MUKpPO3BONIOLNA: OCHOBHbIE
NMOHATUA U aKTYAaNNIbHOCTb

[Tpouecchbl UAMEHEHNA MTEHETUYECKUMX
MPU3HAKOB B NMonynaumax ogHoro Bmaa,
bopMUMpyroLLMe pasHoobpasme.







MyTayumnm — CroHTaHHble UBMEHEHNA B
HHK: 3aMeHa HykKneoTnagos, aeneumm u
OyNnnMKaunm gparMeHToB, a TakXe

nepecTponkm xpomMocomM. OHM Cco3aatoT

OCHOBY [O/19 FreHETNYECKOro pa3Hoobpa3na.

YacToTa MyTauuMii y YerioBeka oLeHMBaeTcH
NPUMEPHO B O4HY Ha CTO MUISTMOHOB
HYKTeOTUO0B 3a MoKoJieHWe, obecrneymBad
MOCTOAHHbIM MPUTOK HOBbIX BapWaHTOB.

ToyeuHble MyTauum NPUMBOOAT K 3aMeHe
OOHOro HYKNeoTMnaa B reHe, YTO MOXKET
NOBMMATb Ha PYHKLMIO 6enkKa u
NPOABUTbCA B peHOTUMNE, CNY>Ka
MaTepuanom gaa otéopa.

1o addeKTy MyTaLnm BblBatoOT BpeOdHbIMU,
HeWTPanbHbIMUN UMM MONE3HbIMU;
nocrnegHme cnocobCcTBYIOT aganTaLMm U
3BOSTIOLMOHHOMY Mporpeccy BMaa.



TAKOBa OO0OJ14 UueieBOoro YacToTbl annenem N3MeHaTCq
ObICTPO B MPUCYTCTBUMM
aJlJ1eJ14d, KOTOPYIO OH MOXET

CceJIEKTUBHOIO OaBJ1IEHNH, HUTO

NOCTUTITaTb B HECKOJ1bKNX MOAPOOHO AEMOHCTPUPYIOT
3KCMNEPUMEHTbI M MPUPOLHbIE
[MTOKOJIEHUNAX 1O HabnOeHUS.

0encTBmeM CUSIbHOTIO
oTOOpPAa.

4 ViccnegoBaHWSA 3BOTIOUMOHHOM reHeTukun, 2020






NHOyCTpUanbHbIN
MeNaHNn3M
6epé30BOon NAEeHULbI

B XIX Beke B MpOMbILLUIEHHO
3arpa3HEHHbIX PanoHax
AHIN yBENMYMBaANOCh
KO/TMYECTBO TEMHbIX GOPM
6epé3oBon NageHnLbl —
KNacCUYeCcKnim npmnmep
agantTaum K UBMeHEHHOW
cpene 4yepes eCTeCTBEHHbIN
oTOO0P.

JloKa3biBaga pob
OT6OpPa B U3MEHEHNU
nonynaunm

I3MeHeHMe 4acToT OKPacoB
y 6epé3oBon NageHMLbI
NoOTBEPXOAET, UTO
BbIXXMBAIOT N PA3MHOXXAOTCH
OCOobBU C nydluen
MACKMPOBKOMW,
OEMOHCTPMPYA HAarNggHoO
MnpoLecc eCTeCTBEHHOIO
oTbopa.



[TocTOAHHOE BO3O0eNCTBME aHTMOUMOTUKOB
CIYKXUT CUNJIbHDBbIM CEJTEKTUBHDBIM CI)aKTOpOM,
YCKOPAKLWLNMM PacChnpocCTpaHeHmne yCTOl;IL—Il/IBbIX
BAPWNaHTOB.

[JaHHble UNTIOCTPUPYIOT MEXaHM3M
MCKYCCTBEHHOro otbopa B GopMMNPOBaAHUNN
PE3NCTEHTHbIX MONYyNALUMM 6aKTepUm.
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Hay4Hbie ny6amKaLmm no Mukpobuonorim, 2021



3HavYeHuMe Murpaumm ana reHeTn4deckKoro
pa3HOO6pa3unsa

[lepeMelBaHMeE reHoB [MpepoTBpalleHne MH6PUONHIA

Murpauma crocobcTByeT O6MeHy Ba>kHo ANng nogaepXaHnsg 30000BbS
NonNynaunm: MUrpaLmna CHUMXXaeT PUCK

reHEeTUYECKON MHPOPMaLUMeEN MeXay
nonynaunaMmm, NoBblLLaa BapmabennbHOCTb U ONMN3KOPOOCTBEHHOIO CKPEeLLMBAHUA U
NpenoTBpaLlag UM3onaumio. CBA3aHHbIX C HUM Mpobnem.

YCcKopeHMe aganTtaumnm

Bnarogapa Murpaumm nonynaumnm obictpee

NnPpMobpeTatoT aganTUBHbIE MPU3HAKU B
OTBET Ha M3MEHAOLLIMECHA DKOTOrMYecKme

yCNOBUA.



HoBble BBoaAaTt

MyTaunmn BapuaHThI MepnneHHas CnyyanHas reHeTu.
OHK HOBU3H
Tabnumua oTobparkaeT MCTOYHUKN M3MEHEHNI [eHeTnyeckunn CnyyainHble . Cokpau
. [lepemeHHasa Cny4yanHasa
1 UX KITtoYeBble 0COBEeHHOCTU, BIINGoLMe Ha apend konebaHws Bapnab
adartaunio OpraHM3MOB.
CenektneBHoe Ynyuuue
OT160p bbicTpas LleneHanpaBneHHas
nasneHue apganTal
OTH60pP O6bLICTPO U LleneHanpaBeHHO
M3IMeHaeT nonynaunm, MytTaumm OatoT Cblpbe [lepemellyeHmne MoBLILL
0151 U3SMEHEHUN, OApend 1 NMOTOKM MreHOB [10TOK reHoB Mexay CpeaHsis CwmellaHHas 0aBHOO!
nonynaymnamm

BIIUGAIOT Cly4YaMHO N CMELLIQHO.

YyebHukK obLyert buosnorim, 2023



2PPeKT OCHOBATENSA Y
APU30OHCKOW ALLepULLbl
Hebonblaga rpyrnna ocHoBaTenemn
co3fana nonynauunto
YHUKaNbHbIM HABGOPOM annenen.
2TO UNNIOCTPUPYET BINGHUE
CNYyYaMHbIX MPOLECCOB Ha
reHeTUYeCKMIM COCTaB MarleHbKMX

FMPEYInr.

ByTbl/TIOUHOE ropP/blLLUKO B
NonNynaLnax
Pe3koe cokpalleHune
YMCEHHOCTU YXNBOTHbIX

NPUMBOOUT K yTpaTe
reHEeTUYEeCKOro pa3Hoobpasng,
3aMeLlas McxogHble BapUaHThl

Y3KMM HabOPOM COXPaHAOLLMXCA

annenewn.

[ToTeHUWManbHble NOCeOCTBUSA
npenda
[eHEeTNYECKUN OPpeEND MOXKET
CrocobCcTBOBaATb PUKCALNU
BpeaHbIX annenen, CHMas
NPEUCNoOCcoObNEeHHOCTb
OPraHM3MOB 1 YBENMNYMBASA PUCK

NMCHE3HOBEHWA MONMyJAduUnNn.




MoToK reHoB U opMUpoBaHMe BHYTPUBULAOBOWN
U3MEHYMNBOCTMU

01 02 03

[TOTOK reHOB NpeacTaBngeT CKpelmBaHMe nonynaumm PdparMeHTauma cpenbl
cobon obMeH BOJIKOB Ha rpaHuLe NI KOPMOBAas M30M9L M4
reHeTUYeCKMM MaTepmaniom DUMHNAHOMM N Poccum orpaHMYMBaEeT O6MeH
MeXAy rnonyndaumnamMmuy, 4To npenorBpaLlaeT reHaMu, 4YTo yBeMUYMBAET
CMOCOOCTBYET YBENMUNYEHUIO MHOPUOMHE U yNydLllaeT PUCK MHBPUOMHIA U
reHeTHN4eCKOrlo YXMN3HEeCMNoCOBbHOCTb CHWYXaeT afdanTMBHbIE
pa3Hoobpasna u U MNOTOMCTBa 6/1arogaps BO3MOYHOCTU

CHWYXEHMIO Pa3inymm MOABMEHWNIO HOBbIX M30MMPOBAHHbIX TPYMM
Mexay N30MNPOBaAHHbIMU annenewn, nogaep>xxmBag SKUBOTHBIX.

rpynnamMmu. 300pOBbe MNONYNALUN.
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[eorpadpumyeckas M aKoNorm4yeckKas
N3019UMAa orpaHn4YmBaeT OoMeH reHamu,
YTO BEOET K 06Ppa30BaHUIO YHUKATbHOTIO
annenbHOro cocrtaBa B Nonynaumnax. 1o
CMocobCTBYET HE3ABMCUMOMY
AKKYMYNATUBHOMY M3MEHEHMUIO
MPOU3HAKOB.

[TonMepoM cny>xXmT 6ypbi MmegBenb Ha
ANEeyTCKMX OCTPOBAaX, reHeTUYeCKU
OTIMYaOLWMMNCA OT MaTEPUKOBbIX
cobpaTbeB. Takad M3019LLMA MOYXKET CTaTb
Ha4YaoM OPMUMPOBaAHME HOBbIX
noaBuMaoB 1 BUOOB.




l[eHeTU4eckue e R SR B
nccrnenoBaHuA O 1 B e e
MMKpoaBonmuMM y IE)/IE;Z?:HUJb_II_);g;)XI_.IyﬂS:lLLVIS:lX N BPEMEHHDbIX
HeJ1OBEKa

AHanmn3 BapmabenbHOCTM reHoB HLA
MOKa3blBaEeT adanTauUnto K
PAa3HOOBPA3HBbIM MHPEKLMOHHbBIM
areHTaM UM naToreHaMm, oTpaxkasa poJsib
eCTeCTBEHHOIo 0oT6bopa B POPMUNPOBaAHNI
MMMYHWTETA HaceeHus.

3yueHne TaKMx MpoLLeccoB NomMoraeT
MOHATb MPUYUNHbI Pa3HOO6Pa3nA
MeONLMHCKUX N geMorpadmyecKkmnx
OCOBEHHOCTEN, OTKPbIBAA BO3SMOXHOCTM
019 NepPCOHaNnM3npPoOBaHHOM MeaUnLIMHDbI.







o

AHTUTEHHbIV Opend U
HOBbIE BUPYCHbIE
LUTaMMb

YacTble MyTaumm B reHax
reMarrfiloTUMHMHA U
HeMpaMmnHMaa3bl NMPUBOOAT
K MOAB/I€HUIO HOBbIX
BapWaHTOB BUPYyCa rpunna.
STV U3IMEHEHUSA TPEOYIOT
eXxerogHoro obHoBeHunsa
BaKUWMH 019 3PPEKTUBHOM
3alUUTbl HAceneHus.

Ponb
MUKPO3BOJTIOLINM B
ANMOEMUNAX rpUnna

Bbicokaqa CKOPOCTb
2BOJTIOUNIN BNPYCa
CI_IOCO6CTByeT MOCTOAHHOMY
BO3SHUKHOBEHWNIO SINMMOAeMUNN.
CeneKktnBHOE gaBneHme
MMMYHWTETa N JIEKapPCTB
YCKOP4HET nodprieHne
YCTONYHMBDBIX LULTAMMOB,
YCINOXHAA
AMMOEMMNONOIrMYECKNI
KOHTPOJIb.



J1Ta6bopaTopHbIE IKCNEePUMEHTbI: 3BONTIOLUSA Y
apo3odun

K 30-My MOKONEHUIO pa3nmumsa YCUIUINCH,

MCCﬂeﬂ,OBaTeﬂV] Ha4allA V]CKyCCTBeHHbH;] OT60p

,D,pO3OCI>VU-| Mo ONUTENTbHOCTU YXU3HW, BblOoenasa noarsepanmB PoOJib cenekKummt 1 MSMeH4YMNBOCTH B
o SBOJTIOUMOHHDBIX MpouecCax N noganep>xans

ocoben ¢ MakKCUMallbHbIMU M MUHUMaATbHbIMU COBPEMEHHble TeopUM aganTaLnn.

SHa4EeEHUNAMU TTPN3HAKaA.

Yepes 20 NoKoneHnm Habnganmcb 3aMeTHbIe
CIDeHOTl/II_Il/IL—IeCKl/Ie N reHetTndeckKme passimdmnd
Mexxay JIMHNAMU C Pa3HOU
NPOOOJIXNTESJTIbHOCTBIO XXNU3HN.



JdKonormdyeckme n MeaALIMHCKME nocneancrtems

MUKPO3BOJTIOLLUN

19

MUKpOo3BONOLMA BNINAET Ha pPacrnpocTpaHeHne MHbeKLnM,
YCITOXHAA KOHTPOb 3ab0neBaHnM N3-3a MOABNEHUNA PE3UNCTEHTHbIX

LLITaMMOB BO36y,£I,l/ITeJ_Iel;I N rNnepeHOCHNKOB.

BuropasHoobpasmne bnarogaps reHeTM4eCcKoMy pasHoobpasnto
obecrnedymBaeT YCTOMYMBOCTb SKOCUCTEM U NX CMOCOBHOCTb
BOCCTaHaB/IMBATbCH MOC/e CTPECCOB U U3MEHEHUM YCNOBUM cpeabl.

Ype3smMepHOoe aHTPpOoMNoreHHoe BO34eNCcTBME CMOCOOBCTBYET
YCKOPEHUIO HEraTUBHbIX MUKPO3BOMIOLLMOHHbBIX MU3MEeHEeH UM,
NPUBOOA K CHUXXEHWNIO SKONMOrMYeCKOM YCTOMYMBOCTU U
ONONOrMYeCcKoro pasHoobpa3ng.

[MTOHUMaHMEe MUKPOIBOMOLUMOHHbBIX MPOLECCOB Ba)XHO 414
Pa3paboTKM CTpaTErMIM COXpPaHeHMa 300P0BbA YeToBeKa U
OKpY»KatoLlen cpefbl, a TakXKe 019 YCTOMYMBOro yrpaBieHns
MNPUPOOHbIMU PecypcamMm.



3aKnoyYeHue: 3 HavYeHume
MUKPO3BOJIOLUU AN HAYKU U
oobLllecTBa

3ydyeHmne MUKPOIBOMIOLUNM OTKPbIBAET K/HOY K MOHMMAHUMIO MEXaHM3MOB aganTtaumnm m
YCTOMYMNBOCTM OPraHmM3MOB. ITO OCHOBa 4,19 3PDEKTUBHOIO yrnpaBneHmnsa
6bropa3HoobpasmemM, MeanLUMHbI M arpoTeXHOOrMM ByayLlero.



