JBOJIIOLLMOHHAA pPoJib
MyTaLuUn: OCHOBHbIE
3Ha4yeHue 1

MyTaumm — KoY K FEHETUYECKOMY PasHO06pasmio 1

3BOJIIOLIMOHHON aganTauun opraHUu3MoB. \




UcTopuyeckuun B3rnsag Ha
MyTaLun

NccnegoBaHua MyTauum Hayanucb B XIX Beke ¢ onbITOB [yro ge
®pusa. OTkpbiTne HK B 1953 rogay no3BoAno rnyoyke noHATb
MeXxaHU3Mbl UBMEHEHUN FEHOB U UX BJINSIHUE Ha 9BOJTHOLUIO.




YT0 Takoe MmyTauun

MYTaLWIFI — JTO NOCTOAHHOE USMEHEHUE B CTPYKTYpPE UK nocineaoBate/ibHOCTH

n HHK, KoTopoe MO)eT BO3HUKAaTb C/ly4anHO Unu nog BO34eUCTBUEM BHELLUHUX
(haKTopOB.

H Takne nsmeHeHusd MOTYT ObITb HeVITpaﬂbeIMM, HE BJINAA Ha OpPraHn3Mm, a MOryT
NMPUHOCUTDb Bpea UJIN NOJ1b3y, U3BMEHAA CI)yHKLI,MM reHoB.

B MyTaunm GopMUPYyOT OCHOBY FrEHETUYECKOIo pa3Hoobpasusi, Heob6XxoaAnMOoro ans
ajanTtauum BUAOB K OKpYXXatoLlen cpege.




OcHOBHbIe BUAbl MyTaLui C NnpuMepamMm

[eHHble MyTaluuu XpOMOCOMHbIe MyTaluuu [@eHOMHbIe MyTaluuu

BnusiHWe MyTaLumn Ha OTAENbHbIN FeH NPUBOAUT K Takue MyTaLuKM 3aTparMBaoT CTPYKTYPY XPOMOCOM. N3MeHeHMs B uncne XpoMOCOM BO3HUKAKOT BO
n3MeHeHuo 6enka. Hanpumep, npm Cunppom [layHa — npumep TpucomMmm 21-i BpeMs fefleHns KNneTok. TouyeyHble MyTaumn, Kak
ceprnoBUAHOKNETOYHON aHEMUN NPOUCXOANT 3aMeHa XPOMOCOMbI, BbI3bIBaloLLLEN XapaKTePHbIe NPy AanbTOHW3ME, Bbi3blBaOT HapPYLLUEHUS B

aMWHOKUCNOTbI, YTO BNUSAET Ha GOPMY SpUTPOLINTOB. bnsnyeckmne n yMCTBEHHble OCOOEHHOCTM. BOCMPUATUM LIBETA.




[MTpyyYNHbI BO3HUMKHOBEHUA MYyTaL UM

BHyTpeHHMe oln6KN peniuKaumum
OHK

Bo Bpemsa konupoBaHua [IHK MmoryT cnyyatbca
OLUMBKMK, KOTOpble HE Bcerga ncnpaBnsaroTcs, NPUBOAS
K MyTauWAM Ha KNIeTOYHOM YpOBHe.

Bo3geuncrene XmumMmyecKunx
MyTareHoB

XUMHnyeckue BelecTsa — Hanpumep, ankunupyrluime
areHTbl — CNOCO6HbI U3MEHATb ocHoBaHue B [1HK,

Bbl3blBad NoBpexXaeHnd n Mytauun.

BnusHue pusnuyeckunx ¢pakTopos u
BMPYCOB

YnbTpadunonetoBoe nsny4yeHue Bbi3biBaeT
obpasoBaHne TUMMHOBBIX AUMEPOB, @ HEKOTOPbIE
BUPYCbl MOryT BCTpamBaTb cBoM reHoM B [IHK kneTkwy,
HapyLlas eé LesiIoCTHOCTb.




Ponb myTauuu B aBosnoLun

n MyTauum cosparoT HoBble HenpepbiBHbIM NOTOK B be3 myTaunn 9BOMOLMOHHbIE
npu3HaKku, fasas maTtepuarn pasHOO06pasns, BO3HMKaKOLLNK N3MEHEHUSA 6bln bl
ANs1 eCTECTBEHHOr0 0TH0PA, U3 MyTaLuKn, CrnocoobeTeyeT HEBO3MOXHbI, TaK KaK
KOTOPbIN oT6bupaeT Hanbonee aganTtauum BUOOB K OTCYTCTBOBAJ 6bl NCTOYHUK
NPUCMNOCO6/IEHHbIE OpPraHU3Mbl. N3MEHSALLMMCS YCITOBUAM reHeTUYyeCKnX HoBOBBEAEHUMN.

cpenbl.




[lpyumepbl MyTaLuK B
npupoae C 3BOJTIOLLUOHHbIM
3HaYeHueMm

n NHaycTpuanbHbIn MenaHn3M y 6aboyek B BennkobputaHum
NoKasblBaeT, Kak MyTaLus NoMorsa TEMHbIM 6abo4dkam nyylue
MaCKMpPOBaTbCA Ha 3arpsA3HEHHbIX AePEBbSX.

MypaBby 1 Apyrme HaceKoMble NPUoBbpenn yCTOMYNBOCTb K
MHCEeKTULUMAAaM 6narogaps MyTaLUusaM B reHax, YTo No3BOoJInI0
UM BbI)KUTb B UBMEHEHHOW cpefe.




HeuTpanbHbie U BpegHble MyTaLum

n bonblwas 4yacTb MyTaLMin He BIMAET Ha BHELLUHME MPU3HaKu E BpegHblie MyTaLuum MOryT BbI3blBaTb HapyLwleHns paboTbl 6enKoB
opraHM3mMa u cYMTaeTCcs HeEUTpPasibHOMW, HEe HapyLLasa QYHKLUN N NPUBOAUTb K HacneACTBEHHbIM 3ab0fieBaHNAM, TaKUM Kak
6enkos. MYKOBUCLNAO03.

H YacToTa BpefHbIX MyTauun Bbille, YeM NOJIEe3HbIX, U3-3a n Hannyne HenTpanbHbIX MyTaLUn CIYXXUT pe3epBOM AN
CJTOXXHOCTU Nogaep>XaHMa TOYHOCTU B peninkauum u BO3MOXXHbIX 6yaywmx agantaunim npm USMeHEHUN yCnoBum
penapauyun JHK. OKpYyXKatrolleun cpegbil.




PacnpepeneHue TMnoB MyTaLun

BONbLIMHCTBO MyTaLM HE U3MEHSIOT MYHKLMN OPraHn3mMa, HO Aaxe
MaJsibl MPOLIEHT NONE3HbIX UFPAET BaXKHYIO POJib.

ITN AaHHble I'IO,EI,‘-IépKVIBaI-OT, YTO NOoJie3Hble MyTaLl U, XOTA N PeaKuy,
obecneymBatoT 9BOJIIOLUNOHHbIE NMpenMyLLLECTBA.

NccnegoBaHus nonynsiymoHHou reHeTmnku, 2023




[lone3Hble MyTaLuu U UX 3BOJTIOLLMOHHOE 3Ha4YeHue

n [lonesHble MyTaL MK NOBbILLAT BbIXXMBAEMOCTb U
BEPOATHOCTb pa3MHOXEHUS, 3aKPenIasicb B NONyNsLnm
6narogapsi eECTeECTBEHHOMY OTOOPY.

[lpMep — YCTOMUYMBOCTb BAKTEPUI K aHTUOBNOTUKAM,
BO3HMKaloLWasa n3-3a USMEHEHU B reHax, BNMAKOLWMX Ha
6enKN-MULLEHN NeKapCcTBa.

B Takue MyTaLUMUN CTUMYIMPYIOT pasBUTME HOBbIX aganTaLui,
cnoco6cTBYA 40IrTOBPEMEHHOMY U3SMEHEHUIO BUAOB U UX
yCMEeLWHOCTHU B cpefe.
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N3BeCcTHbIe MyTAallUOHHDbIE€ NSMEHEHUA ¥ HeJIOBEKaA

3a0oseBaHue/npu3HaK | Tum myTanum Oco0eHHOCTH
CepnoBUIHOK/IETOUHAS ToueuHas N3meHnénHas dhopma
aHeMUs MyTaLus SPUTPOLIUTOB
CriocobHOCTh
MyTanus B
JlakTO3Has yCBauBaTh MOJIOKO
peryissTopHOM
TOJIEPAHTHOCTh BO B3POC/IOM
reHe
BO3pacTe
Myraiusa B reHe | HapyiueHue
IanbTOHU3M
OTICUHA BOCIIPUATUSA L|BETOB

Tabnuua AEMOHCTPUPYET NPUMEPbI MyTaLMn N NX BIIUSTHUE Ha
OpraHn3M YyenoBekKa.

MyTauun nexkxat B OCHOBe KakK HacneACTBEHHbIX 3a60neBaHUi, Tak u
YHUKasIbHbIX 6UON0rMYECKMX OCOOEHHOCTEN YerloBeKa.

JlaHHble n3 nccenenoBaHNN reHeETUKN YesloBeKa U MeaNLIMHCKOU Jintepartypsbil.
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MyTauum m ecteCTBeHHbIN OTOOP

[ToniesHble MyTauunn noBbliWakOT aganTauMnOHHblIE BOSMOXHOCTU OPraHN3Ma,
n yBE/IM4YNBad LLAHCbl Ha yCrewHoe pa3MHOXeEHUE U nepeaady ycrnewHbiX reHoB
cneagyrouwmmM nNoKoJ1IEHNAMMN.

BpeaHble MyTaLMn 06bIYHO CHUXXAIOT XXN3HECMOCOBHOCTb M YacTo UCYEe3atoT U3
E nonynsauMm nof AencTBUEM eCTeCTBEHHOIo 0T60pa, NoAaepXKMBas 3,0poBbe
BUAa.

Hanpumep, MyTauma nakToO3HOWU TONEPaHTHOCTU y eBpONenucKux nonynaunm
B HanpsaAMYo cBA3aHa C pa3BUTUEM XXMBOTHOBOACTBA U yrioTpebneHnem
MOJIOYHbIX NPOAYKTOB.
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MYTaLIMVI B COBPEMEeHHDbIX TeEXHOJIOIMNAX

CRISPR-Cas9: pesonioyus B pefakTupoBaHum [eHeTUYeCKMe U3MEHEHUS B CeJIbCKOM NepcnekTuBbl MegULUHbI HA OCHOBE reHHoun
reHoma X03fIUCTBE UH)XeHepuun

CRISPR-Cas9 nosBonaeT To4e4YHO U3SMEHATb NcKycTBEHHO BBeZlEHHbIE MyTaL MW C MOMOLLbIO PepakTupoBaHue MyTauuin B KJieTKax YyefioBeka Co3[aéT
nocneposatenibHOCTU [1HK, 4TO OTKpbIBAET HOBbIE 6MOTEXHONOIMI MOMOratoT NoslyvyaTb pacTeHUs C lWaHc 3HEKTUBHOIO NleYeHUs reHeTUYecKnx 3aboneBaHni, a
BO3MOXHOCTY ANsi 60pbObl C HAac1eACTBEHHbIMU NOBbILLIEHHON YPOXXaNHOCTbIO U YCTOMYUBOCTbIO K TaKXe pa3paboTKy NepCOHaNIM3NPOBaHHbIX Tepanun C
3a060/1eBaHMAMMU 1 CO34aHNS YCTONUMBBIX K 60/1€3HAM HebnaronpuATHbIM GakTopam, yny4wiasa npogoBOSIbCTBEHHYHO MWHUMasbHbIMU NOB60YHbIMU 3ddeKTaMu.

KYNbTyp. 6€30MacHOCTb.




[eHeT4YecKass U3BMEeHYUBOCTDb B nonynaauumun

MyTauuu cospatoT
pa3HooObpasune reHos,
hopMuUpyst OCHOBY AN
apanTauum BMaa K
pPa3HOO6pa3HbIM U
MEHSOLWMMCSA YCNIOBUAM
OKpY)XatoLLeun cpegbl.

[Monynsuum ¢ 601bLINUM
YPOBHEM reHeTn4ecKomn
N3MEHYMBOCTM ObnagaroT
NOBbILLEHHOW YCTOUYMBOCTbIO K
ANNAEMUAM U 3KONOMMYECKUM
cTpeccam.

O6paTHasa cuTyaumsa —

reHeTu4yeckoe ogHoobpasune —

BeAET K YA3BUMOCTU U
NOBbILLEHHOMY PUCKY
BbIMUPAHUSA NPU NOABIIEHUN
HOBbIX Yrpos.
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[Mpouecc: BO3HUKHOBEHWEe MyTaLMu U e€ 3BOJTIIOLMOHHASA

cyab6ba

OT CNOHTAHHOM MyTaLMK K NU3MEHEHUIO YacTOoTbl MpMU3HaKa B NONyNsaLUmMn Yepe3 eCTECTBEHHbIN OTOOP

NoasneHue
HOBOIO
NpuU3HaKa

CnyJainHas

MyTauuna

BnunaHune Ha
NPUCNOCOBIEHHOCTb?

OTpuuatensHoe

Ncye3HoBeHUE
npu3Haka

OBOIOLMOHHbIE

M3MEHEHUA B
nonynauunn

. YBennyeHue
EcTecTBEeHHbIN
yacToTbl
oT6Op
Nnpu3Haka
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MyTauum n HacneacTBeHHble 3a6oneBaHus

n HekoTopble MyTaLun Bbi3blBalOT CEPbE3HbIE HOME3HU, HAaNPUMEP, MyTaLUs B FreHe
ancTpoduHa NpMBOAMUT K MblLLEYHOM AncTpodum [ioweHHa, yxyawasa QyHKLUIO MblLL.

MyTauus B reHe pepmMmeHTa PheHyd ctaHOBUTCS NPUYMHON (PEHUNKETOHYPUMN,
E NPMBOAALLEN K HApYLLEHUSAM OOMEHa BELLLECTB U Pa3BUTUIO YMCTBEHHOW OTCTANOCTH
Npu OTCYTCTBUM NIEYEHMUS.

B Tpucomusa 21-1 XpoOMOCOMbI Bbi3blBaeT cMHAPOM [layHa, conpoBOXAatoLnncs
OCOBEHHOCTAMMU PasBUTUA U CHUXKEHUEM NHTENNEKTYalbHbIX CMIOCOOHOCTEN.

I'Iepe,u,aqa MyTaLlVIVI 3aBUCUT OT TUMA KJIETKN. COMaTUHYECKNUE HE HACNEAQYIHOTCAH
n NMOTOMCTBOM, a MYTaLlln B MNMOJIOBbIX KNIETKaX MOTYT nepeanaBartbCAd cineayrowmnm
MOKOJIEHNAM.
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CtabunbHoCTb 1 penapauus
AHK

n PenapaunoHHble CUCTEMbI KNETOK OOGHapY>XUBatOT U yaansoT
ownobku B [JHK, BOCCTaHaBnMBasa yTpayeHHyH
nocnenoBaTeNlbHOCTb U NogaepXuBas LeNIoCTHOCTb reHoMa.

vyl HecMoTpA Ha 3To, YacTb NOBpPEXAEHNN OCTaeTcH,
npeBpaLllasacb B CTONKME MyTaLUn; HapyLUeHUA B
penapaunoHHbIX FreHax NOBbIWaKT PUCK pa3BUTUA paka.
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BnusaHue okpyxxalouien cpefbl Ha YaCcTOTY MyTaL Ui

n Pagnaums, Hanpumep, Npu SAepHbIX aBapusx UM MeauLMHCKOM
ANarHoCTUKe, CNOCOOGCTBYET YBETMYEHUIO YacTOThI
reHeTUYECKUX NBMEHEHUN B KJIETKAX.

XUMMYecKkune 3arpsasHuUTeNin, BKIKOYasa HATPATbl U TAXENble
MeTassbl, Bbi3biBaloT nospexaeHuna AHK n moryT
CTUMYNMpPOBAaTb NosABAEHNE MyTaLUMN.

B NHTEHCMBHOE yNbTpadUONETOBOE U3TyYEHNE COMHLA NPUBOAUT
K 06pasoBaHuto noBpexxaeHun B JHK, noBbilas BEPOATHOCTb
MyTaLWnN B KOXE.

HekoTopble BUPYCHblE MH(PEKLUN, KaK BUPYC NManuaiomMbl
YyesioBeKa, MUHTErpmpyroT CBON reHeTUYeCKUn MaTtepuan,
BbI3blBasg U3MEHEHUA B KIeTOYHOM FreHoMe.
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byayuiee myTauuii: 3HauyeHue ans MeauLnHbl U 6MOTEXHONOrM

NepcoHanusnpoBaHHas
MeAMULUHA Ha OCHOBe
reHeTUKHu

N3yyeHne myTaumnm nomoraeTt cosgaBartb
/leKapcTBa, aganTupoBaHHble K
NHANBUAYaNIbHOMY reHOMY NauMeHTa, YTo
yBenmynaaeTt aPHEeKTUBHOCTb N CHMKAET
No604YHble apdeKTbl Tepanuu.

PaHHAA anarHocTukKa
HacnleACTBEHHbIX
3aboneBaHnM

ToYHble MeToAbl BbIABNEHUA MyTaL UK
NO3BOMAIOT NpeaynpexaaTb pasBuTue
TAXKENbIX 60ne3Hen, obecneymsas
CBOEBPEMEHHOE NIeYeHne N MOHUTOPUHT
COCTOSIHUA 340POBbA.

YcTonumBble K cTpeccam
CeJ/IbCKOXO3AUCTBEHHbIEe

KYNbTypbl

[eHeTnYecKne N3MEeHEeHMs UCNOoJIb3yHTCA
AN co34aHnA pacTeHMM, CNOCOBHbIX
NepeHoOCUTb 3acyxy U 60NEe3HN, YTO
NOBbILWAET NPOAOBOSIbCTBEHHYIO

6€30MacHOCTb B U3MEHSAOLWEMCS KTMMare.

BbiCOKONPOAYKTUBHbIE
YXUBOTHbIE U
MMWKPOOPraHu3mbil

BMoTeXHONOrMU NPUMEHAIOT MyTaL MK Ansl
BbIBEA4EHNSI HOBbIX MOPOZA U LUTAaMMOB C
YNYYLEHHbIMU XapaKTePUCTUKAMMU, YTO
Crnoco6CTBYET pa3BUTUIO
YXMBOTHOBOACTBA M NPOMbILLSIEHHOIO
npoun3BoACTBa.
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MyTalum Kak ABUKYLLaA
cuna 3BoJ1IOLUMN

MyTaunm obecneymBatoT pasHOoObpasmne, HeobxoanMoe Ansa aganTtaunm u
Bb)XMBaAHUSA BUAOB. OHM GOpMUPYIOT PYHAAMEHT 3BOJTIOLIMOHHbBIX UBMEHEHUN U
onpenenstoT éyayllee 6MONOrMYecKoro pasHoobpasuns Ha 3emMne.




