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1. MyTauuu reMOTTIO0UHA. ..........uvvvveeene. Oummbka! 3akiagka He onpejeseHa.

2. ....I3ydyeHne OMOXUMHUUYECKUX Pa3IU4Mil MEXy HOPMaIbHOM U MyTaHTHBIMU
DOPMAMIE. ... Ommoka! 3akinaaka He onpeaeieHa.

Cnucok nuTepaTypsl 6

Bsenenue.

buoxumuueckue MCTOABI N3YYAOT HACJIICACTBCHHBIC 3360H€B3HI/I5{,
O6YCJIOBJI€HHLI€ I'CHHBIMH MYTallUAMU, a TAKIKC HOJII/IMOp(I)I/ISM 10 HOPMAJIbHBIM
IICPBUIHBLIM IIPOAYKTAM I'CHOB.

BriepBbie 3TH METOBI CTAIN MPUMEHSITh 1JI TUAarHOCTUKH T'€HHBIX 0OJIe3HEH elle
B Hadasie XX B. B nmocnennue 30 JieT MX MIUPOKO UCIOJIB3YIOT B IOMCKE HOBBIX
dbopm myTaHTHBIX ayieneit. C ux momorbio onucado 6onee 1000 BpoKIeHHBIX
Oose3Helt oomeHa BemecTB. Hanbosee pacnpocTpaHEHHBIMU CPEU TaKHX
3a00J1€BaHUI ABJISIOTCS 00JIC3HU, CBS3aHHBIC C 1ePEKTHOCTHIO (DEPMEHTOB,
CTPYKTYPHBIX, TPAHCIIOPTHBIX HJIM UHBIX 0eKoB. [l uccnenoBanus 6epyT KpOBb,
numdy, Mouy, CIIFOHY, TIOT, OKOJIOTUIOIHBIE BOJIbI. B HUX M3y4aloT CTPYKTYpy
0eJIKOB, MPOMEXKYTOUHBIE TIPOAYKTHI 0OMEHA BEIIECTB, OMPEACIIIIOT AKTUBHOCTh
bepMeHTOB.



1. MyTtauuu reMorioouHa.

YcTaHOBIIEHHE TIEPBUYHOMN CTPYKTYpPbI CYyObEIMHUL MOJIEKYJIBI T€MOTJIO0MHA
CTUMYJIMPOBAJIO UCCIIEIOBAHUSA 110 PACIIU(PPOBKE CTPYKTYPhI TaK HA3bIBAEMbIX
aHOMAJIbHBIX TeMOTJIO0MHOB. B KpoBH uenoBeka B 001LIEN CI0KHOCTU OTKPBITO
ok0J10 150 paznuyHbIX TUIIOB MYTaHTHBIX reMOr100MHOB. [losBasitOTCS
MyTaHTHbIE (POPMBI TeMOTTIOOMHOB B KPOBU BCJIEICTBUE MyTallMi reHOB. OOBIUHO
MYyTalMK JEJST Ha 3 Kjlacca B COOTBETCTBUU € Tonorpadueil i3aMeHEeHHOT O
y4acTKa MOJIEKYJbl. Eciii 3aMeHa aMMHOKHCIIOTHI POUCXOAUT HA MTOBEPXHOCTH
MOJIEKYJIbl T€eMOTJIO0MHA, TO 3TO MYTallMs MEPBOIo Kiiacca MoAoOHbIe MyTalluu
OOBIYHO HE COMPOBOXKIAIOTCS PA3BUTUEM TSKEJIOU MATOJIOTUH, U OOJIE3Hb
OpOTEKaeT 0€CCUMIITOMHO MCKIIIOYEHHE COCTABIISIET CEPIIOBUAHO-KIETOYHAsS
anemusi. [Ipu 3aMeHe aMUHOKUCIIOTHI BOJIM3U IreMa HapyllaeTcs CBsI3bIBaHUE
KHCJIOPOJIa—3TO MYTAIMsl BTOPOr0 KJIacca, COMPOBOXKAAKOIIASACS Pa3BUTHEM
6one3nu. U HakoHel, eciiv 3aMeHa MPOUCXOIUT BO BHYTPEHHEM y4YacTKe
MOJIEKYJIbI TeMOTJIO0MHA, TOBOPST O TPETHEM KJIACCE MYTAIIMH; MTOJOOHbBIE
MyTaluu MPUBOJAT K HAPYIIEHUIO TPOCTPAHCTBEHHOW CTPYKTYPBI U
COOTBETCTBEHHO (DYHKIIMH IeMOTJI00HHA.

AHOMabHBIC TEMOTIIOOWHEI, pa3Hyaronuecs mo Gopme, XUMHUIECKOMY COCTaBY
Y BEJIMYMHE 3apsi/a, ObUIN BBIIEICHBI TIPU MTOMOIIH AJIEKTpodopesa u
xpomarorpaduu. [lepearomuecs mo HacIeACTBY H3MEHEHHSI YaIlle BCETO
SBIISIFOTCSL PE3yJITATOM MYTAIllUW €IMHCTBEHHOTO TPUIUIETA, TPUBOISIICH K
3aMEHE OJTHOM KaKOW-T1M00 aMHUHOKHUCIIOTHI B TIOJIHITCTITUIHBIX IIETISIX MOJIEKYIIbI
reMOrJIoOONHa Ha JAPYTryro. B OONBIIMHCTBE CITydaeB MPOUCXOJINUT 3aMEHA KHCIIOM
aAMUHOKHCIIOTHI Ha OCHOBHYIO WJIH HEHTpanbHYT0. [IOCKOJIBKY 3TO 3aMeleHue
OCYIIECTBIISETCS B 00CHX MOJUICTITHIHBIX LETAX OJHON U3 Tap,
00pa3oBaBIINCS aHOMAIBHBIN TeMOTJI00MH OYIeT OTIMYATHCS OT HOPMATBHOTO
BEJIMYUHOMN 3apsijia 1 COOTBETCTBEHHO AIEKTPOPOPETUICCKOMN MOBUKHOCTHIO.



2. N3yueHne OMOXMMUYECKUX PA3NTHUNNA MEKIY HOPMAIBHONW U MyTaHTHBIMU
dbopmamu.

['eHHbIC MyTaIMK, U3MEHSIONIUE MMOCJIEA0BATEIBHOCTS OCHOBAHUN B MOJIEKYJIE
JIHK 3a cuet 3amMeH, BbINaJ€HHI UM BCTABOK OJHOM MJIM MHOTHX Iap OCHOBAaHU,
MPUBOAT K U3MEHEHUIO AMUHOKUCIIOTHOM MOCJIEI0BATEILHOCTH B (DEpMEHTE,
Oeiike. ITO 00YCIOBIMBAET MOTEPIO WIM CHUKEHUE aKTUBHOCTH (PEpMEHTA.
[TosTOMyY OHUM U3 BO3MOXKHBIX MOJX0/I0B, O3BOJIAIOIINUX MOHITh IPUUUHY
HACJIEJICTBEHHBIX Pa3uuuil MeXy hopMaMH, sIBIASIETCS OMOXUMUYECKUIN aHATU3
TE€HHBIX MTPOAYKTOB Y MYTaHTa U B HOPME.

Taxoil ananu3 BnepBbie ObLI MTPOBeieH IHTpeMOM Ha aHOMaJIbHOM T'eéMOTJI00MHE
JIIO/IEH, CTPAJAIOLIMX CEPIIOBUIHOKIETOYHON aHEMUEH, KOHTPOJIMPYEMOMN OJHUM
reHoM (10 IaHHBIM aHaJIKM3a POJOCIOBHBIX). MccnenoBanre MpoBOJMIN METOJaMU
anekTpodopesa u "ornedyaTkoB nanbiieB". [locnenHuii 3aKiIr04aeTcs B TOM, YTO
MOJIMTICTITUIHBIC 1IETIH PACHICTUIAIOT Ha MEJIKME MEeNTH/IbI TPUTICUHOM WJIH
xeMoTpuncuHoM. CMech 3TUX MENTHIOB Pa3eisioT Ha OyMare cHavasa ¢
OMOIIBIO AJIEKTpodopesa, 3aTeM XpoMaTorpapuueck.

Taxkum oOpa3oM MoaydaroT nenmuoHbvle Kapmol, Ha KOTOPHIX B OMIPEACICHHOM
HOPSIJIKE PACIoIararoTCs MATHA, COOTBETCTBYIOIINE OTACIIBHBIM NienTuaaM. [1saTHa
Ha MENTUIHBIX KapTax remoriaoonHa A (HbA) 310poBbsIX roeii 1 reMoryioonHa S
(HbS) 607bHBIX CEPIIOBUAHOKICTOYHOM aHEMUEH MPAKTUIECKU UICHTHUYHBI, 32
OJIHMM HUCKJIIoueHueM: B HbA npucyTcTByeT nenTu, KOToporo HeT B
remoryiooune 6osbpHBIX HbS (puc. 1, 2). O6a nenTuaa BEIASIHIN U ONPEICIUIN B
HHX aMHUHOKHCJIOTHBIE nociiegoBaTelibHocTH. Oka3anock, yto B HbS B mectoMm
MoJI0’KeHUHU OT N-KOHIIa TPUCYTCTBYET BaJiH, B TO BpeMs kak B HbA Tam xe
CTOWT IIIyTaMUHOBas KucioTa. O6a 6enka HaxoasTcs B B-enu. ['emorioOuH-
NEPBBII TCHETHYSCKH KOHTPOJIUPYEMBIN BapUaHT Oelika, y KOTOPOro Obliia
pacmudpoBaHa CTPYKTypa.
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Ha ocHoBe aHanu3a HaCIE€ACTBEHHBIX 1€(DEKTOB, KOHTPOIUPYEMBIX MOHOTEHHO, C
MCTIOJIb30BAaHUEM MOJIEKYISIPHO-TEHETUYECKUX U OMOXUMHUYECKHX METOOB
OMPENIEIAIOT, Kakoil 06esok nedekred. ITo ycranosieHo s 2000
HACJICJICTBEHHBIX 3200JI€BaHNI YEIIOBEKA, JJI1 MHOXKECTBA MYTaIlUil Y KHBOTHBIX,
pacTeHUN U MUKPOOPIaHU3MOB.
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Puc. 2. Dnexmpoghopecpammol cemoznoburnos 300p06o2o, 60abHO20 U
2emepo3uUc0mHO20 HOCUMeJisl CePROBUOHOKIEMOYHOU AHeMUU

[TpakTrdecku m000H MeTabOIMIECKH MyTh B OpraHU3Me HAXOAUTCS MO
KOHTPOJIEM MHO>KECTBA T€HOB, KaXK/IbI U3 KOTOPBIX OTIPEACIISIET MPOTEKaHNE
OJTHOTO U3 ero 31amnoB. [loaTtomy 3pdekThl B3auMo1eHCTBHS HEAJJIEIbHBIX T€HOB,
BBISIBJISIIOIIMECS B BUJI€ COOTBETCTBYIOIIMX PACIICTNIEHUN TTPH
rUOpUI0IOTUYECKOM aHaJIN3e, U3YYaloT Ha YPOBHE MPOIYKTOB ACHCTBUS ATHX
IeHOB, Ha YPOBHE OMOXUMHMUYECKUX HAPYIICHU MeTa0oIn3Ma.

WNuaktuBamus hepMmeHTa 6JIOKUPYET KaKoH-1100 aTan MeTaboiau3mMa, 4To, Kak
MIPaBUIIO, COMPOBOXKIAETCA HAKOIUIEHHEM CyOCcTpaTa, ¢ KOTOPHIM HE MOXKET
B3aMMO/ICHCTBOBATh HMHAKTUBUPOBAHHBINA (DEPMEHT (WJIM 3TOT CyOCTpat
HaIpaBIIIeTCS Ha JPYTrod META0OIMYECCKUMN ITYTh).

Taxum oOpazom, cOaTaHCHPOBAHHBIN, OTPETYJIUPOBAHHBINA METa00IN3M
HOPMAaJIbHBIX KJIIETOK HAPYIIAETCsA. Y MYyTaHTOB HAKATUTMBAIOTCS B OOJIBIITUX
KOJIMYECTBaX ONpe/IeJICHHbIE METa0O0UTHI WIIH, HA00OPOT, UX KOJTUYECTBO PE3KO
yMmeHbIaeTcs. iIMeHHo 3Ta 0cCOOEHHOCTh M3MEHEHUS METa00IM3Ma UCTIOIh3YETCS
JUTS aHaIIM3a OMOXMMHYECKIX MEXaHU3MOB HEAJJICIbHBIX B3aUMOICHCTBUN.



CIIMCOK UCTOUYHUKOB:

1. http://ximicat.com/ebook.php?file=berezov_bio.djvu&page=37
http://genetiku.ru/books/item/f00/s00/z0000016/st044.shtml
https://scienceforum.ru/2018/article/2018008691
https://www.chem21.info/page/135055185233155086169103109182096200

B own

217021235135/



http://ximicat.com/ebook.php?file=berezov_bio.djvu&page=37
http://genetiku.ru/books/item/f00/s00/z0000016/st044.shtml
https://scienceforum.ru/2018/article/2018008691
https://www.chem21.info/page/135055185233155086169103109182096200217021235135/
https://www.chem21.info/page/135055185233155086169103109182096200217021235135/

