʦʣʞʥʳ ʨʝʰʠʪʴ ʜʣʷ ʩʝʙʷ ʜʦ ʪʦʛʦ, 
ʢʘʢ ʧʨʠʥʷʪʴ ʨʝʰʝʥʠʝ ʦ ʧʨʦʚʝʜʝʥʠʠ ɹɺʍ. ɺʳ ʪʘʢʞʝ ʤʦʞʝʪʝ 
ʦʙʨʘʪʠʪʴʩʷ ʢ ʙʨʦʰʶʨʝ «ʏʘʩʪʦ ʟʘʜʘʚʘʝʤʳʝ ʚʦʧʨʦʩʳ», ʚ 
ʢʦʪʦʨʦʡ ʧʝʨʝʯʠʩʣʝʥʳ ʚʦʧʨʦʩʳ ʦ ʛʝʥʝʪʠʯʝʩʢʦʤ 
ʠʩʩʣʝʜʦʚʘʥʠʠ, ʢʦʪʦʨʳʝ ɺʳ, ʚʦʟʤʦʞʥʦ, ʟʘʭʦʪʠʪʝ ʦʙʩʫʜʠʪʴ ʩ 
ʚʨʘʯʦʤ. ʆʥʘ ʙʳʣʘ ʩʦʩʪʘʚʣʝʥʘ ʧʨʠ ʧʦʤʦʱʠ ʪʝʭ, ʦʢʘʟʳʚʘʣʩʷ ʚ 
ʩʭʦʜʥʳʭ ʦʙʩʪʦʷʪʝʣʴʩʪʚʘʭ.      

 
 
 
 
 
 
 
 
 
 
 
 

 
ʕʪʦ ʢʨʘʪʢʦʝ ʦʧʠʩʘʥʠʝ ɹɺʍ, ʙʦʣʝʝ ʧʦʜʨʦʙʥʫʶ 
ʠʥʬʦʨʤʘʮʠʶ ɺʳ ʤʦʞʝʪʝ ʧʦʣʫʯʠʪʴ ʠʟ ʩʣʝʜʫʶʱʠʭ 
ʠʩʪʦʯʥʠʢʦʚ: 
 

Orphanet  
ɹʝʩʧʣʘʪʥʳʡ ʀʥʪʝʨʥʝʪ-ʨʝʩʫʨʩ, ʧʨʝʜʦʩʪʘʚʣʷʶʱʠʡ 
ʠʥʬʦʨʤʘʮʠʶ ʦ ʨʝʜʢʠʭ ʟʘʙʦʣʝʚʘʥʠʷʭ, ʢʣʠʥʠʯʝʩʢʠʭ 
ʠʩʩʣʝʜʦʚʘʥʠʷʭ, ʧʨʝʧʘʨʘʪʘʭ ʠ ʩʩʳʣʢʘʭ ʥʘ ʩʘʡʪʳ 
ʩʧʝʮʠʘʣʠʟʠʨʦʚʘʥʥʳʭ ʦʨʛʘʥʠʟʘʮʠʡ ʚ ɽʚʨʦʧʝ.  
Web-ʩʘʡʪ: www.orpha.net 
 

EuroGentest  
ɹʝʩʧʣʘʪʥʳʡ ʀʥʪʝʨʥʝʪ-ʨʝʩʫʨʩ, ʧʨʝʜʦʩʪʘʚʣʷʶʱʠʡ 
ʠʥʬʦʨʤʘʮʠʶ ʦ ʠ ʩʩʳʣʢʘʭ ʥʘ ʛʨʫʧʧʳ ʧʦʜʜʝʨʞʢʠ ʚ ɽʚʨʦʧʝ.  
Web: www.eurogentest.org 
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