O630p TEMDI:
HacneacrBeHHan
(reHoTMNMuUecKasn)
M3MEHUYMBOCTb

OcHoBbI BUONOrMYecKoro pasHoobpasns u
3BOSTIOLLMOHHbIX MPOLECCOB Yepes
reHOTUMUYECKME U3MEHEHMUS.




Uctopusa m teopma reHeTMUECKOM M3MEHYMBOCTH

[ToHMMaHWe HacneACTBEHHOM M3MEHYUBOCTH
chopMmupoBanock bnaroaaps MerHaenio, ae
®puay n MopraHy, 4TO 3aN0XMUITO OCHOBY

COBpPEMEHHOMU reHETUKN U €€ POoru B
M3MEHEHUAX OPraHM3MOB.




OnpeaseneHve reHOTMNMUYECKOM M3MEHUYMBOCTH

=

[eHOTMNMYecKkas
M3MEHYUBOCTb — 3TO
HacrneAyemble M3MEHEHUS
B cTpyktype AHK, kotopbie
onpeAensior pasnuuus
MEXAY OPraHM3MamMm.

=

OHa nposensiercs Ha
YPOBHE OTAEMNbHbIX FEHOB
MMM YYACTKOB XPOMOCOM,
CO3AaBas YHMKarnbHble
KOMOWMHAaLUMM NPM3HAKOB Y
MOTOMCTBA.

|

=

O1a U3MEHUYUBOCTb
obecneunpaer
pasHoobpasune BHYTPH
BUAOB U CITYXMT
OYHAAMEHTOM ANS
3BOMIOLMOHHBIX MPOLECCOB.

|




[eHOM M ero pornb B HacneACTBeHHOM
M3IMEHUMBOCTM

[eHOM — nonHas HacneACTBEHHas MHPopMaLms MyTauum U NepecTtpomkm B reHOME MEHSIOT
OpraHM3ma, XpaHsaLWasncs B NOCIIEAOBATENTbHOCTM HacrieAyemble NpM3Haku, brnaroaaps YeMy nosiersercs
AHK, kotopas nepeaaérca or poautenen K NOTOMKaMm.  reHetMyeckoe pasHoobpasue B Monyrsaumsx.




MyTaumm Kak MCTOUHMK reHOTMNUMUECKOM
M3IMEHUYNBOCTM

I MyTaumm — 310 CTaburbHble UBMEHEHUS B I [eHHblE MyTaLMK 3aTparMBatoT OTAEMbHbIE
ctpykrype AHK, kotopble Moryr BosHMKartb reHbl, M3MEHANA UX GYHKLMM U Bbi3blBas HOBbIE
caMu rno cebe unu rnoa BrnsHUEM GAKTOPOB NPM3HaKU Mrm 6onesHu.

| |

I XPOMOCOMHbBIE MYTaLLMM MPUBOAST K I [eHOMHbIE MyTaLMM MIMEHSIOT KONUYECTBO
M3MEHEHMIO CTPYKTYPbl XPOMOCOM, BIUSAS Ha XPOMOCOM, BbI3bIBasi CEPbE3HbIE HapYyLUEHMS
Pa3BUTUE M BHELLIHOCTb OPraHM3Ma. M UHOTAE CMOCODCTBYS HOBOODPA30BaAHMAM

BMAOB.

| |




Tunbl mytraumm: Knaccuomkauma v npmmepnl

Tvn MyTaumm

Onpeaenexue

NMpumep

NMocneactBuna

N3ameHeHne B OAHOM

CepnoBuAHOKNETOUHasA

HacneactBeHHblE

XPOMOCOM

[eHHas
reHe aHemMus 6onesHu
CrpyktypHble CHUHAPOM KoLLaybero
XpomocoMHas HapyweHue pa3sutus
M3MEHEHMS XPOMOCOM | KpMKa
N3meHeHUe umcna N3meHeHUs B deHoTUNe
[eHOMHas CuHapom AayHa

M pa3BuTME

Tabnuua orpaxxaetr OCHOBHbIE BUAbI MyTaLLMH,
MX ONpPeAerieHms, NpMMeps! U
buonorMyeckmne nNocreACTBums.

Ka>XAbIX TN MyTauMKU YHUKArNEH, MUX

paszHoobpasme BruseT Ha 3A0POBbE U
3BOSMIOLMIO OPraHW3MOB.

YuebHuk buonorum 9 knacca




Yacrora BO3HMKHOBEHMA pa3HbIX TMMNOB
MyTaL MM

YacToTa MYTEILLHH Ha MW/ IJTIMOH KJTIETOK
1,000,000 |

900,000 ——
[eHHbIE MyTaLMUM MPOUCXOASAT 3IHAYMUTENBHO

800,000 4— yalle, YTo 06bACHAET UX BaXKHYIO POSb B

700,000 reHeTMYeckoM pasHoobpasmu.

600,000 ——

500,000 ——

400,000 — .
[MpeobnaAaHne reHHbIX MyTaUumi obecneymsaer

300,000 —— NOCTOSIHHbBIM NPUTOK HOBbIX HACTEACTBEHHbIX
NPM3HAaKOB.

200,000 ——

100,000 —— |

U=

[€eHHble XPOMOCOMHbIE [€eHOMHbIe
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[eHHble MyTauMM y yenoBeka — NPOABMEHMA M NPHUMEPDI

AnbbUHU3M: noTteps
MUTMEHTaLMM KOXM

ArnbbUHM3M BbI3bIBAET OTCYTCTBUE
MenaHMHa M3-3a MyTaummu B reHe
CUHTE3a NUrMeHTa. Jlioan ¢ atnm
3aborneBaHNMEM MMEIOT CBETNYIO
KOXY WM YYBCTBMTENbHYIO K CBETY
KOXY W rrasa.

DeHunkeToHypUs: HapyLleHue
obmeHa BeLLecTB

D10 HacneAcCTBeHHoe 3aboresaHue
CBSA3aHO C MyTauMeM, BIUSAIOLLEN Ha
nepepaboTtky aMMHOKMUCIOTbI
deHunanaHmHa, uto Tpedyer
cneumanbHOU AUETbl ANS
NpPeAOTBPAaLLEHNS YMCTBEHHOMU
OTCTanoCTy.

CepnoBnAHOKETOYHAas
aHEMUSA: UBMEHEHUE GOPMBI
SPUTPOLIUTOB

yTaLus B reHe remorrnobmHa
NPUBOAMT K AedOopMaLmm
3PUTPOLMTOB, YXYALLAs TPAHCMOPT
KMCITOPOAA M Bbl3biBas
XPOHMYECKYIO YCTanocTb 1 6onu.




XpPOMOCOMHbIE MyTauMM: NPHUUMHDBI M

nposaBrneHMnA

1

XPOMOCOMHbIE MyTaLUM
BO3HMKAIOT BCIIEACTBME
M3MEHEHWUMU CTPYKTYPbI X-
obpasHbIX 0OpPa3oBaHUN,
HanpuMep, Aerneunn mnm

MHBEPCUM YYACTKOB XPOMOCOM.

2

[TlopuMep — CUMHAPOM KOLLAUbETO
KpUKa, Bbl3BaHHbIN YAareHUeM
YaCTH MATOU XPOMOCOMBI,
COMPOBOXAAIOLLUMNCS
XapaKrepHbIM KPUKOM U
3aAEPXKKOU Pa3BUTUS.

3

Takne MyTaumm 4acto NPUBOAST K
BbIPaXXEHHbIM HaPYLLIEHMUAM
OU3NONOIMMU U BHELLHETO ObnmKa
OpPraHM3MOoB.




[eHOMHbIe MyTauMM: npmumepbl B
npupoAe

=

[Tonunnonaunsa — ato KpatHOe yBeENUYEHUE
yMcria XPOMOCOM, 4acTo BCTpeyvaercs y
PacTeHMM, TakKux Kak rneHuua, yrnyyas mx
YPOXanHOCTb U YCTOUUYUBOCTb.

—

AHEYNnonAUa — U3MEHEHME YUCNA OTAENbHbIX
XPOMOCOM, Hanpumep, Tpmcomms 21 NnpMBOAUT

K CUHAPOMY AayHa C xapakiepHbIMU YepTamu U
OCOBEHHOCTAMM PAa3BUTUS.




1

BHewHWe MyTareHbl
BKITIOYAIOT
PaAMOaKTUBHOE
M3nyyeHme u
yrnbTpadmorner, Kotopble
CNOCOOHBI U3MEHSTb
ctpykrypy AHK u
Bbl3bIBaTb MyTaLLUM Y
XXMBbIX OPraHM3MOB.

2

XMMUYECKME BELLLECTB],
Takue Kak HUTpaTbl M
6eH30r, a Takxe
HEKOTOpPbIE BUPYCbl MOTYT
NPOHMUKATb B KIETKU U
NOBPEXAATh
HacrneACTBEHHbIU
matepuman, NPUBOAS K
M3MEHEHUSAM B TEHOME.

3

BHyTpeHHHe dakTtopbl —
370 OLLUMOKM Npwu
pennukaumn AHK,
BO3HMKaOLLUE
CMOHTAHHO BO BPEMS
KNEeTOYHOro AeneHus
KOTOpble caMu no cebe

MOTYT Bbl3blBaTb MYTALUUNH.

MyTareHHble ¢aKTOpbl: BHELUHME U BHYTPEHHMe

A4

bonbluaa yactb Mytauunm
dopmHMpyercs MMEHHO
NoA BO3AEMUCTBUMEM
BHELLHEW CpeAbl, XOTS
NPMPOAHbBIE NPOLECCHI
BHYTPM KIeToK Takxe
BHOCST 3HaUMUTENbHbIN

BKS1aA B HACJ1€ACTBEHHYIO

M3IMEHYNBOCTD.
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EcrectBeHHbIM MyTareHes: cuna NpUpoAbl

MyTaumMmM NPOMCXOAAT ecTecTBEHHLIM 0bpa3om bes
BMeLLaTenbcTea yenoseka. CnoHTaHHbIe oLUOKM
PEnnUKaLMmn n GakTopbl OKPYXXaloLLEen CpeAbl
HenpepbLIBHO CO3AAIOT HOBbIE BAPUAHTHI B
nonynsauunsx, obecneynBas reHeTMYecKyo
M3MEHUYMBOCTb.

EctectBeHHbIM M MCKYCCTBEHHbIM MyTareHes3

McKyccTBeHHBbINM MyTareHes B nabopatopmm

YuéHble cneumnanbHO BbI3bIBAIOT MyTaLMK,
VICI‘IOJ‘Ib3y9I_IpeHTFeHOBCKMe NYYn UK XMMUYECKUE
BELLLECTBA. lakOM MOAXOA MOMOraeT Co3AaBarb
HOBbIE COPTa PacTeHWn, Hanpumep, NiIeHULbl C
MOBbILUEHHOW YPOXaMHOCTbIO U YCTOMUMBOCTbIO K
6oresHsaM.
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Ponb HacneACTBEeHHOM
M3MEHUYMBOCTM B 3BOMIOLMM

-

[eHOTMNMYECKas MBMEHUYMBOCTb CO3AAET pasHoobpasue NPM3HaKoB, KOTOpble MOABEPraloTCs
eCTECTBEHHOMY OTOOPY B M3MEHSIIOLLIUXCS YCITOBUSAX CPEAbI.

-

HoBoe couetaHMe reHOB AQET OpraHU3Mam NPEUMYLLLECTBO UITU HEAOCTATKU, GOPMUPYS
aAantaumm, CrnocobCTBYIOLLME BbIXXMBAHMIO U Pa3MHOXEHMIO.

-

3a CYET USMEHUMBOCTM MNOSABMAAIOTCSA HOBbIE BUADBI, @ HEYAAuYHble BapMaHTbl MCUYE3AIOT, YTO
NoAAEPXMBaAET AUHAMMUYECKME MPOLLECCHI SBOMOLMU BO BCEM XMBOM MMUPE.



HacneasoBaHMe MaMeHEeHMM: 3aKOHbl MeHAenn

I [eHeTMUEeCKME M3MEHEHUSA HACNEAYIOTCS MO I Hesasncrmoe HacneaoBaHue obecneunsaer
3akoHam MeHaena: AOMUHMPOBAHME pasHoobpasne KOMOUHALMM NMPUIHAKOB Y
onpeaAenser NPosBreHne NPU3HaKoB NPU NOTOMKOB, yBErnMUYMBasa reHeTM4yecKkyio
HanMM4uM pasHbIX anseneu. BapMaTMBHOCTb.

| |

| PacwenneHne npmM3HakoB otpaxkaer | MyTaumm B NONOBLIX KNeTkax cCo3AatT HOBblE
pacnpeaerneHue HacneACTBEHHbIX BapMaHTOB BAPMaHTbl, @ TMBPUAM3aLUSA YCHUIIMBAET
B MOTOMCTBE B OMPEAENEHHbBIX MPOMOPLMUSX, KOMBUHMPOBaHME 3TUX MPMU3HAKOB, YCKOPSS
YTO MOATBEPXAAET NPEACKA3YEMOCTb reHeTMYeCckmue M3MEHEHMS B MONYNALUN.

HacClrieAOBaHUA.

| |




CpaBHeHMe HacneACTBEHHOM M
HeHacrneACTBeHHOM M3MEeHUMBOCTH

Tabnuua otpaxaer OCHOBHbIE
PasNMuMa MEXAY HacreACTBEHHOU M
HeHacneACTBEHHOU M3MEHYMUBOCTbIO
Mo KIOYEBLIM MPU3HaKaM M

MEeXaHN3MaM. .
Kpurepum HacneacreeHHan HeHnacneacrBeHHan
MexaHW3M BO3HUKHOBEHMS NameHeHns 8 AHK BosaeWnctBue cpeasl
[Tlepeaaya notomcray Aa Her

| HacneactBeHHas M3MEeHUYMBOCTb
6asupyercs Ha USMEHEHMAX B Mpunthbl Myraumm, pexomBuHaLimm

dakTopbl cpeAbl

reHeTM4eCKOM Marepuarne u

nepeAaércs NoToMKam, Toraa Kak O6parumocts Heo6pamma

Obpatnma

HeHacrneACTBEHHas CBsi3aHa C
BHELLUHUMM YCITOBUSIMU U HE
coxpaHsercs.

YuebHuk buonorum Ana 9 knacca
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[eHeTMKa uesioBeka: npMMepbl HacNeACTBeHHbIX

3aboneBaHMM

femodunus — bonesHb
CBEPTbIBAEMOCTH KPOBM

AyTOCOMHO-CLLENNEeHHas MyTaums,
Yalle BCTPEeYatoLascs y My>XXUmH.
Hapywaer ¢opmmposaHme 6enkos
KPOBM, YTO MPUBOAMT K ANUTENbHbLIM
KPOBOTEUEHMSM AaXe MpU
He3HauMTENbHbIX TPaBMax.

MyKOBUCLMAO3 — HapyLUEHUE
paboTbl xernes

PeueccusHoe 3aboneBaHue,
BbI3bIBalOLLEE HapyLUEHUE QYHKLMM
CrU3UCTbIX Xenes. [launeHTsbl
CTPaAAIOT OT NPODOIIEM C AbIXaHUEM
M NULLEBAPEHMEM M3-3a T'YCTOU
CNM3K B OpraHax.

AanbToHM3M — HapyLleHue
LLBETOBOIO BOCMPUATUS

Mytauusa Ha X-xpoMocome, Kotopas
BIIMSIET HA CNOCOBHOCTL Pa3rmMyaTth
uBeta. Yauwe nposiensercs y
MY>XUMH, MOCKOSbKY BonesHb
cuenreHa C Nosiom.




MUcnonb3oBaHMe reHeTMUECKOM M3MEHUMBOCTH
B CENIbCKOM XO3fIMCTBE

N B N

CenekumoHepbl
NPMMEHSIOT MyTareHe3 AJS
CO3A@HMSA KYrbTyp C
yryJLeHHOM
YPOXaNnHOCTbIO M
YCTOMYMBOCTbIO K
HebnaronpuUsaTHLIM
YCIOBMSIM U BPEAMTENSAM.

Hoeble copta nweHuubl 1
KYKypy3bl 6riaroaaps
MYTaLMSAM fyyLue
NepeHoCHT 3acyxy U
6onesHu, yto cnocobcereyer
cTaburnbHOMy
obecrneyeHuIo
NPOAOBOSLCTBUS.

B >XXMBOTHOBOACTBE
OOPMUPYIOT MOPOADLI C
yIyYLLEHHbIMM
XO39AUCTBEHHbIMMU
NPM3HaKamu, TakMMMK Kak
BbICOKMU YAOU MOIOKA,
ObICTPbIA POCT U
NPUBNeKarenbHbIM OKpac.

| | |




PacnpeaeneHue mytaumm No NOCNEeACTBUAM

HeliTpansHble MmyTalum BpenHbie MyTaLuu
[onesHbie MyTaLum |

bornbLMHCTBO MyTauuM He OKa3biBaeT BIUAHMUS
Ha 3A0pPOBbE U QYHKLUUMN OPraHnU3Ma, a NuLlb
HeOOmMbLIOM MPOLLEHT BIIMSAET Ha aAanTaLmio
MIW Bbl3bIBAET BOMesHM.

AaHHbIe NOATBEPXAAIOT, UTO BPEAHbIE U
NonesHble MYTaLLMKU BCTPEYAIOTCS pexe, YTo
obecneumnsaer BanaHC MEXAY CTabMIbHOCTLIO U

M3MEHYNBOCTbIO B nonynauunax.

_ |

AHanus buonoruyeckmx uccrieaosanmm, 2023
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CoBpeMeHHble METOADbI U3YyUEeHMUA
reHOTMNMUYECKOM M3IMEHUYMBOCTM

1

CekBeHuposaHue AHK
NOMOraeT TOYHO
OnpeAEenuTb

HYKNeoTu AHble
M3MEHEHUSA U BbISIBUTL
Pa3nUYHbIE TUMbI MyTaL MK
Ha MOJEKYISPHOM
YPOBHe.

2

AHanua kapuotmna
MCNOMb3yercs AJS
ObHapy>XXeHMA KPYMHbIX
CTPYKTYPHbIX U3MEHEHMUN
M NEepecTpoek XPOMOCOM
B KJ1eTKax.

3

[lonnmepasHasa uenHas
peakums ([LLP)
no3sonser bbICTPO M
TOYHO BbISBNATH
OTAErbHbIe U3BECTHbIE
MYTaLLMKU B HY>XXHbIX reHax.

A4

[eHeTM4Yeckoe
KapTMpOoBaHWE NMOMOraer
CBS13aTb KOHKPETHbIE
yUyacTkM reHOMa C
NPU3HaKaMn M
HaCreACTBEHHbIMM
3aborneBaHNsIMM,
yNpoLLLas NMoMCK HOBbIX
MyTaLMK.
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3HauYeHMe reHOTMNMMUYeCcKoOM
M3IMEHUYMBOCTM B DXM3HMU M
Hayke

HacrneactBeHHaa M3MEeHUYMUBOCTb — KoY K MOHMMAHMUIO
PA3BUTUS XXU3HM, 3AOPOBbLSA U cenekunn. NayuerHmne eé
MPOLLECCOB OTKPbIBAET NMYTU K HOBbIM OTKPBLITUSM B
BUOMOrMMN U MEAMLLMHE.



