3aKOHOMEPHOCTU
MYTaLLMOHHOWU

M3IMEHUYMBOCTMU:
OCHOBHbIE€ TEMDbI

MI3MEHUYMBOCTb — KJ1t0Y K pa3HO0bpa3unto }KMU3HU 1 OCHOBA
3BOMTHOLUNN.




Y W3yyeHne HacneaCcTBEHHOCTM HAYaNoChb C OTKPbITUN
MeHpens, a B 1901 rogy Xyro ae @pu3 BBEN TEPMUH
«MyTaUMa». TN OTKPbLITUS UBMEHUTN HAYKY U
MeauuUnHy, NOBNGB Ha 3BONOLUIO, aFPOHOMUIO U
brnoTexHonorun.

ICTOPUYECKMIM KOHTEKCT N3YYEeHUA
MYTaLNWU



[ToHaTMe MyTaLMOHHOM M3MEHUYMBOCTU

0

MyTaunoHHas N3MEHUYNBOCTb —
3TO MNOSIBNIEHNE HOBbIX
NPU3HAKOB MU3-3a UBMEHEHUW B
CTpykKType LAHK, BO3HMKaKLWMX
C/TY4aNHO N CMTIOHTAHHO B
ntoboMm opraHmsme.

02

MyTaunm — 3TO U3MEHEHNd
reHeTu4YecKoro Mmatepuana,
oT/invaroLimecs oT
KOMBOUHATUBHOW

M3MEHUYMBOCTU, KOTOpas
cBA3aHa C
nepepacnpeneneHnemM yxe
CYLLLECTBYOLLMX FeHOB.

03

9T U3MEHEHUA HacneayrTCH,
nepenaBasiCb MNOTOMCTBY U
BIMAA Ha pasHoobpasune
NPU3HAKOB BHYTPW NONyNsaLnm
"M BUOOB.



Knaccmpmkauma MyTaLmm: YPOBHMU
NpoAaABIeHUNSA

[eHHble MYTauUuunn XpOMOCOMHbIe N reHoMHble MyTal U

[eHHble MYyTaunn N3MEeHAKOT Nocs1ieoBaTe/ibHOCTb XpOMOCOMHbIe MYTaunn BKTHOYAKOT I'IepeCTpOVIKI/I
HYKNEeOoTnAO0B B Nnpenesjiax oaHoro reHa, 4Yto MoxxXet XPOMOCOM, a TreHOMHblE — N3SMEHEHUA HNCJ1a XPOMOCOM,
MNOBJTUATb Ha q)yHKLI,VII-O 6enka nnm He Bbi3BaTb 3aMETHbIX TaKNe KaK TPNCOMUA, Bbl3biBad prI'IHOMaCLIJTa6HbIe
N3MEHEHUN, reHetTnyeckme casurin.




[ TOMYUMHDbI

0

BHyTpeHHNe
NPUYNHbBI BKIHOYAKOT
OWNBKK Npu
KonnpoBaHun JHK n
HapyweHuns paboTbl
(PEPMEHTOB,
OTBETCTBEHHbIX 3a
ncnpaBneHmne
OLNBOK.

02

Punsnyeckune
BHeLUHMe (PaKTopbl:
paavauma u
ynbTpadunoneToBoe
N3nydeHmne MoryT

NOBPeOnNTb CTPYKTYPY
HHK v BbI3BaTh
MyTaLun.

03

XMumyeckune
MyTareHbl —
HEKOTOpPbIE
KpacuTtenu,
necTmungbl u
MHCEeKTULUMNObI
CNOCOBOHbI U3MEHATDb
reHeTUYeCKmnm
MaTepwuanrn.

BO3HNKHOBEHWA MyTaLINWU

U4

buonornyeckue
areHTbl, HaNpPuUMep
BUPYCbl, MOTYT
BHELAPATb CBOM
reHeTUYeCKnn

mMatepuan u
BbI3bIBATb
MyTaLUMOHHbIE
M3MEeHeHMS.




EcTecTBeHHbIE
MyTareHbl 1 NpmMepb-bl

® EcTecTBeHHbIE MyTareHbl BKJ1IO4akOT KOCMNYECKHNE JTYHN

N eCTECTBEHHbIN pagmaLUOHHbIN (DOH, a TaKXKe
CMOHTaHHbIE OLWNBKM B NpoLecce OeNeHNs KNETOK U

XUMUYECKME PeaKL NN BHYTPU HUX.

D Hanpumep, HaceneHme perMoHoOB C NOBbILWEHHbIM
YPOBHEM pafoHa AeMOHCTpupyeT bonblue MyTaunm, YTo
0bpa3yeT reHeTUYecKme pasnnuna Mexxay nonynaunamm
B €CTECTBEHHbIX YC/TIOBUSAX.




V]CI—(yCCTBeHHbIe MYTal€Hbl. BJIMAHNE
HeJ10BEKAd

NMpoMbIlINeHHble 3arpasHuUTesiM U MyTauum y HaceKkoMble ropoaACKUX 3KOCUCTEM U
rpubos HacneacTBeHHble UBSMEHEeHUS
B palioHax C MHTEHCUBHbBIM NPOMBbILLEHHbIM [OpoACKMe HaceKoMble YacTo NoaBepPratoTCS
3arpsA3HeHneM HabngaeTcs pocT Ymcia MyTauum y MyTaLMaM 1M3-3a NecTUUMOoB 1 pagunaunn. Yactorta
rpnboB. TOKCUHbBI METANIOB U XMMWKATbI BAUAIOT Ha HacneacTBEHHbIX U3MEHEHUW MOBbILLAETCS, YTO

reHeTUYEeCKUn MaTepuall, Bbl3blBad adalTNBHbIE NMPUBOOUT K PAa3BUTUIO yCTOVILIMBOCTM K BPpEOHbIM




UacToTa
BO3HMKHOBEHUH
CMOHTAHHbIX MyTaLMIW

YacTtoTta cnoHTaHHbLIX MyTauuii (Ha HyKeoTua)

1.200000E-5

LB S Bonee NpocTble OpraHn3Mbl, TakMe Kak BUPYChbI U
8. 000000E-6 bakTepumn, umetoT bonee BbICOKYH BEPOSATHOCTb
MyTaLMM 32 OOHY pennmKaumio.

6.000000E-6

4.000000E-6

YacToTa MyTauui KoppenmpyeT ¢ pasMepamn u
C/TOXXHOCTbIO OPraHM3MOB: MeJIKne MeHee
0 CTabuNbHbl FrEHETUYECKMU.

2.000000E-6

Ea’{f ep\."tm BWEN Cb\

YyebHuk reHetuku, 2023 ron




[@HHble MyTaLMW: MPUMEPDbI U CeacTBUA

[eHHble MyTaLWnM NPUBOAAT K UBMEHEHUIO CTPYKTYPbl OOHOIO reHa, YTo BAMAET Ha CUHTE3 BeNnkoB U nX MYHKLNUIO, KaK B
cny4vyae cepnoBUAHOKIETOYHON aHEMUM.

3TN U3MEHEHMSA MOIYT Bbl3BaTb HACNeACTBEHHble 3aboneBaHnUa UNn aganTUBHbIE NPU3HAKK, HANPUMep, YCTONUYNBOCTb
bakTepuin K aHTUBNOTUKAM.

TaknM 06pa3oM, reHHble MyTaLMn UFPatoT BaXKHYH PoJib B BMonornyeckom pasHoobpasmm u MeEANLIMHCKUX UCCNea0BaHUSX.




XPOMOCOMHbIE MYyTaLLMW: MePeCcCTPONKU
reHoMa

OCHOBHbI€ TUMbl XPOMOCOMHbIX USMEHEHUN [pnMep CMHAOpOMa KoLaybero Kpmnka

KpynHble N3MeHeHNs B CTPYKTYPe XPOMOCOM CMHOPOM Kollaybero Kprka BO3HMKaeT KU3-3a
BKJIOYALOT geneunmn, gyninkaymm, MUHBEPCUn U yoaneHuns yyactka 5-1m XpoMoCOMbl, Bbl3bIBas
TpaHCcNnoKauuu, Kotopble BNUSIOT Ha XapaKTepPHble KINUHUYECKME MPU3HAKN Y OETEN.
(PYHKLUMOHMPOBAHWE FeHOB.




CpaBHUTENbHaga Tabnmua TUMOB MyTaLMN

Tabnuua cpaBHMBAET OCHOBHbIE

XaPaKTEPUCTUKMN TPEX BUOOB

MYyTaUWUN: FTEHHbIX, XPOMOCOMHbIX

N FTeHOMHbIX. [1lpyBeaeHbl YPOBEHb

N3MEHEHMUS, TUMUYHbIE NMPUMEPDI

M NocneacTBMa ANsg opraHmM3ma.

YpoBeHb U3MEHeHUs Mpumep

[eHHble OTOoenbHbIV FeH CepnoBMOHOKNETOYHAs aHEMUS

XPOMOCOMHbIE Y4yacToK XpOMOCOMbI CUHAPOM Kollaybero Kpuka

Pasnunumna B Mmacwtabe mytaumnm
obycnoBnmBaroT pasHoobpasHble
KIVHNYECKNE NPOABIEHNS U
CTeNeHb BAUAHUSA HA OPraHn3M.

[eHOMHbIEe Llenas xpomocoma CuHopoMm [layHa

YuyebHUK buonorum, 9 knacc




[ lone3Hble,
BpoeOHble U
HEeEMTPAbHbI
e MyTaunm

BpegHbie MyTauum Bbi3biBatoT 3aboneBaHna MNM CHUXKAKOT
YXN3HECNoCObHOCTb OpraHmMamMa, Hanpumep, MeHUNKETOHYPUSA, BUAIOLLLASA
Ha 0bMeH BeLLEeCcTB Y YenoBeKa.

HeVITpaﬂbele MyTalnUn HE OKa3blBAOT 3aMETHOIO BJIMAHNA Ha
XN3HeEONEeATEJ/IbHOCTb, KaK, HallpnMmep, uUsSMeHEHUE OKPaCKHN INa3 y
,EI,pO3OCbI/IJ'IbI, HE B/INAOLWEE HAa BbIXKUBAEMOCTDb.

[TonesHble MyTau MKy MNoBbILWAKT NPUCNOCOBNEHHOCTb, HANpPUMeEP,
YCTONUYMBOCTb BaKTepun K aHTMONOTUKAM, UTO MOMOraeT UM BbXKUBATb B
HebnaronpuATHbLIX YCI0BUSAX.




MyTaLlMOHHAA
M3MEHYMBOCTb B
3BOJTIOLUUNN

MyTauum cnyxaT OCHOBOM A1 ecTeCTBEeHHOro otbopa,
CO3[aBas HOBble MPU3HAKKW, KOTOPbIe MOryT NOBbILWATb
BbI)KMBAEMOCTb, KaK U3MEHEHMEe OKpacku y babouek,
yy4llas ux MacKMpOoBKY.

be3 MmyTaumMn HEBO3MOXKHA 3BONOLUSA, TAK KaK UMEHHO
OHK obecneuymBatoT pasHoobpasune 1 HakonaeHue
N3MEHEHUW, MO3BOMAOLLIME OpraHU3Mam
aanTupoBaTbCA K HOBbIM YC/I0BUAM Cpeabl.
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HacnepoBaHWe MyTaL MM — FpaHULb
nepenadymn MAMeHeHUU

ComMaTunyeckmne MyTaLmnm BO3HMKAIOT B TKaHSAX OpraHn3ma 1 He HacneayroTcs NOTOMCTBOM, BAUASA TOJIbKO Ha OTAE/bHOrO
MHOMBKAOA.

reHepaTl/lBHble MYTalunU MPONCXOOAT B NMOJIOBbIX KJIETKaAX U rNnepenarTcd no HaciiegcrtBy, OKa3biBad BJIMAHNE Ha
HacnenoCrBeHHbI MaTepunall 6y,D,yLLI,I/IX MOKOJIEHUN.

PaspeneHve MmyTauuin Ha Hac/ieQyemble U HeHacneayemble BaXKHO 4J/19 NOHUMaHUS MPOLLECCOB 3BOMIOLMU U OMHAMUKM
reHeTUYecKoro pasHoobpasunsa B nonynaumsax.

310 pa3/inyme rnoMoraeT oueHnmBaTb NOTeHUMaJIbHOE BO3,EI,€VICTBVI€ MyTaLI,I/Il7| Ha 300POBbE U Pa3BUTNE BUOOB B
AO0JITOCPOYHOU NnepcrneKkTuBe.




CpaBHEHME COMATUNYECKMX N TeHEePaTUBHDbIX
MyTaLUMN

Tabnuua 0eMOHCTPUPYET OTNNYNS
COMATUYECKUX U TeHEPATMUBHbBIX MyTaLWi NO
YPOBHIO NPOSABNIEHNSA, HACIEA0BAHUIO U
TUNUYHbBIM NMPUMEpPaM.

Tun myTauuii HacnepyeMoctb
ﬁ CoMaTtunyeckue He HacneagyrTcs PO,D,I/IMO@ MNATHO

[eHepaTuBHble HacnepytoTcs CuHpgpom layHa
TONbKO reHepaTrBHbIe MyTaUUX MEHAIOT

reHoOoHO 1 BNUAIOT Ha FreHeTn4YecKoe
pasHoobpasve nonynsauumn.

IkonbHbIM y4yebHUK buonorum, 9 knacc



MeToabl M3y4eHUMa MyTaLMOHHOW

M3IMEHYUMBOCTIW

0

MUKpocKonua no3Bongder
BbIABNIATb XPOMOCOMHbIE
NepecTponKu n aHoManum Ha
KJIeTOYHOM YPOBHeE.

02

[eHeTnYeCcKn aHasn3 Ha
MO[ENbHbIX OpraHn3Max, Takmnx
KaK Opo3ouiia 1 Mblllb,
NOMOraeT NOHATb NPUHLUNbI

HacnegoBaHUa MyTauun.

03

MoneKynapHo-reHeTu4yecKue
TexHonorunu, skntovad MNMLUP m
CEeKBEeHUPOBaHMEe, TOYHO
onpenendarT USMEHEeHUA B
nocnepoBartenbHocTn AHK.
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MyTauuMmM y YenoBeka: MeaunLMHCKMe

dCITEKTDI

HacnepctBeHHble 3a6oneBaHna U MyTaLum

MyTaumnm BbI3bIBaOT Takmne 60ne3Hun, Kak
PEHUNKETOHYPUA, reMoPUIna N ganbTOHU3M. ITH
M3MEHEeHNs BANAOT Ha 0OMeH BeLWecTB U
CBEPTbIBAEMOCTb KpOBW. [eHeTn4yeckoe
KOHCY/1bTUPOBaHME NOMOraeT onpenennTb PUCK UX
nepegavn.

[eHeTUUYeCKad cXxeMa HacsiegoBaHus
remocpunumn

[eMo(unna HacnenoyeTca no peueccuBHoOMy
NPU3HaKy, CBA3aHHOMY C X-XpOMOCOMOW. ITO
HacnencTBeHHoOe 3aboneBaHmne, Npu KOTOPOM

HapyLLlaeTCa CBEPTLIBAEMOCTb KPOBU, BeayLllee K
KPOBOTEUYEHUAM N OCNIOXKHEHUAM., 17



3almTa OT MyTareHHbIX PaKTOPOB

[MpenynpeonTb MyTaLuy NOMOraeT orpaHnYeHne KOHTaKTa C pagmaunen, XuMmmkaTtamMm n 6MonormiyecKMmMmn areHTamu,
Bbi3blBaloWmMmMy noepexgeHna AHK.

Aicnonb3oBaHue cpencTB VIH,EI,I/IBI/I,D,yaJ'IbHOVI 3alllNThbl, BKJTKOYaA pecrimnpatopbl K crnieuogexny, CHM>xXaet PUCK BO3,£I,€I7ICTBVIFI
BpeOHblX MyTareHoB Ha OpPraH1M3M.

[MoBbILLEHWE FTEHETNYECKOW TPAaMOTHOCTK cnocobecTByeT NpodnnakTMKe HacneacTBeHHbIX 3aboneBaHui 1 HOPMUPOBAHUIO
3HAHWM ONNA 300poBbSA OyayLIMX MOKONEHUNA.




3HaYeHMe MyTaLMOHHOM M3MEHYMBOCTU O1A

OMoNorMm mn obLLecTBa

0

MyTauum co3garoT
bronormnyeckoe
pa3sHoobpasue,
obecnevnBad
BbDKMBaHME U
aganTauuio BUOOB B
N3MEHSAILLENCS
cpene.

02

3HaHMe MexaHN3MoB
MyTauun No3BONAEeT
ynydlaTb CENEKUUIO
PACTEHUUN U
YXVUBOTHBbIX C LENbIO

NoJIyYEeHUS BbIrOOHbIX
NPU3HaKOB.

03

C nomMoLwwbro
MyTareHesa co3gatoT
HOBble CopTa
Ce/IbCKOX039MCTBEHH
bIX KYNbTYP U
LUTAMMBbI
MUKPOOPraHM3MOB C
Non1e3HbIMMU
CBONCTBaMM.

U4

KoHTpOIb MyTauum
nomoraeTt 6opoTbCs C

HacneaCTBEeHHbIMU
bones3HaIMU U
noggepKuBaTb
300pPOBbe HaceneHus.
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MyTauMoOHHas N3MEHUYNBOCTb ABNAETCA (PyHOAMEHTAaIbHbIM MCTOYHMKOM pa3Hoobpasnd u
3BONMIOLUMOHHOIO pa3BuTUA. E€ nayyeHne cnocobCcTBYET Nporpeccy MeanLUnHbl, CENbCKOro
X039MCTBA U OXpaHe 300P0BbSA OYAYLINX MOKONEHWUN.

3aktoyeHme: 3HadYeHe MyTaLuMOHHOM
M3MEHUYMBOCTU B XXN3HU



