O630p TeMbil:
HacNneaACTBEeHHOCTb M

NM3IMEH4YNBOCTD

M3y4yaeM NpUHLKMMNbI Nepefadnm 1 nosaBneHus
Pa3Ho06pPa3na HacneOCTBEHHbIX MPU3HAKOB.




OCHOBBbI
HacneaACTBeHHOCTU U
M3IMEHYUBOCTMU

HacnenocrBeHHOCTb obecnevymBaeT nepenadvy
NMPU3HAKOB OT poaunTenen, a UISMeHYMBOCTb
CO3[0a€ET HOBble BapWMaHTbl. [eHeTnKa
chopmMmMpoBanacbh 6Garogapsa OTKPbITUAM
MeHpend, OTKPbIBLUErO 3aKOHbI Hac/1e40BaHWS
PACTEHUI.




[eHbl U FreHOTUIN: OCHOBA Hac1eACTBEHHOCTM

CTpyKTypa 1 pacrosioyXeHe reHoB

[€éH — 2TO OCHOBHOW 670K HaceacTBEHHOM
MHPOPMaALLMK, PACTONMOXEHHbIM Ha XpPOMOCoMax. B
yenoBeyeckoM reHomMe okoso 20-25 Tbicay reHos,
KaXObl OTBEYAET 33 ONpeneneHHblie MPU3HaKW.

[eHOTUN N PEeHOTUM

[eHOTMN NpencTaBnaeT cobon NoNHbIM HAabop reHoB
OpraHmM3aMa, a PeHOTUN — Pe3ynbTaT B3aMMOOENCTBUS
reHOTMMa C OKPYXKatoLeW cpenon, POpMUPYIOLLIMMN
BHELLUHME N BHYTPEHHME XapaKTEPUCTUKMN.




OCHOBHblIe KOMMNOHEHTbI HacneaAcTBeHHOM UHPOPMaLIMU U KJTIeTOYHOIro
neneHuvsa

e MWTO3 N Meno3

0 CTpoeHmne XpOMOCOM e TUMNbl XPOMOCOM

XpPOMOCOMbI cogep»XaT MOMNeKy bl
NHK, cBa3aHHble c 6benkamMu,
06pa3ysd KOMMaKTHble CTPYKTYpPbl B
aape KNeTok. Y yenoBeka Ux 46,
CrpynnmMpoOBaHHbIX B 23 Napbl, YTO
obecneymBaeT XpaHeHne u
nepenavy HacnenCcTBeHHbIX
OaHHbIX.

B cocTaBe yenoBeka BbioensatoT
ayTOCOMbI, onpegengatoLimne
60/bLLUMHCTBO NMPU3HAKOB, U
MOJSIOBbl€ XPOMOCOMb,
oTBeyaloLMe 3a Mo 1 NnosioBoe
pa3BuUTHE. X pasnmnume KpUTUYHO
Ona nepenadvm HacneacTBeHHOM

MHPopMaLUnW.

MmnTo3 obecnedymBaeT TOYHOE
KOMMPOBAHME reHETUKM Npu
oeneHmm coMaTUYeCcKmMX KNeToK,
Torga Kak Memos co3gaéT nosioBble
KJTETKM C MONOBUHHbBIM HAabOpPOM
XPOMOCOM, CMOCOBCTBYSA
reHeTUYECKOMY Pa3HoOOBpa3unIo.




3aKOHbl MeHAaena: KnaccuvyecKme 3KCrnepuMeHTbl

a MeHOenb BblgBU TPWM OCHOBOMOJ1aratoLmx
3adKOHa HacdJiegoBaHWNA, ONMMCbIBAOLLNX
rnopeaeHme rNnpm3HakKoB MNMpn CKpelwmBaHUNA.
AOOMNMHNMPOBaHWMeE, pacllervieHme U
HeE3aBUNCMMOE HacJiegoBaHWMeE.

Ero onbiTbl C TOPOXOM MoKa3salln, YTo
HacJiegyemMble NMPn3HakKm nNoavYmMHAKTCH
Oﬂpeﬂ,eﬂéHHblM 3adKOHOMEPHOCTAM,
MNOoJ1IOXKUBLWLWM HAYalJ10 COBpeMeHHOl;l reHeTnKe

Kak Hayke.




3aKOH AOMUWHUPOBAaHUSA: NPUMeEpP Ha ropoxe

|_|pl/l CKpeWwmMBaHMIN HNCTbIX JTMHNUA [OPOXa Mo
NPEM3HaKy LUBETa CEMAH, B NepPBOM
MNOKOJIEHNIN TTIPOABJIAETCH TOJIbKO

OOMWHAHTHbIN MPU3HaK — YXE&NTbIN LBET.

OTOT 3aKOH NMOKa3bIBaET, KaK OOMH BapUMaHT
reHa MOXXeT MNOJTHOCTbIO MOOAaBUTb
npodaBeHWe Opyroro, peueccmMBHOroO, YTO
0ObACHAET PEHOTUMMYECKOE Pa3HOObpa3sme.




3aKOH pacuienieHuna: CTaTUCTUKA NOTOMCTBA

IHaHHble MeHOena OEMOHCTPUMPYIOT YETKOE
COOTHOLeHMe 3.1 Mexxay OOMUMHAHTHbIMU U
pPeLecCMBHbIMU MPU3HaAKaMM BO BTOPOM
NMOKOIEHUNW.

Pe3ynbraTbl MOOTBEPXKOAIOT NpeackasaHme
3aKOHa pacLlernieHna 1 NoKa3blBatoT
CTabUIbHOCTb HAacegoBaHMA MPU3HAKOB
yepes NoKoeHms.
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Pacnpegenexne coeHoTUNoB B F2 nokoneHnn ropoxa
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3aKOH He3aBUCUMOIo HacneaoBaHUA NPpU3HaKOB

KakK NPEPN3HaAaKM HacieyroTCH HE3aBUCKMMO HOﬂ,TBep)Kﬂ,eHl/le 3adKOHA B OllblTaX
MeHaenb Nokasarsi, YTo pa3Hble Nnapbl MPU3HAKOB (HanpuMep, LBET U CTaTUCTUYECKMIN aHaIM3 MOTOMKOB [O0Ka3bIBAET, YTO COYeTaHUSA
dopMa ceMaH) NnepenatoTcsd NMOTOMCTBY HE3aBMCUMMO OPYr OT APYra, MPU3HAKOB MPOUNCXOOAT Cry4YanHo, obecrnedmBada pasHoobpasme U

4YTO MNPOABJIAETCH B pa3HOO6pa3HbIX KOMOBUMHaLMAX d)eHOTl/lI'IOB. TMOKOCTb NrEHETUYECKOro HaciegoBaHma.



B3anMoaencrTteue annenbHbIX U HeannesnbHbIX FreHOB

HenonHoe AOMWHNPOBaHWNE : HeannenbHoe B3al/lMO,EI,el;lCTBl/Ie
[TpnMep — PO30BbIE LUBETKN Y HOYHOM SMUCTa3 N KOMMJIEMEHTAPHOCTb
KpacaBuLbl, rOe CMeLLIMNBaAETCA *  OTPaXKaloT CllyYaun, Korga reHbl 13
NposaBeHMe OBYX ansienien, cCo3aaBad * PA3HbIX JIOKYCOB B3aMMOAENCTBYIOT,
MPOMEXYTOUYHbIN GEHOTUM. - MOOaBAAOT UM COBMECTHO

DOPMUPYIOT MPU3HAKMN.

: é : S

KoooMUHMpoBaHmMe

. AnnenbHble reHbl
[pynnbl KpoBUM A 1 B NpoaBnaroTca

- PasfiMuHble BEPCUM OOHOIO reHa '

- MOTYT AOMMHMPOBATb, HEMOHO ;. OIHCEREMENIO [ MRYIINS A2
: yTh P ' . [EeMOHCTPUPYS COBMECTHOE
- OMUHMPOBATb UM KOLOMUHUPOBATb, * ‘BbIpAKEHWE annenel,

- BIMASA Ha MPOABAEHME MPU3HAKOB Y
- OPraHM3MOB.



MyTauum: NnpUYMHbI U NpUMepbLI

a Trnbl MyTaLI,l/ll;l N NX NMCTOYHHUNKHN

MyTaumm — 3TO YCTONYMBbIE UBSMEHEHNA B
HNHK, BO3HMKatoWwmMe CNoHTaHHO MNW Mofa,
BO3aencTBMemM mytareHoB. OHUM ObIBAOT
reHHble, XPOMOCOMHbIE M TEHOMHbIE,
pasnumyatroLmeca MacuTadbom m
nocneacTtBUAMM.

a [MpMepbl MyTaLWM Y >XUBbIX
OPraHM3MOB

[TonMepaMm Cry>aT CepPnNoOBUAOHOKIETOYHAdA
aHeMUS, BbI3BaHHAA rEHHOM MyTaLMeMN, a
Tak>Ke cHOpoMm [layHa, CBA3aHHbIN C
XPOMOCOMHOWM aHOMannen. AHanormyHble
M3MEHEHWS BCTPEYAIOTCHA U Y pacTEHUI,
HanpuMep, 6enbln OKpPac ManCKOWM NaHabILLW.
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MoomndmkKauMoHHaa M3MEeHYMNBOCTb
BO3HWKAaET Mo BNnaHmnemM daKTopoB
cpenbl M HE COMPOBOXOAETCH
M3MeHeHMaMn B reHax. OHa He
nepenaétca MoTOMCTBY, HO MPOABIAETCA B
N3MEeHeHNAaxX GeHOoTMMa, TaKUX KaK pa3mMep
NMNCTbEB MM Macca Tena.

2

MoandunkKkaumMoHHass UsSMeHYUBOCTDb

[MpuMepbl BKIKOYAOT M3MEeHEHWE GOPMb
NMNCTbEB Y 6EPEé3bl MPU Pa3HOM
OCBELLUEHHOCTUN N MOPPOSTIOrNMYECKmMe
OCOOBEHHOCTU PACTEHUIN B PA3/TUYHbIX
KINTMMaTUUYECKMX YCNoBUAX. NpadpmK HOPMbI
peaKLIMM OTpaXKaeT OMana3oH TaKMX
BapuMaLlmin.
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KoM6buHaTUBHasA U3MEHYUBOCTb: UCTOUHUKU M
npuMepbl

KoMbnHaTMBHAg M3MEeHUYMBOCTb
PopMUMpyeTca B NpoL.ecce nosioBoro
PAa3MHOXeHMA 6narogapsa PeKoMbuHaLu M
reHoB. OCHOBHbIE €€ UCTOUYHUKUN —
KPOCCUHIOBEP, HE3aBUCKUMOE
pacrnpeneneHme XpoMoCoOM 1N CnydamHoe
onJ1I0goTBOPEHME.

B pe3ynbrate NoaBAatoTCa pa3HOobpa3Hble
reHeTndecKme KoMOmMHaumm, YTo oobacHgaeT
Pas3nnMumna Mmexxagy 6paTbaMmM 1 CECTPAMU U
NogaepPXXMBaET reHeTUYecKoe pa3Hoobpasne
B Monynaumnax.
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MyTaLI.MOHHaFI NnaMEH4YUBOCTDb. BJliudHNE Ha OpraHmNM3Mbl

[eHeTnYecKMme 3abosieBaHung
yefoBekKa

MyTaumm B OTAOENIbHbIX FreHax MOryT
Bbl3BaTb HAaC/1eOCTBEHHbIE 6ONEe3HU,
HanpuMep reMopumno —
HapyLleHMe CBepPTbIBAaEMOCTM
KPOBW, NN aNbONHU3M,
OBYyCNOBMEHHbIVN OTCYTCTBMEM
MUrMeHTaUMn. STV MyTaL MU
CYLLLECTBEHHO BNMAIOT Ha 300pPOBbLE

7 Tpe6yI-OT MeONLMHCKOIO KOHTPOJIH.

e Pe3ncTeHTHOCTb BakTepmm K

AHTUOUMOTUKAM

MyTaumm B reHax bakTepum
CMOCOBOHbI CO30aBaTb YCTONYMBOCTb
K aHTUOMNOTMKaM. TaKMe MaMeHeHusa
MO3BONAT MUKPOOBAM BbIXXMBATb U
PA3MHOXaTbCA OAXKe NP NevYeHnu,
YTO AB/IAETCH CEPbE3IHOU
Npo6aeMo COBPEMEHHOMN
MeOuLUWHbI U TpebyeT pa3paboTKu
HOBbIX MPEnapPaToB.

e [MoNnoyXnTenbHble MyTaL UM B
npupoae

HekoTopble MyTaLMKM NOBbILLAKOT
NPMCNOCOBEHHOCTb OPraHM3MOB.
Hanpumep, yCTOMYMBOCTb COPHbIX
pacTeHUM K repbuLmaoam
MO3BOIFET UM BbIXKMBaTb B
0OpPabOoTaHHbIX MOMAAX, YTO
MOKa3blBAET PO/b MYTaLLMOHHOMN
N3MEHYMNBOCTU B 2BOMOLUNN U
agantaunu.
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HacnepncrtBeHHble 60/1€3HM YennoBeKa: npuMepbl

MyKOBUCUMAO03 N GEHUTKETOHYPUSA ABNAIOTCS
NnPUMepaMm ayTOCOMHO-PEL,ECCUBHbIX
3ab6o01eBaHNM, 06YyCNOBAEHHbIX MyTaLMAMUN B
onpenenéHHbIX reHax, TRebYLWMX paHHeEN
ONArHOCTUKUM U crneynanbHOro neyeHumsa.

CuHOpom [dayHa mn cuHapom KnamHpensrepa
— XPPOMOCOMHbI€ MaToNormu, CBA3aHHbIE C
aHOManmMaMm 4Ymcna XpoMOoCOM.
HacnegoBaHMe rpynn KpoBU M pesyc-
paKTopa MMEET Ba)XHOE 3HaAYEHME B
MeOMLMHE U TPAHCPY3NOSIOTUN.
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9BONMIOLMOHHOE 3HaAYeHe N3aMeHUYNBOCTH

Pa3zHoobpasmne reHoB obecneymBaeT aganTaymto
OPraHM3MOB K M3MEHSALLENCH cpeae Jyepes
ecTecTBeHHbIM oTbop. bnarogapsa

N3MEHUYMBOCTM BO3IMOXKHO MOSBIEHNE HOBbIX
MNPWN3HAKOB, MOBbILLAIOLMX LUAHCbI BbIXXWBaHMA.

[MprMepbl BKKOYAKOT YCTOMUYMBOCTbL BaKTEPUIM K
AHTUOMNOTUNKAM, MHOYCTPWANbHbIM MENaHN3M Yy
6epé3oBon NaOeHMLbl 1 NoABIEeHME BUPYCOB,
YCTONUYUMBLIX K JTEKAPCTBEHHbIM MpenapartaMm, UTo
NNTIOCTPUPYET ONHAMUKY SBOSTHOLLMOHHbIX
MPOLLEeCCOB.
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CoBpeMeHHbIe

KnoHMpoOBaHMe Kak
Hay4dHOEe OOCTMKEeHMe

Co3gaHume oBLUbl onnm B 1996
roQy o3HaMeHOoBao NMNPopPLIB B
OUNOTEXHOOIMMAX,
NpPoOOeEMOHCTPUMPOBAB
BO3MOXXHOCTb KITOHMNPOBAHUA

PepnaktnpoBaHMe reHoMa
CRISPR/Cas9

TexHonorus CRISPR/Cas9
MNO3BOMAET TOHYEYHO M3MEHATDb
ydacTkm [IHK, 4To OTKpbIBaeT
NepCcneKTUBbI le4YeHUS
reHeTn4YeCcKnx 3abosieBaHnM 1

MJTEKOIMNTaro WX N OTKPbIB HOBblE CO30aHNA YTYHLLEHHDbIX

NMOPMN30HTblI B TeEHETUYHECKUX
NCccrieaoBaHMAX.

CEeJTIbCKOXO3ANCTBEHHbIX KYJ1bTYP.

reHHble TeXHOJ1IoOrnn

TpaHCreHHble pacTeHUd
N YKUBOTHbIE

[eHeTnYecKkaa MoanduKaLma
PacTeHWM NoBbILLaET
YCTOMYMBOCTb K BpeauTenam u
HebnaronpPUAaTHbIM YCTOBUAM, a
Pa3paboTKa TPAaHCIreHHbIX
YXMBOTHbIX COco6CTBYET
VAYYLLIEHUIO MPOOYKTUBHOCTU U
30POBbS.
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[MepcoHanmM3npoBaHHagqa
MeaunLMHa U
OMONHPOPMATUMKA

CoBpeMeHHble TEXHOTOrNK
MO3BONAOT
MHOVMBUMOYANMN3NPOBATb JledeHme
Ha OCHOBE NreHeTUYECKOM
MHPOPMaALIMM YeSTOBEKA, UTO
NoBblWAeT 9PpPeEKTUBHOCTb
Tepannm N CHMXXaET PUCK
OCJTOXKHEHUW.
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dTNYECKUMEe U coumanbHbie BONMPOCbl FreHETUKU

Icnonb3oBaHWe [ MO BbI3blBaeT
ornaceHmMsa no NoBoay NOTEHLUMANIbHOIO
yulepba 6MopasHoobpasnto 1
BO3MOXHOIO PACrnpoOCTPaHeEH WS

HeXeJ1aTeJIbHbIX MyTaLI,l/Il;I B SKOCNCTEMAaxX.

2

[MpaBoBOe perynmpoBaHMe oxXBaTbliBaeT
MeXXayHapoOHble cornalleHns, 3anpeTbl
KNOHWPOBaHMA YenoBekKa M BOMPOCHI 3aLLUThI

NMNYHOW FreHEeTUYECKOW MHPOPMaALIMK, a TaKKe
aTnYeckme gebatbl O peaaKTUPOBaHNN
SMOPUMOHOB.




Byayluiee nsyyeHmsa HacneacrtBeHHOCTU U UBMEHYUBOCTH

TexHONorm4ecknim nporpecc B reHeTuKe

Pa3BuUTME MaAcCOBOIo ceKBeHMpoBaHMa [JHK
pacLlMpaeT BO3IMOYXXHOCTUN UCCnegoBaHUSA
HacnegcTBEHHbIX 3a60neBaHMM U NPOrHO3MPOBaAHMA
MHOVBUWOYaNbHbIX PUCKOB, Aefaa MeanumnHy donee
TOYHOM N NEPCOHNPULIMPOBAHHOMN.

HpVIMeHeHVIe reHeTnMKmM B XM3HN M MeaNLUMNHE

[eHeTnYecKMe gaHHble MOMOTratoT BblABAATb
CK/TOHHOCTM K 3a60/1eBaHMAM M aganTUpoOBaTb
ob6pa3oBaHMe M Kapbepy, MHTErPUPYA FrEHETUKY B
MNOBCeOHEBHYIO XM3Hb M OTKPbIBas HOBbI€ FOPU3OHTHI

HaYKW.
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KpaTKoe pe3ioMe KN4YeBbIX TOYEK

[eHbl, annenum, XpoOMOCOMbI, FEHOTUM U
deHoTUN — dyHOaMeHTalbHble MOHATUS,
nexkallme B oCHoBe BMONIOrMYecKmMx
MccnenoBaHMM HacNeaCcTBEHHOCTM.

3HaHMAa O HacNeaCcTBEHHOCTU NPEVMMEHAKOTCH
B MeaonunHe OJ1d AdNarHOCTnKmM m JieHeHmM4H, a

TakK)Xe B CE/TbCKOM XO39MNCTBE U
ONOTEXHOTOTMAX ON19 YIYYLLEHNA KYNbTYP U
XUNBOTHbIX.

MoaondbumkaumoHHaa, KoMbUMHaTUBHAA U
MYTaLMOHHAas N3MEHYMBOCTb MMELOT
Pa31MYHbIe MeXaHN3Mbl U obecrneYynBatoT
beHoTUNMYyeckoe pasHoobpasme
OpPraHM3MOB.

CoBpeMEeHHbIe FreHHble TEXHOTOTnM
COMPOBOXOAKTCA 3TUYECKMMU BblI30BaAMU,
BIMAOLLMMM Ha pPa3BUTME OOLLIEeCTBaA U
Hay4YHble MPaKTUKMW.
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3HaueHue HacleaACTBeHHOCTU U
M3MEeHUYNBOCTM ONF obLlecTBa

feHeTMKa 9BN9eTCA OCHOBOW MOHUMAHUSA XXU3HMN, Pa3BNTNA MeONLWHbI U OUNOTEXHOMOM M. DTV 3HAHUA

MOMOIatoT peLllaTb rnobanbHble I'IpO6J'IeMbI 300pP0OBbA N SKOJS10TMN, CI)Ole/IpyPOT 6yﬂ,yu_Lee HayKn1 “
CI'IOCO6CTByI'OT COLMANbHOM OTBETCTBEHHOCTM.




