BBeneHue B
3aKOHOMEPHOCTH
N3MEHYNBOCTU



NcTopuyeckasn
rnepcrieKTmBa

nccnenoBaHUg
N3MEHYUNBOCTH

N3yuyeHne naMeH4YnMBOCTM HaYvanocb ¢ [lapBuHa un
MeHpens, a 3aTeM pa3BMBaAIOCb C OTKPbITUEM
cTpyKTypbl 1HK n MexaHnamMoB HacnegoBaHMe,
PACLUMPAOLWMNX MOHUMAHUNE TEHETUKMN.

il
{




OnpepeneHne NsMeHYNBOCTU

N3MeH4YMBOCTb — CNOCOBHOCTb OpPraHM3MoB NPMobpeTaTb HOBbIE
MPU3HAaKM Mo BIMAHUEM BHYTPEHHUX M BHELLHMX (DAaKTOPOB,
obecrneymBasa aganTauMio K OKpy>KaloLen cpene.

OHa npoaBnsaeTca Kak pa3dHoobpa3ne PeHOTMNOB, OTPa*KatoLLLMX
Pa3INYMA BHYTPM NONYyNAaLUMA U BUOOB, YTO NMOBbILLAET
O1OTIOrNYEeCcKyo M1acTUYHOCTD.

BbioenatoT aBe oCHOBHble POPMbl: FEHOTUMUYECKYIO, CBA3AHHYIO C
N3MEHEHNAMWU B Hac/leACTBEHHOM MaTepuane, n OeHOTUMNYECKYIO,
BbI3BaHHYIO BIMAHNEM Cpefbl.




[eHOTUNMYeECcKasa u
deHoTNNYEeCcKaa N3SMEeHYUBOCTb

[eHOTMNMYECKaA N3MEHYMBOCTb 0O6yCNnoBIeHa MyTaLMAMN,
pekoMbuHaumen n nepecrtpovikamm B JHK, nexxkawmmm B
OCHOBE HaceACTBEHHbIX U3MEHEHUM U 3BOMOLMOHHOIO
npouecca.

PeHoTUNMYECKaa N3MEHYMBOCTb hopMUpyeTca nox,
BO3ENCTBMEM CPpeabl, CO34aBasA U3MEHEHUS B NPOABIEHNM
NPU3HAKOB 6e3 N3MeHeHUM B reHax, YTo obecrneymBaeT
KPaTKOCPOYHYIO afanTaLuio.




Knaccndbmkauma suaos
N3MEHUYNBOCTMU

HacnepcrtBeHHaa M3MEHYMBOCTb BK/IIOYAET MYTALIMOHHYIO, CBA3AHHYIO
C UBMEHEHUAMU CTPYKTYPbl TEHOB 1 XPOMOCOM.

KoMbuHaTMBHAA N3MEHYMBOCTb MpPpoABTIAETCA B HOBbIX COYETAHNAX
reHoB B NOTOMCTBE NMpn NnoJioBoM pa3MHOXXEHNN.

HenacnencrBeHHaa (MoandmKauMoOHHAA) USMEHUYMBOCTDb
obycnoBneHa BIUAHMEM Cpeabl U He NMepeaaeTca NOTOMCTBY.

Knaccnpumnkauma cTponTca Ha cnocobHOCTU NPM3HAKa NepenaBaTbCs
No HacneacTBy M MEXAaHU3MAX ero BO3HUKHOBEHUA.



KoMbuHaTUBHaAd MaMeHYUBOCTb

[MponcxognT B npoLecce Meo3a 6narogaps He3aBUCKUMOMY
pacrnpeneneHnio XpoMOCOM M KPOCCUHIOBEpPY, Co34aBas YHUKa/IbHbIE
coYeTaHUsA reHoB Y NMOTOMKOB.

CnyyanmHoe onnogoTBOPEHME AO0MNO/THUTENbHO YBENNYMBAET
reHeTMn4yeckoe pa3sHoobpa3me B NonynaUuMax yepes passindyHblie
KOMOUWHaUMM raMer.

KoMbUHaTBHAA U3MEHYMBOCTb ABNAETCA KINOYEBBLIM MCTOYHUKOM
BHYTPVBMO0BOIro pa3Hoobpa3uns, nogaep*<mBad aganTUBHbIN
noTeHumarn.




MoandpukaumoHHasa
N3MEHYMNBOCTb

PopMupyeTca noa Bo3gencTBMEM PAaKTOPOB cpebl, TAaKNX
KaK TeMnepaTypa, BNa)XHOCTb, MMTaHMeE, Bbi3blBasd
obpaTMble N3MeHeHUA BO BHELLIHEM Buae 1 yHKLMNAX
opraHmM3Ma.

Takoro poga MaMeHeHUsa He MeHSAIOT FreHeTUYECKUM Ko, U He
HacnenyTCcd, HO MO3BONAIT OPraHM3My M’MHOKO pearvpoBaTb
Ha M3MeHeHWd YCI0BUM cpeapbl.




[eHHble MyTaunyM —
TOoYeYHble UBMEHEHUSA B
nocnepoBaTtenbHocTn AHK,
NpMBOASALLME K UBMEHEHUIO
dbyHKUMM 6eNKOB.

XPOMOCOMHbIE MYyTaLUK
BK/IIOYALOT Aeneumm,
OYyNAUKaumMmM U MHBEPCUW,
BVAIOLWME Ha CTPYKTYPY
XPOMOCOM W KPYyMHble
YYaCTKM MeHOB.

MyTauMoHHad U3IMEHYUBOCTDb

[€@HOMHblE MyTaUMUN MEHAIOT
YNC/1I0 XPOMOCOM,
NPOoABNAACH MOANNIONONEN
NNV aHeynonanen, 4Yto
MOXXeT bbITb 0cobeHHO
3HaYMMbIM B 3BOIOLUMU
pacTeHUI.

MyTaumm MoryT 6bITb
BpeOHbIMU, HENTPAIbHbIMU
NN NoNe3HbIMKU, CO3aaBad
HOBble (DEHOTUMUNYECKME
BapuaHTbl 1 obecnevmBas
CblIpb€ A/15 3BOOLUMN.




CpaBHeHMe TUNOB U3SMEHYNBOCTW

Tabnuua nokasblBaeT OCHOBHbIE
XapaKTEPUCTUKMN HACeaCTBEHHOM U
MOANPUKALNOHHON NM3MEHYNBOCTU C
npuMepamMmm U MexaHnaMaMm BO3HMKHOBEHUA.

HacnepcrBeHHas n3SMeHYMBOCTb hOopMUpyeT
OO0/ITOCPOYHOE 3BOJIIOLMOHHOE pa3Hoobpa3une, B
oTIn4Yme oT obpaTtuMon MoandP1KaLNOHHOMN.

O6pa3oBaTenbHble MaTepMabl NO
6ronormm

Tun
Hacnepyetca | NMpuuuHa Mpumep
U3MEHUYNBOCTU
PekombunHauus un PacuienneHune
KombunHatnsHas da cny4aiHoe NPU3HAKOB Yy
ONnJI0A0TBOPEHME | MOTOMKOB
i3meHeHua B
MyTaunoHHas Ja CTPYKTYype reHoB ANMbOUHN3M
N XPOMOCOM
. Pa3BuTtble
Bo3agencrene
MoandomkaunoHHas | Het MbILULbI Y

dhakTopoB cpeapl

CMOPTCMEHOB




3aKoHbl MOANDPUKALLMUOHHOMW
N3MEHYNBOCTU

3aKOH HOPMbI peaKLUMnN YTBEPXKOAET, YTO KaXKa,blM
reHoTMN NPOSAB/AET NMPU3HAK B onpeaeneHHbIX
npepenax Nnpu M3MeHeHMM yCnoBUi cpeapbi.

PopacTtBeHHble OpraHnU3Mbl JEMOHCTPUPYIOT CXOOHbIN
cneKTp PeHOTUNOB NPW OQMNHAKOBbIX BHELLUHUX
YCNTOBUSAX, YTO CBUAOETENBCTBYET O FeHETUYECKMX
OrpaHNYEHNAX.

[ToyMepoM CNy>XUT N3SMEHEHME BbICOTbl PAaCTEHUI NMPU
PAa3HON OCBELEHHOCTU NP HEM3MEHHOM FrEHOTUNME,
NoKa3blBatoLW,ee aganTUBHYO NIaCTUYHOCTD.




HopMa peakuunu npm3HakKa

— | Hopma peakuuu pocTa oBca Npy pas/iM4yHol MHTEHCHBHOCTH OCBELLEH
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HopMa peakunm 0EMOHCTPUPYET, YTO OAUH 25
FEHOTWUM B Pa3HbIX YC/I0BUAX MPOABNAeT 20
LLUMPOKNI Anana3oH PEeHOTUNMNYECKNX 3HAUYEHWN

NPW3HaKa. 2TO NOAYEPKMBAET BaXKHOCTb Cpeabl 15
018 NPOSABNEHMNSA HaceAyeMbIX MPU3HAKOB.

Pa3znnuuma B nMHMax rpadrka MNoKa3bIBaloT, YTO N
reHeTn4yecKkmne ocobeHHoCTM onpenensatoT @\&
npegenbl aganTUBHbIX M3MEHEHUIN NMPU3HaKa, a Qc.?’

cpena 3a4a€eT paKkTuyeckoe NnpodaBieHume.

Hayu4Hble gaHHble MO pU3nonornm
pacteHu, 2020



MexaHN3Mbl BOBHUKHOBEHUA
MyTaLnn

CnoHTaHHble MYyTauuUu

CnoHTaHHblE MyTaLMM BO3HMKAOT 6e3 BHeLHero Bo30encremns, o6bl4HO
n3-3a ownbokK B Npouecce pennnkaunm OHK nnv npn HeBepHoM
PEMOHTE rEHETUYECKOro MaTepmana. Ty MyTaumnm BCTPEYaroTCS
eCTeCTBEHHO W1 3a/10)KeHbl B 6MON0OrnMmn KNETOK.

MHpyunpoBaHHbie MyTaummn

NHaoyumpoBaHHbIE MyTaUUKM CBA3aHbl C BO34ENCTBMEM BHELLHUX
haKTOpOB — MyTareHoB, TAKUX KaK pagMmauns, XMMM4YecKme coeanHeHnsd
n BuUpycbl. OHM 3HAYNTENBHO MNOBbLILLAIOT YaCTOTY UBMEHEHUI B FreHaxX U
BbI3bIBalOT pa3Hoobpasne MyTauMoHHbIX 3 eKTOB.




Ponb naMeH4YnBOCTU B 3BONIOLUN

N3MeH4UYMBOCTb obecneymBaeT HacegyemMoe pa3Hoobpa3me
NpuU3HaKoB, HeobxoanMoe Ond OencTBua ectectBeHHoro otbopa um
aganTaLunm opraHM3MoB K cpefe.

Pa3Hoobpa3ne peHOTUMOB YBE/IMYMBAET WWAHCbl NONyNaUMn Ha
BbXKMBaHME NPU U3MEHEHUU SIKOJTOTNYECKUX YCITOBUIA U Bopbbe ¢
KOHKYpPEeHTaMMu.

OTCYTCTBl/Ie N3MEHYMBOCTU BEOET K CHUXKEHUIO aganTUBHOIO
notTeHumnasa n BO3SMO>XXHO BbIMNPaAHWNIO, YTO I'IO,EI,L-IépKVIBaeT ee
3BOJTOUNOHHYHKO Ba>XHOCTb.




[TpnMepbl NposABNeHUA N3SMEHUYMBOCTMU

Pa3Hoo6pa3ne oKpacKu KpblsibeB
6abouek

PasHoobpa3ne oTTEHKOB 1 PUCYHKOB Ha
Kpblbax 6abo4yeKk NoMoraeTt um
MaCKMPOBaTbCA UM OTNYIrMBaTb
XULWHMKOB. TU BapuvaLlmnm BO3HUKAOT
6narogaps reHeTUYeCcKom u
MOONPUKALMOHHOM N3MEHYNBOCTU B

YcTtonumBocTb 6aKTepun K
AaHTUOUOTUKaAM

HekoTopble 6akTepunmn npnobpeTaloT

MyTaL MW, NO3BOIAIOLLIME UM BbXXMBATb MNP
NevyeHnn aHTUbMoTUKaMN. ITo NpUMep
ObICTPOro NrEeHETUYECKOro U3MEHEHUS,
KOTOPbIM UTPaET KHOYEBYIO POJIb B UX
MPUCNOCOBNEHNN U SBOJTIOLIUN.
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[eHeTUKa M N3MEeHYUBOCTDb

[eHbl cogep><aT UHCTPYKLUUM ONd cMHTE3a 6enKoB, onpenenaowmnx
CTPYKTYPY N PYHKLMNKN KNETOK, dOPMMPYHd OCHOBY A1
dbeHOTUNMUNYECKNX PA3NYNNA.

AnnenbHblie Bapnaumnm B reHax co3garoT pa3Hoo6pa3me reHoTunrioB m
MO3BOJIAKOT MpPoAB/IATbCA HOBbIM Hac/ieayeEMbIM MNMPMN3HAKaM B
MOTOMKaAX.

[eHeTnYecKmne KapTbl MOMOratoT JIOKaAM30BbiBaTb y4YacTkmn OHK,
OTBETCTBEHHbIE 3a Pa3Hble BUObl U3BMEHYMBOCTU U CMOCOOCTBYIOT
HaY4YHbIM U3bICKaHUSAM B FrEHETUKE.
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[1lpoLecc BOBHMKHOBEHUSA
N3IMEHYNBOCTU

NCTOUYHUK: COBpeMeHHaFI reHeTrKa n buonorus Pa3BUTUA




BnuaHmne nuaMeHYMBOCTU Ha
MeaAUUUNHCKUNe nccriepoBaHuUA

[eHeTn4yecKaa N3MEeHYMBOCTb MOMOraEeT BbIABMATb
npenpacriosiioxXeHHOCTb K HacJ1ieACTBEHHDbIM 3aboneBaHMAM, NO3BONAA
npoBoaANTb CBOEBPEMEHHYIO ONATHOCTUKY U I'IpOCbl/I}'IaKTMKy.

[lepcoHann3anpoBaHHaa MeguMLUMHa OCHOBbBIBAETCHA Ha M3YYEHUU
MHOMBMOYANbHbIX FEHETUYECKUX BapUAaHTOB A/19 Bbibopa
3dhpeKTMBHBbIX 1 Be30nacHbIX METOA0B JIeYeHUS.

PapMaKoreHoMmnKa nay4vaeT BANAHNE TreHETUYECKMX 0OCOBEHHOCTEN
Ha peaKLUUIo opraHmM3Ma Ha JIeKapCcTBa, Y/ydllasa MporHo3 Tepanumu.

3MeH4YMBOCTb reHOB CrocobCcTBYET pa3paboTKe HOBbIX
BMOTEXHONOIMA U TEPANEBTUYECKUX CTPATENrMM, MOBbILLAA Ka4YeCTBO
MeONLMHCKOW NoMOLWN.



CTaTUCTUKA 4YaCTOTbl MyTaLUA

B YacTtoTta myTaumii y pasHbix OpraHn3mMoB
2.00000000E-7

1.80000000E-7

. 1.60000000E-7
YacTtoTta MyTaunn 3aBUCUT OT OpraHn3Ma u

Hann4Ma MytTareHoB. IHTEHCMBHOCTb MyTaL Ui 1.40000000E-7
MOBbILWAETCA NO4 BO3OENCTBUEM XUMUYECKUX U
dbmn3nyecknx dbaKkTopoB. 1.20000000E-7

1.00000000E-7

MYTaLI,VIOHHbIe npoueccbl Pa3/1IM4aOTCA Mo 8.00000000E-8
4acCToTe, UTO Ba>XHO YYNTbIBATb OJ14 €70 6.00000000E-8
ncnoJjib3oBaHMA B MegmnumHe N Ce1EKUNN.

4.00000000E-8

2.00000000E-8

CoBpeMeHHble UccneoBaHUsA FreHeTUKH, 0

2023 Uenosek MbILLb Baktepus MweHnua




JKoJIorMuyeckue acnekrbl
N3IMEHUYUNBOCTU

BbicoKada reHeTM4YecKass U3SMEeHYNBOCTb CI'IOCO6CTByeT
adanTaunnn BnMgoB K sKOJ1I0NrMYECKMM NSMEHEHUAM U
COXPaHEHNIO 61oTIorMYecKoro pa3Hoo6pa3Mﬂ.

Hun3skasa naMeH4YMBOCTb NMOBbILLAET PUCK BbIMNPAHNA
N3-3a ONMPaHN4YEHNA CrocobHOCTH adalfNnTnNpoBaTbCA K
HOBbIM YCJ/10BUNAM Cpenbl.

NH6pUMOMHI NPUBOOUT K COKPALL,EHUIO
BapnabenbHOCTM M POCTY aHOMaIMM, YTO HEFATUBHO
BMAET Ha YCTONYMBOCTb NOMNYASLUNN.




3aKOHOMEPHOCTW
N3MEHUYMNBOCTMU: KNIOY K

Pa3BUTUIO N COXPAHEHMUIO
XU3HM

3HaHMe 3aKOHOMEPHOCTEN M3MEHYMBOCTU PAaCKPbIBAET MYTW 3BOTIOLUU
N MHHOBaLMN B 6MoONOrmm, MeguumHe 1 3Ko0rnm, oTKpbiBas
BO3MOXXHOCTU ON19 YCTOMYMBOro byayuiero 4yenoseyectsa 1 Npupoabil.
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