
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
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. 
 
ʌʝʚʨʘʣʴ 2009 

 
ʇʝʨʝʚʝʜʝʥʦ ʩ ʠʟʤʝʥʝʥʠʷʤʠ ʧʦ ʪʝʢʩʪʫ ʂʣʠʥʠʢʘ Guy's and St Thomas', 
ʃʦʥʜʦʥ, ɺʝʣʠʢʦʙʨʠʪʘʥʠʷ; ʠ London IDEAS Genetic Knowledge Park, 
ɺʝʣʠʢʦʙʨʠʪʘʥʠʷ. 

 
ʕʪʘ ʨʘʙʦʪʘ ʙʳʣʘ ʧʦʜʜʝʨʞʘʥʘ EuroGentest, an European Union -FP6 sup-
ported Network of Excellence contract number 512148 

ʀʣʣʶʩʪʨʘʮʠʠ: Rebecca J Kent 

www.rebeccajkent.com 
rebecca@rebeccajkent.com 
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ʍ-ʩʮʝʧʣʝʥʥʦʝ ʥʘʩʣʝʜʦʚʘʥʠʝ 

ʀʥʬʦʨʤʘʮʠʷ ʜʣʷ ʧʘʮʠʝʥʪʦʚ  
ʠ ʯʣʝʥʦʚ ʠʭ ʩʝʤʝʡ 



ʍ-ʩʮʝʧʣʝʥʥʦʝ ʥʘʩʣʝʜʦʚʘʥʠʝ 
 

ɼʘʥʥʘʷ ʙʨʦʰʶʨʘ ʩʦʜʝʨʞʠʪ ʠʥʬʦʨʤʘʮʠʶ ʦ ʪʦʤ, ʯʪʦ ʪʘʢʦʝ ʍ-
ʩʮʝʧʣʝʥʥʦʝ ʥʘʩʣʝʜʦʚʘʥʠʝ ʠ ʢʘʢʠʤ ʦʙʨʘʟʦʤ ʥʘʩʣʝʜʫʶʪʩʷ ʍ-
ʩʮʝʧʣʝʥʥʳʝ ʟʘʙʦʣʝʚʘʥʠʷ.  
 

ʏʪʦ ʪʘʢʦʝ ʛʝʥʳ ʠ ʭʨʦʤʦʩʦʤʳ? 
 
ʅʘʰʝ ʪʝʣʦ ʩʦʩʪʦʠʪ ʠʟ ʤʠʣʣʠʦʥʦʚ ʢʣʝʪʦʢ. ɹʦʣʴʰʠʥʩʪʚʦ ʢʣʝʪʦʢ 
ʩʦʜʝʨʞʘʪ ʧʦʣʥʳʡ ʥʘʙʦʨ ʛʝʥʦʚ. ʋ ʯʝʣʦʚʝʢʘ ʪʳʩʷʯʠ ʛʝʥʦʚ. ɻʝʥʳ 
ʤʦʞʥʦ ʩʨʘʚʥʠʪʴ ʩ ʠʥʩʪʨʫʢʮʠʷʤʠ, ʢʦʪʦʨʳʝ ʠʩʧʦʣʴʟʫʶʪʩʷ ʜʣʷ 
ʢʦʥʪʨʦʣʷ ʨʦʩʪʘ ʠ ʩʦʛʣʘʩʦʚʘʥʥʦʡ ʨʘʙʦʪʳ ʚʩʝʛʦ ʦʨʛʘʥʠʟʤʘ. 
ɻʝʥʳ ʦʪʚʝʯʘʶʪ ʟʘ ʤʥʦʞʝʩʪʚʦ ʧʨʠʟʥʘʢʦʚ ʥʘʰʝʛʦ ʦʨʛʘʥʠʟʤʘ, 
ʥʘʧʨʠʤʝʨ, ʟʘ ʮʚʝʪ ʛʣʘʟ, ʛʨʫʧʧʫ ʢʨʦʚʠ ʠʣʠ ʨʦʩʪ.    
 
ʈʠʩʫʥʦʢ 1: ɻʝʥʳ, ʭʨʦʤʦʩʦʤʳ ʠ ɼʅʂ 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
ɻʝʥʳ ʨʘʩʧʦʣʦʞʝʥʳ ʥʘ ʥʠʪʝʚʠʜʥʳʭ ʩʪʨʫʢʪʫʨʘʭ, ʥʘʟʳʚʘʝʤʳʭ 
ʭʨʦʤʦʩʦʤʘʤʠ.  ʂʘʢ ʧʨʘʚʠʣʦ, ʚ ʙʦʣʴʰʠʥʩʪʚʝ ʢʣʝʪʦʢ ʦʨʛʘʥʠʟʤʘ 
ʩʦʜʝʨʞʠʪʩʷ ʧʦ 46 ʭʨʦʤʦʩʦʤ. ʍʨʦʤʦʩʦʤʳ ʧʝʨʝʜʘʶʪʩʷ ʥʘʤ ʦʪ 
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ʕʪʦ ʣʠʰʴ ʢʨʘʪʢʦʝ ʦʧʠʩʘʥʠʝ ʍ-ʩʮʝʧʣʝʥʥʦʛʦ ʥʘʩʣʝʜʦʚʘʥʠʷ. 
ɹʦʣʝʝ ʧʦʜʨʦʙʥʫʶ ʠʥʬʦʨʤʘʮʠʶ ɺʳ ʤʦʞʝʪʝ ʧʦʣʫʯʠʪʴ: 
 
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 
 
ʂʦʥʪʘʢʪʥʘʷ ʠʥʬʦʨʤʘʮʠʷ ʦ ʤʝʜʠʢʦ-ʛʝʥʝʪʠʯʝʩʢʠʭ 
ʢʦʥʩʫʣʴʪʘʮʠʷʭ ʚ ʨʘʟʣʠʯʥʳʭ ʨʝʛʠʦʥʘʭ ʈʦʩʩʠʠ 
 
www.med-gen.ru/content/mgk/index.html 
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