


opraHusm peTaTb
pa3fninvyHble POPMbI,
obecneuynBaroLwme nm
CNOCOOHOCTb BbIXUBaTb B

NM3IMEHALLUNXCAHA YCITOBUAX.



1e4CT-

KombuHa- BEHHaA
TUBHas Moauduka-
v LUMoHHaae  QOHTOreHe-
MyTaLMOH-
TU4YeckKkas

HasA



KoMBUHaTUEH
as
UIMEHSMBOGT

HacneacTBeHHOro matepuana
poauTenei cpgmy X NOTOMKOR




[Mpouecc kpoccuHa208epa
(romonoru4yHasa pekomounHauus)

He3aesucumoe pacxoxxdeHue
roMONMOrM4YHbIX XpOMOCOM B
npouecce Meno3sa

Cny4dyanHasa KOMOMHaUuA ramMmeT npwu
orsiodomeopeHuu



LlenTpomepa







Uucn

BapuaH | - 2", roe n -
3TO rannonaHoe YnNcno
XpPOMOCOM

Y oaHOro yernoBekKka Y1mcrno
BO3MOXHbIX ramMmeT — 8 388 608.
N 31O Oe3 yyeTa
KpoccuHroeepa!



CayuyaiiHasi BCTpeua
ramMetr

IIPHA OIIJIOAOTBOPCHHUHA

B MOHO2U U, KakK
Bbl MTOMHUTE 6bINO 0 yeTblpe
BapuaHTa: =

du2ubpuoHom - B
mpu2ubpuoHOM - , n Tak aanee.

[eHOB y YenoBeKa OKONo



MyTaumoHHa

o

SMEHYUNBOC

3MeHeHUs1 2eHemu4ecKo20
Thb Mamepuana




MyTare _
BO3HUKHOB MyTaLUuun.

MyTareH — ¢pakTop,
Bbi3BaBLUMU MyTaUuIo.

MyTaHT — OpraHu3m,
npnoopeTLLUN Kakon-nmodo
HOBbLIU MPU3HAaK N TEM
caMbIM U3MEHUBLLUN CBOW
cheHOTMUN.



WanyyeHue

PaauoakTueHoe
n3ny4yeHue
PeHTreHoBcKoe
U3nyyeHue

GakTopbl, Bbi3blBAKLLME
MyTaLuu

| e

Temneparypa

XON0J0BOW LLIOK
Bbicokue
Temneparypsbi

KonxuuuH
HUKOTUH

\

HeopraHuyeckue
KncnoTbl

A3oTuUcTas
KMUCNoTa

Wnput
[‘a308Bble
BbIOpOCH!

NPOMBbILLSIEHHBIX
NpeanpUaATUiA




iHAYES ble

CNOHTaHHLI pegHble

[eHHbIe 4 v})mamqecme

[eHOMHBbIe v

[eHepaTuBHbIE
XPOMOCOMHbIEe



['eHHble (TOYKOBbIE)

O6ycnoBneHs! U3MEHEHEM
0AHOrO reHa

XpOMOCOMHbIE MyTaLii [ €HOMHbIE MyTaLM

Bbi3BaHbl M3MEHEHWEM YucTa
XPOMOCOM

[po1CX0AuT U3MEHEHHe
CTPYKTYPbI XPOMOCOM

3ameHa 0Horo unu
HECKOMBKMX HYKNEOTUAOB,

yTpaTa Unu yABoeHue
HYKNEOTH0B B npeaenax
OHOTO reHa

YTpata YacTi XpOMOCOMb!,
NOBOPOT Y4aCTKa XPOMOCOMbl,

MEPEHOC XPOMOCOMbI Ui
y4acTka Ha HeroMonoruyHyo
XPOMOCOMY

KpaTHoe yBenu4eHue yucna
XPOMOCOM (MONUNAOMAUS) Ui

HEKPATHOE YMEHbLUEeHNE UniA
YBENMUYEHWE YKCNa XPOMOCOM




I eHOMHBIE g

XpPOMOCOM
Npumep -

HacrneacTBeHHoe ' |
3aboneBaHue ii i ii H

Bo3HUKaeT n3s-3a T1oro,

o ii ii 33

rOMOJ1IOIr'M4HbIE

XPOMOCOMDbI, a !g 33 1“ “ gﬂ ;i

(Tpucomums).
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HOpMaAJibHaa XpomMmocoma
XPOMOCOMHBIE PN
MOP(OJIOTrUM OTACIbHBIX A B C D E _F E _F

=g I B =
XpOMOCOM AynavKaums

K L M N E F
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TPaHCNnoKauusa

B E F
E2]

A D C
[ [
MHBEpCUN

Deneuunu - vyAalrieHue

Jo TpaHCIIoKaIkH IMocre TpaHcOKaIHEH

Xpomocoma 20 HzmeneHHas xpomocoma 20

y4acTKOB
—> Oynnukaumm — yaBoeHue
J Y4acCTKOB
TpaHcnokauuum -

nepemMelieHne y4yactkoB

Xpomocoma 4

UHBepcuun — nepeBOpPoOT
y4acTKOB




Thr-

Val-Pro-Tyr-Val-Cys

- BcTaBka ocHOBaHui
ACCTGCGTGCCAAATGTGTGC

Thr-Cys-Val-Prc-Tyr-Val-Cys

ACCTGCGTGCCAGTACAATGTGTGC

Thr-Cys-Val-Pra-"he-Gin-Cys-Val



e HocAT He
HanpaBneHHbIN XapaKTep
* [lonesHbl, BpeaHbl Unn
HeUTpPanbHbI



R1aCCHOUKALMSA MyTLI

110 BAHAHHIO HA KH3HECTIOCODHOCTb 0CODRI

S

Myraimy

Bpe1Hbic (T6Tanbtbit

WK T1071y7€TabHble)

HeimpanpHble

|lonesnbie




 Knaccudurauus Myrauuii
10 THIY /1€ IbHBIX B3AHMOJCHCTBHH

—

Myratuu

A

JlOMUHaHTHBIE

PenieccupHbie




ast U3AMeHYUBOCTb

Pa3Hoobpa3ue ¢peHomuros,
803HUKarouwjux y op2aHuU3mMos
O00UHaKo8020 2eHomurna noo 8J/IUSSHUEM
ycrioeuu cpeosbi



npu3Ha
YCIiOBUM C
 MaccoBbl

* HoCcAT HanpaBneHbIN XapakTep
e [lone3Hbl, UMEIOT
npucnocoouTesnibHoe 3Ha4YeHune



OKpY. mea

gpemMeHU 200a,
3Kosio2udeckol ob6cmaHo8KuU,
op2aHU3Mbl MO2ym pa3eusambcCsi Mo-
pa3HoMmy.



KayecTBeHHbIe

-OKpacka
-Popma
-LiBeT rna3 u np.

KonunyecTtBeHHbIE

viacca
-PocT
-XupHoCTb
MOJIOKa

-BennuuHa yaos
-CkopocnenocTb




OWHe
rNMPU3Hak, >06HOCMB

gpopmupoeamsb
oripeodesiEHHbIU ghbeHoOmMuUr 8
KOHKPEeMmHbIX yCJ108USIX
cpedbl, m.e. HOpMy peaKuyuu

Hopma peakuuu — npepgensbl, B
KOTOPbIX BO3SMOXHO

N3IMEHEHUE NPU3HAKOB Y

"B ANT=AA FEAALlIAANAS=S 4T A



YactoTa nposiBreHns
NpU3Haka

BenuunHa oTKIIOHEHUS
NPU3HaKa 0T CpeaHero
3HaYyeHus




HOPMA PEAKLWU NPU3HAKA

[eHOTUN OnNpeaenseT HopMy peakLun npusHaka

A o |
& * . - A - e
HebnaronpusitHble BnaronpusitHble
yCoBusA cpefbl yCrnoBsus cpeapi

YcnoBusi cpeibl onpeaenstoT KOHKPETHOE NPOSIBIIEHNE NpU3HaKa



Pork MORHGIKALMOHHO
N3MEHYNBOCT BIMpupoae
BeJiVKa, TaK Kak oHa
obecnevynBaer opraHn3mam

BO3MOXHOCTbE B T€EHYEHNE NX
OHTOIeHE3d

adanmupoeambCsi K
N3MEHALNMCS VCIIOBUAM
BHeELlHeU cpeabl.



MoavnkaunninposiBisloTCA 6
meyYyeHue eceu’ku3HU opeaHuU3ma,
NO3BOJISIS EMY CYLLECTBOBATH 8
KOHKPEemHbIX Y/ C/i08USIX CPEOLI
obumaHusi.



cTpenonu




OHTOreHeETNYEeCKaaaMEeHUYNBOCTb

OHmMmoz2eHemuyeckas unu
go3pacmHa "Mﬂ NEMEHUYNBOCTD -
3SaKOHOMEPHBIENSMEHEHUSA
OopraHu3Ma, NPon3oLIEALINE B XO04e
ero VHAVBNAYanbHOLO pa3BUTHUS
(OHTOreHes3a).

Bce oHTOreHeTn4Yeckme naMmeHeHus
npegonpeneneHbl
HacsiedcmeeHHbLIMU ceolicmeamu
(2eHomurnomM), KoTopble YacTo
U3MeHSrmcs 8 xode OHMmMo2eHe3a
Moo eo3deucmeueM 8HYMpPEeHHUX
UuJsiu BHEWHUX ¢ghaKkmopoe CpeOosbl.



1. T'enomu BOCTDH —

& KOoMOUHamue H3MEHYUBOCTD;

& MymauuoHHasa N3MEHYUBOCTD.

2. IHumonnazmamuueckan
N3MEHYMBOCTH — HACJIEJACTBEHHO
3aKpPeIJICHHbIE U3MEHEHUS,
CBSI3AHHBIC C HOCUTEJIAMU
reHETHYECKOU HH(POPMALIAM —
MUMOXOHOPUAMU WIIH
XJ10PONIACMAMU.



LI,|/|I ;rlomas | ECKas
Ha‘c‘Mﬁ”‘ne CIBEHHOCTL

KrneTo4HbIE CTPYKTYPBIIC COOCTBEHHOMN
NHK:

o XJsioporisiacmbl (CTPYKTYypa 6ENKOB
XJIOPOMJIaCTOB HE KOHTPONIUpyeTCcs
AAPOM KIETKW; XNoponsiacrbl
CMOCOOHbLI CaMOCMOoOsIMesIbHO
pa3MHOXaTbCs, HO CaMO pa3MHOXeHune
KOHTponupyetrcd saepHou OHK);

°* MUMOXOHOPUU TaKXe UMEIOT
cobcTBeHHYO JHK, CMOCOOHbLI
CaMOCTOSITESIbHO pa3MHOXaTbCH B

KIieéTKe N rnepenarotcsd N3 KJIieTk B
KMNeTKV N0 MamebDlIHCKOII NTUHUW




