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A9B5IB8<@O9 CD4>F<K9E><9 A46O>< D45BFO E 
BE6B9AAO@ @4F9D<4?B@ 6 BEAB6AB@ 
EHBD@<DB64AO; 6E9 CD98GE@BFD9AAO9 
CDB7D4@@B= B5GK9A<S GK95AO9 ;484A<S 
6OCB?A9AO, >4K9EF6B 6OCB?A9A<S 

5B?PL<AEF64 <; A<I BJ9A9AB K<E?B@ 54??B6, 
5?<;><@ > @4>E<@4?PAB@G 

)BDBLB 75–82 % 3 IBDBLB 3 F9BD9F<K9E>B9 EB89D:4A<9 
>GDE4 BE6B9AB CB?ABEFPR; A9>BFBDO9 

CD4>F<K9E><9 A46O>< D45BFO E BE6B9AAO@ 
@4F9D<4?B@ EHBD@<DB64AO A98BEF4FBKAB; 6E9 
CD98GE@BFD9AAO9 CDB7D4@@B= B5GK9A<S 
GK95AO9 ;484A<S 6OCB?A9AO, >4K9EF6B 
6OCB?A9A<S A< B8AB7B <; A<I A9 BJ9A9AB 
@<A<@4?PAO@ K<E?B@ 54??B6, A9>BFBDO9 
6<8O ;484A<= 6OCB?A9AO E BL<5>4@< 

'8B6?9F6B- 
D<F9?PAB 

63–74 D 3 G8B6?9F6BD<F9?PAB 3 F9BD9F<K9E>B9 
EB89D:4A<9 8<EJ<C?<AO BE6B9AB K4EF<KAB, 
AB CDB59?O A9 ABESF EGM9EF69AAB7B 
I4D4>F9D4; A9B5IB8<@O9 CD4>F<K9E><9 
A46O>< D45BFO E BE6B9AAO@ @4F9D<4?B@ 
6 BEAB6AB@ EHBD@<DB64AO; 5B?PL<AEF6B 
CD98GE@BFD9AAOI CDB7D4@@B= B5GK9A<S 
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GK95AOI ;484A<= 6OCB?A9AB, A9>BFBDO9 <; 
6OCB?A9AAOI ;484A<=, EB89D:4F BL<5>< 

 

 

 

 

 

 

 

 

 

'8B6?9F6B-
D<F9?PAB 

50–62 E 3 CBED98EF69AAB 3 F9BD9F<K9E>B9 
EB89D:4A<9 >GDE4 BE6B9AB K4EF<KAB; 

A9>BFBDO9 CD4>F<K9E><9 A46O>< D45BFO A9 
EHBD@<DB64AO, @AB7<9 CD98GE@BFD9AAO9 
CDB7D4@@B= B5GK9A<S GK95AO9 ;484A<S A9 
6OCB?A9AO ?<5B >4K9EF6B 6OCB?A9A<S 
A9>BFBDOI <; A<I BJ9A9AB K<E?B@ 54??B6, 

5?<;><@ > @<A<@4?PAB@G 
!9G8B6?9F6B-
D<F9?PAB 

21–49 FX 3 A9G8B6?9F6BD<F9?PAB 3 F9BD9F<K9E>B9 
EB89D:4A<9 >GDE4 BE6B9AB K4EF<KAB; 

A9B5IB8<@O9 CD4>F<K9E><9 A46O>< D45BFO 
A9 EHBD@<DB64AO; 5B?PL<AEF6B 

CD98GE@BFD9AAOI CDB7D4@@B= B5GK9A<S 
GK95AOI ;484A<= A9 6OCB?A9AB ?<5B 
>4K9EF6B <I 6OCB?A9A<S BJ9A9AB K<E?B@ 
54??B6, 5?<;><@ > @<A<@4?PAB@G; CD< 

8BCB?A<F9?PAB= E4@BEFBSF9?PAB= D45BF9 A48 
@4F9D<4?B@ >GDE4 6B;@B:AB CB6OL9A<9 
>4K9EF64 6OCB?A9A<S GK95AOI ;484A<= 

 

!9 ;4KF9AB 

!9G8B6?9F6B-
D<F9?PAB 

0–20 F 3 A9G8B6?9F6BD<F9?PAB 3 F9BD9F<K9E>B9 
EB89D:4A<9 >GDE4 A9 BE6B9AB; A9B5IB8<@O9 

CD4>F<K9E><9 A46O>< D45BFO A9 
EHBD@<DB64AO; 6E9 6OCB?A9AAO9 GK95AO9 

;484A<S EB89D:4F 7DG5O9 BL<5><, 
8BCB?A<F9?PA4S E4@BEFBSF9?PA4S D45BF4 A48 
@4F9D<4?B@ >GDE4 A9 CD<6989F > >4>B@G-?<5B 
;A4K<@B@G CB6OL9A<R >4K9EF64 6OCB?A9A<S 

GK95AOI ;484A<= 

 

7. 'G51=>-<5B>48G5A:>5 8 ?@>3@0<<=>-8=D>@<0F8>==>5 
>15A?5G5=85 48AF8?;8=K 

"EAB6A4S ?<F9D4FGD4:  
1. �4FG96 �.%. (<;<B?B7<S 6OEL9= A9D6AB= 89SF9?PABEF< < 

E9AEBDAOI E<EF9@: 'K95A<> 8?S 6G;B6.- 3-9 <;8., <ECD. < 8BC. 4 %#5 : #<F9D, 
2008.4 317 E.  

2. �G54?<= �. . %B6D9@9AAO9 CDB5?9@O 5<B?B7<<: 'K95AB9 
CBEB5<9 / �. . �G54?<=.  .: �;8-6B $��'- %)�, 2012. 84 E. 

3. %>BC<K96 �.�.,  4>E<@R> !.!. (<;<B?B7B-5<BI<@<K9E><9 
BEAB6O D9;<EF9AFABEF< :<6BFAOI: GK95. CBEB5<9 8?S 6G;B6. - %#5. : �4AP, 
2009 .4 352 E. 

4. (<;<B?B7<S K9?B69>4: 'K95A<> 8?S @98., 5<B?. < C98. 6G;B6 (#B8 
D98. �.�. �BE<J>B7B) .4 4-9 <;8., C9D9D45. < 8BC. 4  . : �?PSAE, 2009 .4 560 

E. 
5. �4FG96 �.%. (<;<B?B7<S 6OEL9= A9D6AB= 89SF9?PABEF< < 

E9AEBDAOI E<EF9@: GK95A<> / �. %. �4FG96. - 3-9 <;8., <ECD. < 8BC. - %#5. : 
#<F9D, 2010. - 316 E.  
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6. �4;<A 1. . &9BD9F<K9E><9 < CD<>?48AO9 4EC9>FO CDB5?9@O 
484CF4J<< K9?B69>4: GK95AB9 CBEB5<9; �9@�'. - �9@9DB6B, 2010. - 117 E. 

7. #D4>F<>G@ CB CE<IBH<;<B?B7<K9E>B= 8<47ABEF<>9: GK95AB9 
CBEB5<9 8?S EFG8. 6OEL. GK95. ;46989A<=. 3  .: �?48BE, 2000. 3 120 E. 

8. #E<IBH<;<B?B7<S: GK95A<> / CB8 D98. 2. �. �?9>E4A8DB64. - 3-9 
<;8., C9D9D45. < 8BC. - %#5.: #<F9D, 2010. - 463 E. 

9. %C9=K9D  . $., �AFBA4D4><E %. �.,  BFG?E>< �. �. �9A9F<>4 
K9?B69>4 CB (B79?R <  BFG?E><. #DB5?9@O < CB8IB8O. """ "�;84F9?PEF6B 
!-�", 2014. 1056E. 

�BCB?A<F9?PA4S ?<F9D4FGD4:  
1. &BF?SA �.�. �?9F>< <@@GAAB= E<EF9@O: GK95AB9 CBEB5<9 8?S 6G;B6. &. 

1. &. 2.- %#5. : !4G>4, 1999 .- 231 E. 
2. �D<A �.�. (<;<B?B7<S K9?B69>4 6 EI9@4I < F45?<J4I. 2-9 <;8. 8BC.< 

C9D9D45. - $BEFB6 A/�.: (9A<>E, 1999. 352 E. 
3. 36?9A<S <A8G>J<< < 8<HH9D9AJ<DB6>< CD< BCGIB?96B@ DBEF9.- . : 

!4G>4, 1981 .- 260 E. 
4. �B?>B64 &."., !9@B64 !.!.  B?9>G?SDAO9 @9I4A<;@O 4CBCFB;4 

?9=>B;AB= >?9F><.  .: !4G>4, 2006.- 205E. 
5. �8BDB6P9E59D974RM4S 89SF9?PABEFP 6 E<EF9@9 B5D4;B64A<S: F9BD<S < 

CD4>F<>4 [&9>EF]: GK95AB9 CBEB5<9 8?S 6G;B6 / [1.  . �4;<A, !. 1. �4E4F><A4, 
�. �. $G8A964, ". �. �D4EABL?O>B64, &. !. %9@9A>B64, !. �. �?<AB64 < 8D.] ; 
�9@9DB6E><= 7BE. GA-F [< 8D.]. - 3-9 <;8., C9D9D45. -  BE>64: "@974-�, 2013. - 
443 E.  

6. "EAB6O H<;<B?B7<< K9?B69>4 [&9>EF]: GK95A<>. &. 1 / !. �. �748:4ASA 
[< 8D.]. - 3-9 <;8., C9D9D45. < 8BC. -  .: $BEE<=E><= GA<69DE<F9F 8DG:5O 
A4DB8B6, 2007. - 443 E.  

7. �BK>B6 !.#. �?<A<K9E>4S 79A9F<>4./ !.#. 5BK>B6. - �1"&�$- 98<4. 
20117. - 592E. 

#9D9K9AP D9EGDEB6 <AHBD@4J<BAAB-F9?9>B@@GA<>4J<BAAB= E9F< 
«�AF9DA9F», A9B5IB8<@OI 8?S BE6B9A<S 8<EJ<C?<AO.  

1. �<AKG>, �. �. !BD@4?PA4S H<;<B?B7<S. �D4F><= >GDE [1?9>FDBAAO= 
D9EGDE]: GK95AB9 CBEB5<9 / �. �. �<AKG>, ". �. �4?54FGA, 2.  . �@9?PSAK<>. - 
 <AE>: �OLQ=L4S L>B?4, 2010. - 432 E. 
http://biblioclub.ru/index.php?page=book&id=109925 

2. �;84F9?PEF6B ">EHBD8E>B7B GA<69DE<F9F4 http://journals.cambridge.org/ 

3. %B?B8>B6, �.%. $G>B6B8EF6B > CD4>F<K9E><@ ;4ASF<S@ CB H<;<B?B7<< 
K9?B69>4 [1?9>FDBAAO= D9EGDE] - �;8-6B: %B69FE><= ECBDF, 2012. - 200 E. 
http://e.lanbook.com/books/element.php?pl1_cid=25&pl1_id=4115 

4. �4;4 84AAOI: Online Mendelian Inheritance in Man (OMIM) 

http://www.ncbi.nlm.nih.gov/omim 

5. !4GKAB-<AHBD@4J<BAAO= :GDA4? �<BH4=? - 

http://biofile.ru/bio/5241.htm 

 

 

http://biblioclub.ru/index.php?page=book&id=109925
http://e.lanbook.com/books/element.php?pl1_cid=25&pl1_id=4115
http://www.ncbi.nlm.nih.gov/omim
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8.  0B5@80;L=>-B5E=8G5A:>5 >15A?5G5=85 48AF8?;8=K 

!4 ?9>J<BAAOI < ?45BD4FBDAOI ;4ASF<SI <ECB?P;GRFES @9FB8<K9E><9 
D4;D45BF><, CD4>F<>G@O, A47?S8AO9 CBEB5<S, F9EFO, >B@CPRF9DAO9 
CDB7D4@@O, 4 F4>:9 >B@CPRF9DO (8?S B5GK9A<S < CDB6989A<S F9EFB6B7B 
>BAFDB?S), A45BDO E?4=8B6 < F45?<J CB F9@4@, B5BDG8B64A<9 ?45BD4FBD<= 
>4H98DO, 4 F4>:9 D9;G?PF4FO A4GKAOI <EE?98B64A<= >4H98DO (@BAB7D4H<<, 
GK95AO9 < @9FB8<K9E><9 CBEB5<S < F.8.).  

#9D9K9AP A9B5IB8<@OI F9IA<K9E><I ED98EF6 B5GK9A<S < ECBEB5O <I 
CD<@9A9A<S:  

 >B@CPRF9DAB9 < @G?PF<@98<=AB9 B5BDG8B64A<9, >BFBDB9 
<ECB?P;G9FES 6 IB89 <;?B:9A<S ?9>J<BAAB7B @4F9D<4?4;  

 C4>9F CD<>?48AOI B5GK4RM<I < >BAFDB?<DGRM<I CDB7D4@@, 
<ECB?P;G9@OI 6 IB89 F9>GM9= D45BFO, 4 F4>:9 8?S CDB@9:GFBKAB7B < 
<FB7B6B7B >BAFDB?S;  

 Q?9>FDBAA4S 5<5?<BF9>4 >GDE4 < �AF9DA9F-D9EGDEO 3 8?S 
E4@BEFBSF9?PAB= D45BFO. 
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9. �8AB 4>?>;=5=89 8 87<5=5=89 

№  
?/? 

�0B0 
2=5A5=8O 
87<5=5=8O /  
4>?>;=5=8O  

"A=>20=85 %>45@60=85 87<5=5=8O /  
4>?>;=5=8O 

�8F0, ?>4B25@640NI85 
87<5=5=85 / 4>?>;=5=85 
�4698GRM<= 

>4H98DB= 
(Ф4@и?ия, 
иAиJи4?O, 
CB8CиEP) 

�<D9>FBD / 
89>4A 

(Ф4@и?ия, 
иAиJи4?O, 
CB8CиEP) 

      

      

      

      

 


