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U3IMEHYUBOCTD
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HAC/JIEACTBEHHAA (MO OUKAIIIOHHAS,

OEHOTUIINYECKAL)

* KOMBMHATHUBHAA
* MYTALITUOHHAA

Pasanuyatom usmeH4u80CMb HacnedcmeeHHyio u
HeHacn1e0CmeeHHY!o. |

l1lo0 HacnedcmeeHHOU nouumalom crnocobHocms K
U3MEHEHUSIM CaM0O_20 2eHemu4YecKo20 Mamepuarna, a nod
HeHacnedcmeeHHol — crnoco6HoOCMb 0p2aHU3Mo8
peaauposams Ha ycroeust oxp);m(aiowe& cpeokl,
usMeHsambcs 8 npedenax HOPMb! peakyuu, 3adaHHOLU
2eHomurom |




HacsaeancreeHHaa U3ME€HUYUBOCTD:
KOMOUHAMUEHAR 1 MYyMayuoOHHAaR

» KomOuHaTMBHAasA U3MEHYUBOCTD IIpe/icTaBjIsAeT COO0M
pe3yJIbTaT epeKoMOUHAIU TeHOB U
nepeKoMOMHAIIUM XPOMOCOM, HECYNIUX Pa3JIMYHbIE
aJlJieJid, ¥ BhIpaXkaeTcs B pa3HO0Opa3uu OpraHu3MoB
— IIOTOMKOB, IMOJIYYUBIIIHUX HOBble KOMOUHAITUN
TUCKPETHBIX €JINHUIL FTeHETUYECKOTI0 MaTepruasia, yKe
CYIIIECTBOBABIINX Y POAUTENbCKUX (hOopM

* MyTranuoHHass N3MEeHYUBOCTbh — 3TO BOSHUKHOBEHHE
HOBBIX BADUMAHTOB JIMCKPETHBIX €/ITUHUIL
reHeTHu4Yeckoro Marepuasa (B cjiyuae reHHbIX
MYTaIlMi - HOBBIX aJljiejieil TeHOB)



OHTOreHeTuUYeCcKkagd U3MEHYMBOCTD

Ps0 asmopos (C.I'. HHze-Beumomos) 8vidensiem
OHMO2eHeMu1ecKy U3MEeHUYUBOCMb, NOO KOMOPOll
noopasymesaem peaau3auuo HoOpmbl peakuuu 2eHomuna
80 8pemeHuU, 8 Xxo0e UHOUBUOYA1bHO20 PA3BUMUS
opaaHuzma (omcrooa mepmuH — OHMo2eHemuueckas) —
MU NPOSABAEHUS HEHACAeOCMBEeHHDbLe

O0Haxo 8 xo0e oHMo2eHe3a Mo2Yym HAKanAu8amscsa u
U3MEHEeHUS CaAMO020 2eHemu4iecKko20 mamepuanda, m.e.
npoucxooums U3mMeHeHU HAC.1e0CMEeHHble

ITooamomy oHmozeHemuueckas U3MeH4uU80CMb 3aAHUMAem
NPOMeHCYmoUHoe NOA0HCEHUE MeHcOY HACA1e0CTBEeHHOU U
HeHac.1edCMeeHHOoll hopmamu UaMeHuUsocmu



IIpuYuHbBI
KOMOMHATHUBHON-U3MEHYUBOCTH:

* PekoMOuHanusa reHOB NMPpH
KPOCCHUHTOBEpeEe

* HezaBucumoe
pacxo:kaeHue XpoMoCcoOM B
MeHo3e

i |» CryuakiHO€ C/IMAHHE raMeT
| IPpH OIJIOZAOTBOPEHHUU




MyTanmmoHHasA U3MEHYUBOCTH

1899 r. - pycckuli 00TaHUK, aKaJeMUK
NmnepaTopckoii Cankt-Ilerepoyprekoii AH C. U.
Kop:xkuHckuii (1861-1900) B Tpyzie «I'eTeporeHnesuc u
SBOJIIOIIMSA» BIEPBbIE YKa3ajl HA CKAUKOOOpa3HbIE
N3MeHEeHU HAacJIeACTBEHHBIX IIPU3HAKOB

I'. ne ®pu3 B 1901-1903 I.T. pazpaboTa
MyTaliiOHHYIO TEOPUIO U3MEHUYUBOCTH (Ha IIpHMeEpE
pacTeHU)

I'. ne ®pu3s: « Mymauua npedcmasasem coboil
f18./1eHUEe CKaUK00Opa3HO20, NPepblelLCIMOo20
U3MEHEHUS HACAeO0CMBEeHHO20 NPUHAKA»



OcHOBHBIE MMOJIOKEHUA MYTAIlTUOHHOM
Teopuu I ..1e ®pusa:

MyTanyy BO3HUKAIOT BHE3AITHO KAK JINCKPETHBIE U3MEHEHUA
IIPU3HAKOB

HoBbie (GOPpMBI YCTOMUUBHI B PSTY HOKOJIEHUM

B oTsimunie OT HEeHaC/IE/ICTBEHHBIX U3MEHEHUH, MyTaIliy He
00pa3yIoT HENIPEPBHIBHBIX PSJIOB U HE TPYIITUPYIOTCS BOKPYT
KaKor'o-JIn00 CpeHEero THUIIA - OHU IIPEICTABJISIOT COOOM
KaueCTBEHHbIE N3MEHEHUS

MyTanuu MOTYT HECTU KakK MOJIE3HbIE, TAK U BPEHBIE CBOMCTBA

BeposTHOCTb 0OHApPYKEHUSA MyTal[ui 3aBUCUT OT YHCJIA
HCCJIeOBAaHHBIX 0co0et

CxozHble MyTalluU IO/ BAUSIHUEM OJHUX U TeX K€ BO3AeHCTBUI
MOTYT BO3HHUKATh HEOTHOKPATHO

Kax u mHo2ue ceHemukxu parHe2o nepuoda, I'. de @Ppu3 owruboHHO cuuman, Hmo
Mymauuu mMo2ym cpasdy dasams Hauano HO8bIM 8UOAM, M. €. MUHYS
ecmecmeeHHblil omoop



Kiaaccnukanmua MyTamum

ITo xapakTepy usameHnenusa resoma: I'ennnle, XpoMmocoOMHBIE,
I'enomHubIe

ITo nposasenulo B rereposurore: /loMuHaHTHBIE U
PeneccuBHbIC

I1o oTkJIOHEeHUI0 OT JuKoro Tuna: IIpameie, O0parHbie,

CynpeccopHbie

IIo HAJAMYHIO I OTCYTCTBHIO BHENIITHEI0O BO3/1€CTBHA:
CnmoHTanHbIe (BO3ZHUKaIOIME 0e3 BUANMOUN NPUYUHBI) U
HNuaynupoBaHHBIE

ITo mokanmu3zanum B Kiaerke: Axepusie u IluronaasMmaruuexue

ITo oTHOLIEHUIO K MECTY BOSBHUKHOBeHuA: 'enepaTuBHbIC "
ComaTuueckue

Zpyaue (no ux geromunuueckomy nposeaeHuUlI0): nemanvHble,
mopgono2uneckue, buoxumuueckue, nogedeHveckue, ycmouuugocmu
uAU Wye8cmaeumenbHoCcmu K nogpedxcoarowum azeHmam u m. 0.



MYTAILIUU:

I'enHbIE

XpoMOCOMHBIE

I'eHOMHBIE

—-—




e A. Hadcen u I'.C. Quaunnos, 1925 2. -
BriepBbie NOJIYYUJIU MCKYCCTBEHHbIE

MYyTAIlUM Yy APOIKeNn-AeMCTBUEM
PaduoaKmueHO20 U3 Iy4YeHUusA paausa

o I'. Meaaep, 1927 2. - MOJYYWUJ MyTallUH Y

Apo30(¢huJabl MoJ BO3I€HCTBHEM [
PEHIM2EeHO8CKUX JIyUeH

* B.B. Caxapoe u M.E. J/lobawee B 1932 T.
AeuCTBHUEM HMoJa Ha AP030(hNiabl
NMPOAEMOHCTPHPOBAJIN Y XUMUNECKUX
eewecma CmnocCOOHOCTh BhI3bIBATh MyTallH




YacroTa HeCTaOMJIBHBIX XPOMOCOMHBIX
abeppanuu B iuM@OonmuTax TO0HOPOB MOCJIe
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Wiucno aBeppau i Ha 100 kneT ok
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Nosa,lp

XpOMOCOMHbIE
abeppauuu,
WHAYLUUPOBaAHHLIE
ManbiMuU [03aMU Y-
U3Ny4YeHUnA B
numdcgouuTtax
yenoseka AByX
DOHOPOB
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" Puc. 12.5. Mertop Mennep-5 pas yuera PEUECCHBHBIX, CHEIUICHHEX
C MOJIOM JIeTaNbHHX MyTaumi y D. melanogaster. Peneccusnan netans-
Hast myrauua (I): A — orcyrcreyer; 5 — NOoABUJIACH
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CxeMa CKpeIIMBaHWH ANA BHIABICHHSA JETAIBHBIX
MyTauLuil B X-XpoMocoMe JpOo30(yHiIb:

a — B OTCYTCTBHE, 6 — NIpPH HANTHYHH NETANBLHOM
MYTallHH



MymagaeHhbI (ot nar. mutatio + genos —
npoucxoxaeHue) -

MOrIyT Bbi3biBaTb MY TaLlMn



http://ru.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D0%B8
http://ru.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D0%B8

MYTAI'EHDbI

»DusnuyecKue

 XUMHUUYeCKHue

 buoJiormueckKue




YiasrpadwoneroBbie

Honuszupyroime
H3JIyUeHHSs

IloBbIIIIeHHAS
TeMIiepaTrypa
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SAR - Specific Absorption Rate -

JHEPrna INEKTPoOMarHUTHOroO nons,
BblAENAIOLWAACA B TKAHAX 3a 1 cek

Y4yeHble EBPONENCKOro cor3a rnokasarnu,
YTO AMNEeKTpoMarHmTHoe nanyvyedme c SAR
ot 0,3 po 2 BartT/kr noBpexagaet AHK.
(BpemeHHon akcnepuMeHT anuncs 4 roga)

B Poccutlckoiu cucmeme usmepeHul |

usnyveHue uamepsitom e eammicm® |
3a 1 cek exodauwjell aHepauu

MakcumarnbHas _MOWHOCMb _U3/1y4aemcsi  comoebiM __merie¢hOHOM 80 8pPeMs
YCMAaHOBEeHUS C8513U - OCHOBHbIE aKyCcTu4yeckue rnomexu. [lo3toMy pa3roBopsl o
3 CEKYHAbI, BO3MOXHO, becrn/iaTHbl 4/151 KOLWeJibKa, HO He a1 Bac!




IHoBpexnenua /IHK:

‘. HiPO4 |

[eaokcupuboaa

5
4 1
3 2

MypyHOBLIE:
afeHuH, ryaHwH
MupumMKUanHOBLIE:
THMUH, LIMTO3WH
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NepBuU4HbIN 3PP eKT PU3INHECKUX U3NYHEeHUU
3aKkno4vaeTtca B obpazoBaHUU OAUHOUYHbIX UK

OBOUHLIX pa3pbiBoB B monekyne OHK:

lNocne pa3pbleo8 npoucxoosm
Pa3/IUYHbIEe «CUWUBKUY



«Cwuexw» /THK-/IHK::

* 9TO KOBaJICHTHbIE CBA3M,
KOTOpPbI€ MOTYT
00pa30BBIBAaTHCA MEKAY
OCHOBaHUAMH JIBYX PA3HbIX
Huteu /IHK, B pedyabsTare
yero GopMupyroTcA

* ME:KHUTEBbIE€ CHIUBKH
("crosstinking")

=~ * ITO - OAUH U3 Haubo.ree
i ] onacHlx TUIIOB
MMOBPEXAeHUU




MNoaBneHue LUMKNOOYTaHOBLIX AUMEPOB:

ABa NMPUMUOUHOBLIX HYKNneoTuaa
HaxoOATCA PAAOM, BO3MOXHO
oOpa3oBaHMe KOBaNeHTHbIX
cBsi3eU («CLUMBOK») MexAay
a30TUCTbIMU OCHOBAHUAMMU ITUX
nMpumunanHoB (no 5-6/)

* B uenu OHK noa BnusHnem
¢oOTOHOB CBeTa nosABnseTcs

e Ecnun B nocnepoBaTtenbHocTtu AHK
Incoming "§ %
f NMUPUMUAUHOBLIU
| (yuknobymaHoesnil) aumep
» Hanbonee pacnpocTpaHeHHbIMU
asnattca TUMMHOBLIEG

AuMepbl (TT-aumepst)



//upload.wikimedia.org/wikipedia/commons/f/fd/DNA_UV_mutation.svg

OoOpazoBanue nupuMuauH-(6-4)-
NMMPHUMHIOHOBBIX (POTONPOAYKTOB

* IToMmuMO NUKJI00YyTaHOBBIX TUMEPOB,
BO3AelcTBME yabTpaduosiera MOXKeT
BbI3bIBaTh (h)OpMUpPOBaAaHUE MUPUMUIUH-
(6-4)-mupuMua0HOBBIX (POTONPOAYKTOB

* B aToM ciiyuae oOpasyercsa CBA3b MEXKAY
6 U 4 aTOMaMHM COCEACTBYIOIIUX
NUPUMHUIUHOBBIX KOJIEI]

*» Takue (pOoTONIPOAYKTHI MEHEE
pacnpocTpaHeHbl, YeM
IUKJI00yTaHOBBIE AVIMEPbI, U yale
BCTPEYAIOTCA B MOCJIEJ0BaTEJIbHOCTAX

5-TC u 5°-CC




KOBAJIEHTHDLBIE CIIIMBKHM MEXY
OCHOBAHUAMMU AHK u PHK:

» IIpu Bo3aercTBuu A®K, YOO uau paauanuu
B /IHK u PHK moryT 00pa3oBbIBaThCsA
CIIIMBKM MEXKAY COCEeJHUMHU OCHOBAaHUAMMU HE
TOJIBKO B Ipeaesjax 00HoU MOAeKYAbl, HO B

MekKIAY pa3dHbimu moaexkyaamu (JIHK u PHK)

» BOBHUKHOBEHME CIIIUBOK
B CTPYKTYPE HYKJIEMHOBBIX B
KHMCJIOT CIYKUT NPENnATCTBUE¢ M

IJIsi HOPMAaJIbHOTO npOTeRaHmI MpPOIECCOB
penaukauuu, mMpaHcKpunuyuu, mMpaHcAyuu




KoBasienTHsie ceasu IHK -0eaox:

o CmmuBku «{HK-0es10x» BO3HHKAIOT,
HampuMep, nNpu o6pasoBaHUU
monou3zomepa3soi B xoae ee
¢epMeHTAaTUBHOM AE€ATEJIbHOCTH
KOBAJICHTHBIX CBA3€H C 0CHOBAHUAMU
JTHK

* OOBIYHO 3T CBA3M KPAaTKOBpPEMEHHbBI U
oOpatumsbi. OJHaAKO KOr/ia KaKkue-Jau6o
¢daxrops! (YPU asimHOM BOJHBI 260
HM) MenIaloT pa3pyinieHuo
YCTaHOBJICHHOU CBA3M, 00pa3yercs
ycmoirnueoe coeduHeHue

TonousoMepaza-JHEK =<

1 l ‘/0\ [HK-Tononaomepasa |
o*Tumo\ H Tup-oR

R AT T




» CmuBku «/IHK-0es10x» MOryT

00pa30BBIBATHCA M€ nensio /IHK u

KaKMM-JIN00 0eJIKOM XPOMOCOMBI

* Taxue cuuuexu 6420xupyrom 6 0aHHOM

aoxkyce cunmes /IHK u PHK, nockoavky 6
000oux amux npouyeccax mpedyemcen

pacxodicdenue yeneu /[HK

* Ecsin HapylieHue BOBpeM4

He penapupyemcs, perninKanua
NnpeKpanaerca ¥ BO3MOKHO

HacTyIUIeHMe KJIETOYHOU CMEepPTH




B nmesioMm, Bce o0Opasyronuecs moj
Bo3aeucreueM YO®O auMmepsl HAPyHIAIOT
npasmabHyI0 padory /IHK-nmosimmepassni:

JTO NPUBOAUT K BOSHUKHOBEHUIO TOYKOBbIX
MyTauuu




* Bo30y:xxaenHasa ABOMHaA CBA3b CIIOCOOHA
TaK:Ke IPUCOEAUHATHh HYKJI€0(NIbI
c oOpa3oBaHIIE€EM, HaNIpUMep,
2udpama mumMuHa:
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07N n"er OH
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fmpponepokcua, oopasoBaBLIMUCA U3 TUMUHA,
y>Ke Npu KOMHaTHOW TemnepaType pasnaraeTcs C

packpbimuem Yukna:

)

0
Hi)j/CHs &n Hj\ ~CHy o 4
0 I?I 0 H
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Oo60pa3oBanue All — cauTOB:

MNH»

OH OH(H)

Pa3pbiB N-rnukosngHou
CBA3U MexXAy NyPUHOBLIM
OCHOBaHUEM U
nesokcupubosoun




= e__cﬁ s PaguauMoHHbIe
nospexaeHuna AHK

* [loTepa ocHOBaHUM

Double-strand % * EaunHun4Hbie paspbisbl HK
' * [1BoWHble pa3pbisbl AHK

DNA-protein s
2 coeink | * AHKR-6enkosble clumnsku

L * [loBpexaeHne oCHOBaHUM

Optimized using
trial version
www.balesio.com

= o * [loBpexaeHune ae3okcnpurbossl

damage




Paaunanusa kaxk usjaydeHue 0oJiee BHICOKOM
SHEPruM OPHMBOAMT K PaJAMOJIHU3Y BOJAbI B
KJACTKE

» OH-pagukasasl - aTakyloT (80%) ocHoOBaHuA
JIHK, ocrainbHbIie 20% - 1€30KCUPHUO03HYIO
JacTh MOJIEKYJIbI

» PazHooOpa3Hbie namMeneHusa crpykrypsl /IHK:
M3MEHEHHbIE€ OCHOBAaHUA, aIlyPUHOBbBIE U
anupuMuauHoBbie (AP) caniThl, pa3pbIBbI
CBA3eM B Ie30KCUpudo03e, 1- U 2-HUTEeBbIE
pa3psiBbl 1eneu /THK




MyTareHHoe JJe¥iCTBHE HOHU3HUPYIOIIUX U3TydYeHUu !

MOKeT ObITh 1 KOCBEHHLIM, T. K. MIPOXO:KAEHUE UX
yepes HUTOIIa3My HJIH HUTAaTeJhHYIO Cpeay, B
KOTOPOM KYJbTUBHPYIOT MUKPOOPIraHU3MBbI,
BBI3BIBAET PAJHOJIN3 BOJAbI, UTO IPUBOJAUT K
BO3HHUKHOBEHHIO C80000HbLIX padukanog u
nepexuceil, 00JIaanIuX MyTareHHbIM JIeICTBHEM

MyTareHbl MOTYT HapyliaTh IIMTOILIa3MaTHYE€CKUH
amnmapar MUTO3a, CJIEICTBHEM Yero ABJAAeTCH
HepacxodcdeHue acex pa3deausuiuxcl Xpomocom
WM HENIPAaBWJIBHOCTD B pacnpeaejJeHu UX MeK1y
AOYEePHUMHU KJI€ETKaMH; B IEPBOM C/JIydyae BO3ZHUKAaET
NOJIMIJIOUAUA, BO BTOPOM — aHEYIJIOMAUA




XHMHUYECKHe
BelllecTBa
MPOMBIIIJIEHHOCTH

MuHepaibHbIe
yaoopeHust

IMecThmm apI,
repOoHI U bl




XMMHUUYECKHE MYTAareHbl :

* AKTUBHBIE XNMHUYECKHE BEIIIECTBA, KOTOPbIE€ MOIYT
NMEPEHOCUTH AJIKWJIbHbIE IPYIINbI HA Apyrue
MOJIEKYJIbI — AAKUAUPYIOWUE MYMa2eHbl

o Ilepexucu, KOTOpbIE OOPaA3YIOT CBOOOHbIE
paauxkansl (OH, H, HO,u ap.)

* Memaboaum—aHaao2u, KOTopbie 3aMellaioT
HOPMAaJIbHbIE€ METAa00/IUTHI B KJIETKEe

 BenrecrBa ¢ HEGLIACHECHHbLIM MEXaHU3MOM e CTBUA




AKXmueHble arkuaupyrowue

xwuuttecnue MUYUMASLECHLL. :
XJ@TMJIchIbdmz( A¢

* QopMmaabaerus

* ITUWIMETAHCYJAb(POHAT
B MeTnJIMeTchyJIb(])OHaT
» JnuMmeTuacyangar ;
* ITUWIEHUMUH

o I'itmmmaoJa

o JusTuacyiabdar

* bucyasdpur HaTpusa
* O-MeTHITUAPOKCUJIAMUH U IP.




AaxuwiaupoBanue /IHK
Jumemuacyavghamom (I) u
N—uumposo-N—amuAMOtteeuuoii (II-V):
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nodeepxkeHbl U ocmamku hocghopHOU KucIomasi
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AxTuBHBIE (hOopMBI KUCJI0poaa — ADK:

2\

K akTuBHbLIM popMaM KHUCI1O slof:F.
OTHOCSAT: ‘

iy OcHoBHbIe ADPK:
H:O:H ORIl BOROPONa (Boa)
i OH - paaukan,

Oy rUAPOKCHITBHbINA pa,qn an
H. 0 - O. H TTepoxcHA BOAoposa
02- - cynepoxcu,qubm =1

0 D Monexyaapmmdi KncIopon

e w8 W‘MBH) H202 - NMepPpoKCcng BOAIO 20

4 Baxneniunmy AOK Tax -
('0 0 ) ot posaen CUNTAIOTCSA : |

= aw EHMOH - s ‘
- CUHTIeTHbIN K"CHOPOA

(H: 0 :) I JIFpOKCHT HOR (102), |
e - nepruppokcui (HO2), 4
H: 0. PaIran THpokcina - TUITOXFOPUAT aHUOH

- TIePOKCHAHATPAT (U




Bo3znencreue A®PK Ha azomucmuwie
ocHoeaHusa u caxapa 6 /IHK:




MeTa0o0/IMT-aHAJIO'M OCHOBaHUM

°5-0pom-ypayua
*5-XA0p-ypayun
* 2-AMUHONYPUH
*u ap.

HNMeroT TayroMepHbIie hOpMbI

Bcerpausarores B iens /IHK Ha mecro
CTAaHJAPTHBIX a30THUCTHIX OCHOBAaHUMU




5-OpoM-ypammJi:

» Kerogpopma (Hopma) = e« EnosibHasa ¢popma:
| w ['MopokcunbHas

0O o) rpynna npu
pynna C=0 cBsizaHa )H/ = )\\/ NBOVAHOI
C AByMA atoOMamu . yrrnepogHou CBA3U
yrnepoaa H

KeTo-gopma eHONEHAA Gopma

A 5

O...H—N N
 "N—n. N/E\ \’\ %_T\& . H—N \’
L g

/
OGarsian xeropopma AZLCHHH Pesixas edonmsian dopma I‘yamm
S-6pomypawptna (5—BU) 5-6pomypamna (5—-BU*)

KapboHunbHasa popma TepMmoguHaMnUyeckun BoirogHen eHONbHOW




NpuuMHbI Xumuueckue
BO3HUKHOBEHUA  BhyrpenHue

(owmbkm (snporenHbie — Paauauun
LR penavKaumm, mﬁ‘:;"":e (ynorpadmoner,
TPAHCKPUIILMMK, P ‘| NOHM3MpYIOWan)
IpRacrmRat) IK3O0reHHbIe
| XHMMYECKHE

| MyTareHbi)

CoeduHeHus, ebi3blgatowjue gpopmMupo8aHue CWUeOK,
Hanpumep, yuknogocgamudsbl, Ucnonb3yrom 8

Xumuomepanuu pakKa




Bupychbl, Dak Tepun

AKTHHOMHIIETHI




buoJiornyecKue MyTareHbl:

O MUrpMpyoinMe reHeTu4eCcKkue 3JIeMeHThI:
mpaHcno3onsl; Is-anemenmaut

o HekoTopblie gupycout (BUPyChl KOPH,
KpaCHyXH, rpyiina)

o IIpoaykThl 00MMeHa eéewecma (MpoOAYKTHI
OKMCJICHUA JIMITUJI0B)

> AHTMT€HbI MUKDPOOP2aHU3MO6 Mg =+

> H m.0.




MuUurpvpymoIimne reHeTU4IeCKe 3JieMeHThI:
Is-anemenmuvt u @Jancnosouu (Tn)

Structural genes

Direct  Inverted Lon g ferminal Long terminal | o0 Dhec
r I repeat
pecl  repeat  repeat repeat  repeat
L VS‘MeMeHm FIG. B-7 A transposon has repeat sequences and a series of structural genes.
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«IIpBIKKHU» TPAHCIIO30HOB
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Bapbapa Mak-KnuHmok
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TpaHCNO30HbI MO2YM U2Pamb 6aXKHYIO POJlb 8 2eHOME
op2aHu3Ma. B yacmHocmu, 2eHbI-pe2ynsmopai,

obecnevyuesarouwjue adekeamHyro peakyuro pacmeHul Ha

U3MeHeHuUs1 oceeweHHoOCMu, nosseuiuChb € pe3yiibmame
ecmpaueaHusn € Uux ceHOM mpaHCMNno30HOe



Bupycshl Kak OMoJIorudecKue MyTareHbl:

* Y psana BUPYCOB B
IIUKJIe pa3BUTUA
CYI1LIeCTBYET CTaJus
MHTErpanuu —
BCTpauBaHUsA
BHUpYyCa B FeHOM
X03AUHa

HenictBue BUpyca kopu (6buonoru §nar
MyTareHa) Ha XpoOMOCOMbI YernoBeka ( uuw



HenacsieacrBeHHasaA U3MEHUYUBOCTH

IATO MOAUPUKAITMOHHAA U3MEHYNBOCTD, T.€.

HeHaCJIe,Z[yeMI)Ie N3MEHEHHUA, BOGHHUKAIOIIINE 110/ BJIMAHHNEM

YCJIOBUM BHEIITHEU CPEIBI

Yaie KoJInueCTBEHHOT'0 XapaKTepa, 3a CUET Yero

OO0pasyioT HenIpephIBHbIE PSJILI IPU3HAKOB (BapualiiOHHbBIN

pAn)

EcTb cpenHee 3HadyeHue (Kak IpaBHIo, HauboJIee 4acTo

BCTpeYalolieecs)
PacripegensarTca B COOTBETCTBUM C

KpHBOI';I Faycca BAPUALIMOHHbIA P UBMEHYUBOCTH

OG6GyCnoBNeHHOCTb Npeaenos
W3MEHYUBOCTU FeHOTUNOM

* HOpMa peakuun-
cTeneHb
BapbupoBaHUA
npu3sHaka ot
MUHUMa/IbHOIo
Ao
MaKCUMaJ1bHOro

‘ BIp - e’mm"'-?n‘ ]’l] 3HaquMﬂ.
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®opmbl moaucpmukalMOHHOU U3MEHYUBOCTMU:

SKONOrMM4yECKAA

BAPUALIMOHHbIN PA] U3BMEHYUBOCTH

‘______/’135’1—37 MM

09 110 115 115 12.0
4 .’ Py

g {

Puc. 9. ToMonormuec ke psibl HIMEHUHBOCTH ¥ NILEHNLb!
W AMMEHSA 1O NPHIHAKY OCTHCTOCTH!
d—& — OpPMB] MATKHX TIERHIL 2—¢ — QOPME TREPALIX MICHIL; Je—ir — dhopai
WCCTHPHANOMD SMMEHA (4, ¢, & — OCTHCTWE, 6, d, 7 — KOPOTKODCTHC. &, @, i —
GeaocTae)




Onvuimuvt Hozamncou ¢

_______________________ oW 1 ¢ ‘e (dacoavio:

) Daanewnue

Yucno ocoben

M3ameHuHBOCTL NPU3HaKa




HopMa peaknuu reHOTUIIA:

(-

BAPUALIMOHHbIA P UBMEHYUBOCTH
nPEnEnbl PEANMUIALIVIM QFHOTMM

/ ] ..\a)é%mm bHBIE
s’ vycnosus
PAZBUTIA
AHTPONOTEHH
bIE
L WM OP. DAKTOPLI rFregomTmn

Cxema PECAJIH3AUHH ICHOTHIA B DPAMKANX HOPDMBLI PEAKUHH
KaKk NoKa3arTeib CradiILHOCTH PA3BHTHH

Npenen doeHOTUNUYECKON U3MEHYUBOCTH,
00ycnoBNeHHbLIX paMKaMu AaHHOro reHoTuna




e, I'ennnle Mmymauuu:

* CBA3aHBI C U3BMEHEHHUEM MOJICKYJIAPHOU
CTPYKTYPBI I'€eHa, YTO BeJAeT K U3MEHEHUIO

NMporpaMMbl CHHTe3a 0eJika

* Pe3ayavmam 2eHHbLX
Mymayuis —
nose.aeHue
HOB020 AANeAR 2eHd

I'enntvte Mymayuu — OCHOBa

MHOZKCCTBCHHOI'O a/i’ZicZ/inadMa rcHon
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[eHHblIe MYTaLUMUMU:

» JameHa Casur pamMmku
HYKJICOTH/IOB CUNUTHIBAHUSA
(TOYKOBBIE) (bpavimmugT)

- MUCCEHC- 1 AGAGTTCTGCCG
2 | AGIGIGTT|AITG C|gc G | = UHCEPpYUU

- HOHC@HC- | .. 5. .. X A et B L
- deneyuu

-Heumpaanbie CGTT|ICIGG|GIAATC|C
2 | caTTlAcglalaaTClT | - (UHEEPCUU)

- CI1aucuUHa2a = T
1 TCTTITIGA|CIGACTC
2 TCTTAIGA|GIGACTC

Puc. 8.1

MpiMepsl 0AHOHYKNEOTHAHROD MTOTHMOMNDHIMA ¥ ABYX HHIHBHAOB.

Ha pHCyHKE npHBedeHsl ToH parmenTa JJHK ABYX HHAHBHAOE, BhACASHE
OAHOHYITEOTHARBIE D3ZTHYHA B FrEHOMHBIX NOCNEA0B3TENBHOCTAX




TOYKOBBI€ MVTAIIUU - 3ameHa 00H020
HYyxaeomuda 6 uenu /[HK na dpyzoit

TOYKOBBIE MyTallU, IIPOUCXOJAIIIUE B IIpeaeaax
OJHOI'0 KOIOHA, Ae/IATCA HA TPU TUIIA:

» HoHcence - myraniuy, KOTOpbIE IPUBOAAT
K OCTaHOBKE CUHTE3a 0eJIKa

» MucceHce - myranuu, mpy KOTOPBIX B 6esIke
MOABJIAETCA APyrasa aMUHOKHCJIOTA

» Heitmpaavrnuie (Moavawue) vyramnun,
NPH KOTOPBIX IPOUCXOAUT KOAUPOBAHUE OTHOU
M TOMU K€ aMHUHOKHUCJIOTHI




Frameshift-mutations:

O

*» HnHcepuuu - scraska oanoro unu Gosee
IOIIOJITHUTEJIbHBIX HYKJIEOTHZ0B B MoJsiekyay JITHK.
WHcepuu B KOAUPYIOIIHUX PETHOHAX I'eHa MOTYT
BbI3bIBATh HapylieHue civiavcuiara PHK wiun
CMellleHUue PaMKU CYUThIBaHUSA, YTO B JII000OM cirydae
IIPUBOAUT K 3HAYUTEJIbHBIM [OBPEXKIECHUAM
IIPOAYKTA reHa

® ﬂ eAaeuuUU - yrpara 0IHOTO UJIM HECKOJIBKUX
HyKJIeOTUZ10B U3 MoJieKyJibl JIHK. ITogo6Ho

WHCEPIUAM, OHU IPUBOJAT K CZIBUTY PAMKH
CUHTBIBAHUA
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Toukopwe MyTauMH. A — TPaH3ULMH;
B — TpaHceepcHH
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I'enHble myTanuu: vg & Bar
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MnuozoaaneabHOCMb 2eHA OKPACKU

wep CTI@ AMblildu
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TeCT JuMca Ha

HeratmuBHbIe KONMOHUM
canbMoOHenn



* B pacIIaBJI€HHBIN MOJIY:KUAKHUN I'OJIOJHbIN arap
BHOCAT NPH 43-45° 0,1 MJI CyCIIEeH3UU OaKTepuun

MHAUKATOPHOIO IITAMMA @108 kIeTok Salmonella
typhimurium), 0,1 MJj pacrsopa UCIIBITYEMOTO
BellleCTBA B PAa3/IMUYHBIX KOHIIEHTPAIUAX U 0,5 MJI
AKTUBUPYIOLIEN CMeECH

» Coaep:KHMO€e IPOOUPKH IepeMeNINBaAIOT U OBICTPO
HAC/JIauBaIOT HA HUKHUMU CeJIEKTUBHBIN arap. Yamku
MHKYOHUPYIOT IpHU 37° B TeueHHe 48 4 U yYUTHIBAIOT
KOJIMYECTBO KOJIOHUH-PEBEPTAHTOB OT
AyKCOTPO(PHOCTH IO TUCTUAMHY K IPOTOTPODOHOCTHU

» Ecau eewecmeo npossasiem mymazeHHYyo
aAKMu8HOCMb, NO KOAUUEeCME0 Pe8ePpMmMaHinos Ha
ONBUMHBLX HAWKAX NPESbIULAECIN KOAUUECINBO

- pesepmaHmoe 8 KOHMpo.ne




HacneacTEEHHaA MEMEHYHEOCTH
(HeEonNpeaeneHHaA, MHAKEKWLY3NEHaA]
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CONpPOBOXA3HITCH MEMEHEHHWEM
CTRYHKTYPbl Xp0MOCO

[EHHEBIE YW T 3L A

¥

COoONpoOEO¥A3eTCA HMESMEHEHHAR K

EHYTRK reHa, e cTpyEType AHK

Ee MpHdKHb: pEKOMBOMHAULKWMA FeEHOE MNP
KPOCCHHIOEEPE; HEZABMCHMOE
PAcHOMAEHHME XpPOMOCOM B MEHOZE,;
CAYYIFMHOE CAMAHKE FamMeT Mpk
ONNOSOTEODE HK K




