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9BOJIIOLLMUOHHAA POJSib MyTaLIUMU:
0630p K/IOYEBbIX TEM U
3HAYMMOCTDb AABJIeHUS

MyTaLI,l/Il/I — MaBHbIN UICTOYHUK FEEHETUYECKOTO pa3|—|oo6pa3mq N OBV>XXYLLUAA CHJIA
2BOJTIOLU N N.




NcTopusa pa3BuUTUSA
npeanctaBIeHUN o
MyTaUUAaX

[ToHATME MyTaL MM BO3HMKMO B Havasnie XX BeKa,
6narogapsa oTkpbITUAM Xyro ge pm3a Ha pacTeEHUM
BeuepHMua. C pasBUTUEM MONEKYNAPHON MTEHETUKMU
N CUHTETUYECKOW TEOP UM 3BOOLNU
chopMMpOBasIacCh LENOCTHAA KapTUHA MEXAaHN3MOB
1 3HAYUMOCTUM MyTaun B GMonormm.




Knaccudmkauma n ocHoBHble BUAbl MyTaLun

TouyKOBbI€ MyTaLMK:
COBUI B OAHY 6YKBY
reHeTU4YeCKoro Kkoga

To4UKOBblEe MyTaLMKM BKTKOYAOT 3aMEHb,
BCTAaBKM UM yOaNneHMna otaesibHbIX
HykneoTnaoB B [1HK, 4ToO MOXXeT N3MeHAaTb

CTPYKTYRY B6EMKOB U BAMATb Ha QYHKLMN
KNETOK.

Odeneuvn v aynnmKaumu:
U3MEHEeHUSA KPYMNHbIX
dparmMeHTOB [AHK

Jeneunm NnpmBoOAaT K yTpaTe YacTu
XPOMOCOMbI, @ AYMIMKaLUMM — K eé
YMHOXEH MU0, YTO YaCTO Bbl3biBaET
3HaYUTENbHbIE PeHOTUMMYECKNE
N3MEHEHUSA N MOXXET OblTb MPUYMNHOMN
reHeTM4YecKmnx 3aboneBaHumin.

XpOMOCOMHbI€ MyTaLlUU U
nx adbdeKT Ha OpraHN3M

MI3MEeHEeHUSA CTPYKTYPbI XPOMOCOM,
BK/ItOYAa MHBEPCUU U TPAHCNIOKALLMN,
MOrYT HapyLlaTb HOPMasbHYO paboTy
reHOB M BNIMATb Ha Hac/leACTBEHHbIE
CBOWCTBa M MPUCMOCcCoB/19eMOCTb.



MoneKynapHblie NMPUYnNHDbI
MyTaL U

Owmnb6kun pennnkaumm OHK

[1Ton KonmnpoBaHK [IHK BO3HMKAKOT Clly4YanHble
OLLUNOKKN, HaNpUMep, HenpaBWbHOE BBeAeHME
HYKNEeOTNO0B, KOTOPbIE MPU HESPPEKTUBHOM
PEMOHTE CTaHOBATCA MyTaLUNAMMU.

BnmsaHue BHeWWHUX paKTopoOB

Dusmyeckme M xXmMmyecKme areHTbl, TakKMe Kak
MOHW3MPYOLLAA pagnauma, ynbTpaproneT U
XMMUMYeCKMe BellecTBa, noBpexdatoT L HK,
CMOCOOCTBYSA NOABIEHUNIO MyTaLUI.







1,2x1008

3aMeH Ha napy OCHOBaHWM MPONCXOAUNT
B cpeHEeM 3a NMoKOoIeHME B
yesloBe4yYecKoM reHomMe, obecnedmBag
HEOOXOOMMbIN YPOBEHDb
BapurabenbHOCTW.

IHaHHblIE MOﬂeKyﬂﬂpHOl;I reHeTnKM 4HesJjioBEeKa

DTOT NMokKasaTesb OTpaXkaeT
PYHOAMEHTAlTbHbIM MEXaHU3M
CO30aHNA HOBbIX FTEHETUYECKUMX
BApPWMaAHTOB, BaXXHbIW OJ19 3BOIIOLMN U
ajanTtaunmu.



BzamMmoaeuncreme MytTaumm U eCteCTtBeHHOIo

oT60pa

MyTaunm cosnatoT
reHeETUYECKYO OCHOBY, Ha
KOTOPOW OeNCTBYET

eCcTecTBEHHbIN OTOOP,
3aKpennaqa nosiesHble
BapWaHTbl U YCTPaHAS
BpeaHble.

Cpena onpenender, Kakme
MYTaLU MM OKa3bIBAOTCH

ddalrntTmBHbIM, 1 BJTUAET Ha
NMX YHYaCTOTY B MNMOryrnadunn.

BoNbLUMHCTBO MyTaLLMM
HeWTpPanbHbl U BPEeOHbI;
Nose3Hble BCTpeYatoTcs
3HAYUTENbHO PEXKE, HO
MMeEeLoT pellatoLee 3HavYeHne
019 3BOJTIOLLMOHHOIO
nporpecca.




Pe)e Bcero BCTpe4valoTcs nosie3Hblie MyTaummn




BpeaHble MyTauMM U X nocnencrevusa

r”
.-l{

feHeTUYecKkue 3a6oneBaHUs OT BpeAHbIX MyTaLUM PeLeccuBHblie MyTaLlUU U UX CKPbITOE
nposiBNeHue
BPEAHBIMW MyTaUMAMK, KOTOPBIE HapyLUatoT obmeH BELLECTB W CHWXAIOT HeKOTOpre BpeadHble MyTaluMMUN COXPaHAKTCAH B NMonyndumMm B peueCCMBHOM

Ka4veCTBO XN3HW NMauMNeHTOB. X
COCTOAHUMUN N MPOABJITAKOTCA TN LWb NMpK onpegeieHHbIX reHeTN4YeCKMNX COMeTaHMAX
N CTPeCCOBbIX YCITOBUNAX.

(DeHl/IJ'IKeTOHypI/IQ N MyKOBMCUMNOO3 — NMpnMepbl 6or|e3|—|el?|, BblI3BaAHHbIX




feHeT4yeckuun gpemnd n HenTpasibHble MyTaunu
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MyTauuun B NOJTIOBbIX U COMATUNYECKUX

K/TeTKaX. 9BONTMIOLLMNOHHDbIE nocjieacreumsa

01

MyTaLMM B MOMOBbIX KITETKaX
nepenatoTca MOTOMKaM,
obecrneymBaa HakonJaeHme
reHeTUYECKOro pa3Hoobpa3ng
1 Co34aBad OCHOBY A4
SBOJTIOLLMOHHbIX U3SMEeHEeHUI
BMOA.
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02

ComMaTmyeckme MyTaLmm
BO3HUMKAIOT B KN1IETKaX Tesa U

He HacneayrTca, OOHaKO MOryT
NPUBOONTb K OMyxXo/1eBOMY
POCTY, BNNASA Ha
KU3HEeOeATENbHOCTb
OTOE/TIbHOIMo opraHmM3ama.

03

PasrpaHmnyeHmne Mexxay aTmMm
TUMaMM MyTaLMiM BaXXKHO a4
MOHNMAHMNA MEXaHWN3MOB
nepenayn HacneacTBEHHOM
MHPOPMaLUNU U
OMONOrM4yecKmMx NocneacTBmnm
MyTaLUW.



NMonynaumMoOHHbIE
KaTacTtpodbl U PUKcaLuma
MyTaLUU: NpUMep

Oy TbIZIOYHOINO rop/ibILLKa

2P DeKT BYTbITOYHOIO ropsiblLLKa XapaKTepun3yeTcs
PE3KMM CHMMKEHMEM YUCTEHHOCTW, YTO MPUBOAUT K
yTpaTe MHOIMMX annenen, Bkatodyada nosiesHble u
HeMTpalbHble MyTaLMW, YMeHblLUaga reHeTnyeckoe

pasHoobpasme.

Y renapnoB HabngaeTcs KpamHe HM3Koe
pPa3HoObBpPa3me N3-3a UCTOPUYECKOTO COKpaLLeHUs
YUCNEHHOCTU; peaKkme MyTaL MM 3aKpernisaoTcs B
OCTaBLUenca nonynaumm, BImMasa Ha eé
3BOJTIOLLMOHHYO OMHAMUKY.




Ponb MyTauumm npm cMeHe yC/10BUU cpenbl O6UTaHUSA

N3MeHeHUue KJimMaTa m
aganTtauumsa MyTaumm

B ycnoBuax rmob6asibHOro notenieHumsa
MyTaLMW, NOBbILLAOLWME YCTONYMBOCTb K
YKape M 3acyxe, CTaHOBATCH
SBOJTIOLUMOHHbBIM MPENMYLLECTBOM Y
PaCTEHUN U XXUBOTHbIX. 9TO CMOCOBCTBYET
BbI>KMBAHUIO U 3aKPenIeHUo TakmMx
MPU3HAKOB.

YCTONUYUBOCTDb K
XUMUNYECKUM

3arpsa3HuUTenam

MyTauumm, obecnedymBatoLime yCTOMYMBOCTb
K MecTMuUMngaM M TOKCUHAM, BbICTPO
PACMPOCTPAHATCA B MOMNYyNALLMAX
HaCeKOMbIX MPU MHTEHCUBHOM
MPUMEHEHUN XMMUMKATOB, OEMOHCTPMPYA
afanTUBHbIN MOTEHLMAN MyTaLLMOHHOIO
npoLecca.
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JKonornmyeckKue
U3MEeHEeHUAa N HOBble
KONTIOrMYecKume Hum

B M3MEHUBLLMNXCA 9KOCUCTEMAX paHee
HeWTpanbHble MyTaLWM MPUOBPETAOT
3Ha4YeHMme, CNocobCcTBY OCBOEHUIO HOBbIX
HULL 1 pacLUNPEHMIO apeasioB BUAOOB, YTO
YCKOPSET 2BOMOLIMOHHbIE
npeobpa3oBaHUS.



JlTabopaTopHble
OOKa3aTeNbCTBa

3BONMTIOLULMNOHHOU 3HAYUNMOCTM
MyTaLuUn

3KCI‘IepV]MeHTbI Ha ,EI,pOBOCI)l/U'IaX BblIABNJ1M HOBbIE
MOpCI)OﬂOFl/IquKl/Ie NEM3HakKM1, BOSHMKakOLWKHNE B
pe3y/ibTaTte MyTaLI,l/Il;I, YTO noagreep>xXaaet NX POJib B
CI)Ole/IpOBaHl/Il/I HacnegcTBEHHOM M3MEHUYMBOCTMW.

iccnepoBaHMA 6aKTepUil EMOHCTPUPYIOT, YTO
YCTOMYUMBOCTb K aHTUOMNOTUKAM pa3BMBaETCH
6narogaps TodeYHbIM MyTaLMAM, KOTOPbIe
3aKpPennaTca eCTeCTBEHHbIM OTOOPOM,
NoOY€pKMBada NpaKTnyeckoe 3HadyeHmne MyTaLmnm.




MyTauunm m npoLeccbl BUAoob6pa3oBaHuA B

BO3HUKHOBeHuUue
MyTaLUun

Bollounm

[TogBneHMe HOBbIX MyTaLI,l/Il7I
npenBOOUNT KreHETNHECKOU

BapnabenbHOCTUN BHYTPU

nonynaunmmn, HeobxoammMowm anga

BVI,EI,OO6pa3OBaH N4.

NMonuninovaua B

fmépuansaumna

CKpellmBaHMe pa3HbiXx BUOOB C
nocrnenytowemn Mytaumen Bbl3biBaeT
PENPOOYKTUBHYIO M30NALMIO U
reHeTU4YeCKnI pPa3pbiB.

3aKpenjieHue HOBbIX

PAaCTEHUAX BNOOB

KpaTHoe yBenmieHme 4mcna 301aumMa M HaKoMJIeHne MyTaLnm
XPOMOCOM BbI3bIBA€T MTHOBEHHOE PUKCUPYIOT 3BOTIOLMOHHOE
oTtoeneHme nonynaumm, bopmMmpys pacxoxageHue, NpmBoaa K

HOBbIV BMA.

o6pa3OBano OTJTNMYUNTETIbHDbIX
BHNOOB.



MyTauuma cepnoBUOHOKI€ETOYHOM aHEMUM:
OBOMHAaA 3BOJIIOLLMOHHASA POJib

f[eHeTU4YecKada OCHOBa MyTauuu

MyTauumsa Bbi3bIBaAeT 3aMeHy afeHnHa Ha
TUMWH B reHe 6eTta-rmobunHa, popmMmnpys
N3MEHEHHbIN reMOIrOOUH 1 Bbl3blBad
CEePNOBUAHOKIETOYHYIO aHEMUIO MPU
FOMO3MIOTHOM COCTOAHUMN.

ApanTtnBHada LLeHHOCTb B
9HAEeMMUYHbIX permoHax

[eTepo3nroTHoe cocTosaHMe obecrneymBaeT
3aLMTY OT MaNgapum, YTo CrocobCTBYyET
PacNpPOCTPaHEHUNIO MyTaLLMKM B PalioHax C
SHOEMUNYECKUM pacrpocTpaHeHneM 6oe3HN.



MyTaL MM KaKk OCHOBa HOBbIX GOpPM NoBeOeHUa U agantaumm

JoMecTuKauusa cobak n nosefeHYecKue MyTaumm

MyTauummn, BANaoLLME Ha FTOPMOHASTbHYO PEryNaL Mo N HEPBHYKO CUCTEMY,
CNoco6CTBOBaANM GOPMUMPOBAHUIO COLIMAMBbHbBIX M MOBEAEHYECKUX YepT Yy
OOMaLLUHMX cCOBaK, OTIMYAOLLMX UX OT ANKUX MPeaKoB.
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CDOpMMpOBaHMe HOBDbIX COLLUAJIbHDbIX CTPYKTYP

B HeKoTopbIX BMOaxX MyTaunn MHOyuUMpoOoBain M3SMEHEHWNA B NoBeaeHMN,
4YTO NMpmBesio K BOSHMKHOBEHWMIO HOBbIX CI)OpM opraHM3aunmn "
coLMarnbHOIo B3anMMOOeNCTBUS BHYTPU I'IOI'IyJ'IﬂLI,Ml;l.




MCKyCCTBEeHHbI€ MyTaLluUun m
6UNOTEXHOJIOrnMU:
3KCNepuMMeHTaNlbHasxA

9BOJIIOLUMA

TexHoMormm pegakTnpoBaHMA reHOMa, TakKMe Kak
CRISPR/Cas9, no3BoNngaoT TOYHO co34aBaTb MyTaLLMMU
09 nccrnegoBaHmsa 6nonormyeckmx GyHKLMM U
MoOeMpoBaHMA 3aboneBaHnNI.

MCKyCCTBeHHO MHOYUNPOBaAHHDIE MYyTaLU WU
PACLLNPAKOT BOSMOXHOCTUN B reHHOM Teparimn,
N3yvyeH1m sBOJ1IOUNIN N CO3O0aHNN OPTITaHN3MOB C
xKeJlateJibHbIMU NMPHN3HaKaMW OJ1d MeONUUHbDbI U
CEeJIbCKOIro XO034MCTBa.




1,2x1008

cpeoH YpoBEHb CMOHTAaHHbIX 3aMeH
HYK/1€e0TUO0B Ha O4HY Napy OCHOBAHUM
33 MNOKOJIEHMNE Y YerTOBEKA OTPaXKaeT
YCTONYMBbBIN MCTOYHUNK MEEHETUYECKOU
BapuMabesilbHOCTMW.

ccnepgoBaHMa Mo MOﬂeKyﬂﬂpHOl;l reHeTnKe 4YesJt1oBEeKa

CoBpeMeHHad HayKa nogyepKmMBaeT
KOMTIEKCHOE BINAHME MyTalU M
BMecTe C OTOOpOM M OpendpomM Ha
SBOJTIOLIMOHHbIE MPOLEeCChI, UTO
Ba)KHO O0/194 MeOUnLUMHbl U KOOI,



3HaYeHue U nNnepcneKTuBLbI
unccneaoBaHMu MyTaumum B
é6vonornum

MyTaunm NrpatoT KIOYEBYIO POSb B
obecrneyeHMM MHOroobpPa3nsa XU3HWN,
aganTaunm n asontoummn. X nayyeHme
PACKPbIBAET MEXaHW3Mbl HAaCIeOCTBEHHOCTU U
OTKPbIBAET HOBbIE FOPUN30OHTbI B
OMOTEXHOMOrMAX N MeguLIMHe.




