NcTopua pasButus
reHeTUKU: KJloueBble

S3TAINblI N SHAYEHUNA

[eHeTMKa PACKPbIBAET TAMHbI HOC/IEACTBEHHOCTH,
MEHSNAS MeOMLIMHY N CENbCKOE XO3AMCTRO.




Kak cchopmunpoBanacb HayKa o
HOCNeaCTBEHHOCTH

Vioea HaocnegoBAHUMA NMPU3HAKOB CYLLECTBOBAA C
OpeBHUX BpeMeH. TonbKo B XIX BeKke
CUCTEMATUYECKME ONMbITbl 3AJIOXKMIM OCHOBY
reHeTUKN KOK HOYKUK, M3yYdaioLen 30KOHOMEPHOCTU
nepenayn CBOMCTB OT poauTenen K NOTOMKAM.



[perop MeHpenb — nNepBonpoxoael reHeTUKU

[MoHATUA [OMUHMPOBAHUA U
OnbITbl C rOPOXOM

PEeLLEeCCMBHOCTMU

MeHoenb CKpeLmBai pas3iMyHble COPTA rOpPOXa U YUYEHbIN BblOENNT TEPMUHDBI «JOMUHUNPYOLLMEY U
30MeTU1 30KOHOMEPHOCTM B HAC/1€A0BAHUM «pPeLLeCcCUBHbIE» MPU3HAKK, YTO 0OBACHUO,
NPW3HAKOB. Ero ynopctBo 1 TOYHOCTb MO3BOUNM No4YeMy HEKOTOPbIE CBOVCTBA MPOABAAITCSH Y
cdhopMynnpoBaTb 6A30Bble FEHETUYECKME NOTOMKOB, O ApYyrue — HeT.

NPUHLMMBbI.




OcHoBHbIe 30KOHbl MeHaena

[lepBblt 3AKOH FIACUT, YTO BCE
rmbépuabl MeEPBOro NOKOJIEHUS
OOHOPOAHbI NO BHELWHEMY MPU3HAKY
NPY CKPeLWMBAHNMN YNCTbIX IMHUNA.

BTopoi 30KOH onncCbIBAET
pacuiensieHme NpmM3HAKOB BO BTOPOM
NOKOJIEHVN B YNC/TOBOM COOTHOLLEHWN,
NOKA3blBAA 30KOHOMEPHOCTU
HOC1e40BAHUA.

DTV 30KOHbI CTANIN PYHOAMEHTOM O
NMOHMMOHUMA HOCEeACTBEHHOCTU U
OONTbHENLNX OTKPbITUMN B FeHETUKeE.




[lepeoTKpbiTUe 30KOHOB MeHaenda B XX BekKe

Xyro ne ®pus u ero
nccnepoBAHUS

e Opuns, n3yvas pacteHus,
HE3ABMCMMO NOATBEPAN 3AKOHDI
MeHpoens, 4To NPMBNEKNO BHUMAHME
HAY4YHOIro COOBLLECTBA K FEHETUKE.

Kapn KoppeHc n HeMeuKas
LUKOJ10 FrEHETUKU

KoppeHc NnpoBogmi 3KCNEPUMEHTbI C
pPACTEHUAMMN, NOATBEPAMB
HACNenCTBEHHbIE 30KOHOMEPHOCTU U
CNoCcobCTBYS NPU3HAHMUIO FEHETUKM
KOK HOYKW.

ABCTPUNCKUN BKNA[, dpuUxa
YepMaka

YepMaK noBTOpUa onbiTbl MeHaens
1 onyb6MKoBaA Pe3y/bTAThI, UTO
NOMOI/10 BO3POAUTb MHTEPEC K
HACNEeACTBEHHOCTU U PACLIMPUTD
3HAHWS O FEeHAX.




. XpPOMOCOMHASI TEOPUSI HACNEACTBEHHOCTM

01 02 03

Tomac XaHT MopraH gokasarn, O6Hapy>*KeHMe KpoCCUHroBepa OTUV OTKPbITUS 0O bACHUN

YTO FeHbl PACMONATAIOTCA B NOKA30a/10, KOK MrEHEeTUYECKUN MOEKYNAPHbIE MEXAHU3MDI
XPOMOCOMOX, CBA3bIBAS 3AKOHbI MaTepmnan obMeHMBAETCA MeXKay nepenayn NPU3HAKOB U
HOCNeACTBEHHOCTU C XPOMOCOMAMMU, YBENNUMNBAA yrnyounm noHMMAHWE FrEHETUKM.
KOHKPETHbIMU CTRPYKTYpPAMMU reHeTMYecKoe pasHoobpasme.

KJTIETKMW.



CpaBHeHUe BKNA[QO

MeHpena n MopraHa __v _—
YYyéHbIn OCHOBHbIEe OTKPbITUA Hay4yHoe 3HaueHue
uccregoBaHus
3aKOHbI OCHOBbI TEHETUKU KaK
Meraens Hac/1eaCTBEHHOCTU Fopox HayKu
OCHOBHbIE PA3/TN4HYNA B OTKPbITUAX, 0b6beKTax a y
ncenenooBadHMAd N 3HAYEHNW OJ14 HAOY KA. XpoOMOCOMHasa Teopud, MexaHn3Mbl nepepavn
MopraH [po3odunna
KpOoccuHroeep Hac/nenCTBEHHOCTU

MeHaenb 3an10>Xun TeopeTnyecknin pyHgameHT, MopraH
06BbACHNN PU3NYECKYHO OCHOBY HACEO0BAHUS.

Y4yebHUKM no buonormm




[eHbl U MyTAUUN. OCHOBbI HACNECACTBEHHOCTU

I MyTCILI,MM KAOK UCTOYHUK

I Y4T0 TOKOE reHbl? I [TpMepbl MyTALNNA

N3MEHEHUU
[eH — 370 yyacTok AHK, MyTaunm — naMeHeHUsd B CTPYKTYpe AnNbbVHN3M BO3HUKAET N3-30
COAEPXKALLUUA MHOPMALMIO O reHOB, KOTOPble MOrYT MPUBECTU K HOCNEeOCTBEHHOW MyTALUUMN,
PA3BUTUM NPU3HAKOB OPraHn3MAa. HOBOMY MPU3HAKY WA BbI3bIBAIOLLLEN OTCYTCTBME
OH KogupyeT 6enKkun, BAUsoLme Ha 30601eBAHNIO. DTO ECTECTBEHHbIN NMMrMeHTAL NN,
BHELLUHME N BHYTPEHHME CBOMCTBA. NpoLecc, BANAKOLWMA HA SBOTIOLMIO. CepnoBUOHOK/IETOYHAA AHEMUSA —
eLe oauH npuMep BANAHUA
MyTOLWMW HA 300POBbLE.



YacToTa MyTALMAN Y PA3HbIX
OpPraHU3MoB

MyTaunm BCTpeyatoTcsa Ydlle Y MUKPOOPIraHM3MOB, pexxe —
CNOXKHbIX MHOIOKJ/TIETOYHbIX OPraHM3MOB.

BakTepuun nmetoT 60nee BbICOKYHO CKOPOCTb MyTALMMA,
obecneuymBada ObICTPYO A4ANTALMIO K Cpeae.

1.00000000E-7 —

9.00000000E-8 —

8.00000000E-8 —

7.00000000E-8 —

6.00000000E-8 —

5.00000000E-8 —

4.00000000E-8 —

3.00000000E-8 —

2.00000000E-8 —

1.00000000E-8 —

BakTepun

B YacToTta myTauuii y opraHM3mMoB

PacTeHuns

JX1BOTHBbIE YenoBek

YyebHUKM no bmnonormm




[eHeTKa B CCCP n Poccuun

B 1920-x rooax coBeTCKMe YUYEHbIE
OKTVMBHO M3Y4A/IM FEHETUYECKOE
PA3HOOOpPA3ME PACTEHNIN N XKNBOTHbIX.

CoBeTCcKuMe nccnegoBaHmd
CnocobCTBOBAIM PA3BUTUIO
CEJ/IbCKOXO3ANCTBEHHOW FrEHETUKUN U
cenexkumnm.

Hukonam BaBmaoB co300/71 KOHLLEMLUWIO
LLEHTPOB MPOUNCXOXAEHUSA KYbTYPHbIX
PACTEHUM 1 cobpas ObLLUMPHbIE
KO1neKuunu.

CeronHs B Poccmnm npopon»kaercs
M3y4eHMne MONEKYNSPHON FreHETUKMN,
FEHHOM UHXXEHEPUN N BUONHDOPMATUKMN.



[lepuop, NbiICEHKOBLUUHDI

1930-e rogpbil

Hauyano nepuopa nbiceHkoBwmHbl B CCCP. Tpyab! T. 1.
JIbICEHKO MOYYAOT NOOAEPXKKY, OTPULLOETCS
KNaccmyecKasa reHeTUKa, HaAYMHAKT YHUUTOXKATb
HAY4YHbIE LWIKOJIbl M 3AMPeLWaTb reHeTUYEeCKMe

nccnegoBaHMA.

1940-1950-e ropgpil

1965 ron

[eHeTnKa ohurymanbHo peabunntnposara B CCCP.
HaunHaeTcs BocCTAHOBIEHWE HAYKM M BO3BPALLEHME K
KSTOCCMYECKMM MEeTOA4AM, HO MOCeaCcTBUA NblICEHKOBLLMHbI
BIVAIOT HO PA3BUTUE AECATUNETUAMM.

YcuneHme penpeccum npoTmB reHeTUKOB. MHOXXeCTBO
yYeHbIX MW AOTCA paboThbl, MOABEPraAOTCH APECTAM U
cCbINKaM. [eHeTnKa onumanbHO o6baBNEHA

«BpeLoHOCHOW HOYKOW».



Knio4yeBble OTKPbITUA CTPYKTYpPbI HK

YHUKOIbHAA CTPYKTYpPO ABOUHOW CAUpPAU

B 1953 roay YoTcoH 1 Kpuk npegnoxxkmnum mogens [1HK B
B/OE OBOMHOM CNMPAnN. 2TA MoAefib 06BbACHANA, KAK

MHopPMALIMA TOYHO KOMMPYETCA U NEPENAETCH B XXUBbIX
OPraHM3Max.

PeHTreHoBCKMe CHMMKM PosanuHg OpaHKInH

MeTon peHTreHOCTPYKTYPHOro aHAIM3d MO3BOJINN
NONYYUTb CHUMKU, MOKA3ABLUME CNUPASIbHYIO CTPYKTYPY
IHHK. Pa6oTbl ®paHKANH CTANN BAXXHbIM BK/1O40M B

NOHMMAHWE MOJIEKYIAPHOM MPUPOAbl FEHETUYECKOIO
MaTepuana.




[eHeTMYeCKNn Kog n ero pacumndppoBKa

[eHeTn4YeCKMin Kog OCHOBOH
HO TpMNAeTax — rpynne m3
TPEX HYKEeOoTUO0B, KOTOPbIE
KOOMPYIOT OOHY
OMUHOKKMCOTY,
CTpOUTENbHbIN ONOK 6eKoB
B OpraHuM3Me.

KOOOH — MUHUMAJIbHAS
eaNHMLO KOOd, OOHO3HAYHO
onpenenarwas
OMWUHOKUC/IOTY; 3TOT KOL
OOMHAOKOB OJ19 MOYTU BCEX
XMBbIX OPraHU3MOB, YTO
noaTBep>odeT egMHCTBO
XU3HW HO 3eMie.

PacwundpoBKka Koaa
NO3BOJINNA NOHATb NpoLEecc
CMHTe3a 6enKoB M Aana
MOLLHbIY MHCTPYMEHT AN
PA3BUTUA MONEKYJIAPHOW
6uonorum 1 BUOTEXHONOT M.



DTAnNbl PA3BUTUSA FEHETUKU MO
rogam

Koxxgbln 3Tan CywleCTBEHHO pacwmp4dn noHMMAaHNE
MEXAHN3MOB HACNEOACTBEHHOCTUN N OTKPbIBAJ1 HOBbIE
HAMpABJIEHNA B buonormn.

IIMNHAMUYHBIN NpOrpecc HAOyKn OT OCHOBHbIX 30KOHOB
HACNeN0BAHUA K COBPEMEHHbLIM TEXHOIOMMAM MOATBEP)KAAET
BOXXHOCTb PYHAAMEHTASIbHbIX UCCEeA0BAHUNA.

1 KnoueBsbie atanbl pasBuTUsi TeHETUKN

1865 1900 1953 1966

cTopuyecKre cNnpaBOYHMKM MO Bruonorum



[1lpoeKT «[eHOM YenoBeKa»

[1poekT 3aBepLéH B 2003 roay,
PACLLIMPPOBAB NOMHbIK HOBOP
reHeTU4YeCKom MHOoOPMAL MM YeTOBEKA
— OKOJ10 3 MUIIMAPLOoB nap
ocHoBaHum [HK.

O6HapYy»KeHbl FeHbl, BAXAKOLWME HA
HacneacTBeHHble 6one3Hun, YTo
OTKPbI/I0 HOBblE BO3MOXXHOCTW A1
OVNATHOCTUKU U NeYeHnsa B
NepcoHATIM3NPOBAHHOW MeaULNHE.

LaHHble NpoeKTa co34a/U
nnaTtdopMy a8 AanbHENLLINX
MccnegoBAHMIN B 06/1ACTU FEHETUKMN,
6MOVHMOPMATUKN K
hapMaAKOreHOMUKM BO BCEM MUPE.




COBpEMEHHbIe AOCTMXXEHUNA B TIEHETUKE

[eHHaS Tepannd HOYMHAET NCMNOJ1Ib30BATbLCA OJ14 KOpPppeKUnNin
1 HACJ1eaCTBEHHDIX 3G6OﬂeBCIHl/Il7I, BKJ1IOYAA pAdHeE HENI3JIEHNMDbIE

COCTOAHUA.

[eHeTnYecKn MoanpnuUnpoBaAHHbIE opraHn3mbl (TMO)
2 obecneumBatOT POCT YPOXKAWHOCTU M CONPOTUBAAEMOCTb
KYNbTYpP K BpeauTenam n KNMMATUYECKUM YCITOBUAM.

BbICOKOTOYHbIE TECTbI MO3BONAIOT PAHHEE BbIIB/IEHNE
3 reHeTU4YeCKnx 3a60/1IeEBAHMNI, UTO 3HAYUTENBHO YydLIAET
NPOrHO3 1 NOMOraAeT B MPOUIAKTUKE.

Passutre OMoOMHPOPMATUKM M METOO0B PEOAKTUPOBAHUA
4 reHOMd OTKPbIBAET HOBbIE MOPU3OHTbI AS19 MEANLMHCKUX U
CENIbCKOXO3AMCTBEHHbIX TEXHOOMUNA.




[eHHble 3a60/1eBAHUA U UX HACeaoBAHMUE

Tabnuua NoKa3bIBAET NPUMeEpPbl HACNEACTBEHHbIX
6onesHen, COOTBETCTBYHOLWME MYTAHTHbIE MEHbI U

TUMNbl HACNeJOBAHNA, BAXHble 014 ONATrHOCTUKN A
3a6oneBaHue MyTaHTHbIW reH Tun HacnepgoBaHuA
NMNMOHNMMAHNA NMATOINreHe3dA.

PeHnNKeToOHYpus PAH AYTOCOMHO-PELECCUBHbIN
MykoBuCLUMA03 CFTR AyTOCOMHO-PELIECCUBHbIN Pa3snunyme B TMNAX HACNEJOBAHUA ONnpencendeT
remothus cq CLEMEH & X-XPOMOCOMOI 0CODEHHOCTW NPOoSABAEHMSA N Nepeaaym

30601eBAHUN B ceMbsX.

MeonymHckmne CNpaBOYHUNKHA



[eHeTUKa: TEXHONOrMm U 3TUYECKMe Bonpochkl byayuiero

CRISPR — peBontouua B neyeHnu
reHeTun4yecKmnx 6onesHemn

TexHonormna CRISPR-Cas9 no3BondeTr To4e4yHo
MEHSATb FeHbl, OTKPbIBAA NYTb K JIEYEHUIO
HacneacTBEeHHbIX 3060/1eBAHUN. IDTO
NepcrneKTMBHOE HAMNPABEHWE, KOTOPOE Yy>Ke

18

MPUMEHAETCA B SKCNEPUMEHTAX HA NAUMNEHTAX.

DTUYECKME Bbl30Bbl FEHETUYECKOI O
pPeaaKTUPOBAHUSA

Cpeam BONpoCoB — O0MYCTUMOCTb
BMELLATE/IbCTBA B FEHOM YETOBEKA M XXUBOTHbIX,
KOHPMOEHUMANBHOCTb MTEHETUYECKOW
MHOPMALMU N PUCK HEFATUBHOIO BAIMSAAHUS HA
sKocucTeMbl. Heobxogmmbl rnobasbHblE HOPMb
PErynmMpoBaHUS.



Bknap reHeTUKM B pa3Hblie 06n1acTu

lﬁl MegunuuHa

[eHeTVKa NO3BONMIA PA3PADOATHIBATH TOYHbIE
METOAbl AMATHOCTUKU U TEPAMNMUMN HOCNEACTBEHHbIX U

OpYyrux 3a601eBaHMI, MNOBbIWASA 3PPEKTUBHOCTb
neyeHus.

@l KpMMMHANUCTUKO

MeToabl reHeETUYECKOW MAEHTUMPUKALMK MOMOIIU
YNYULWNTb PAcCNenoBaAHNS NPECTYNSIEHUN,
obecne4yrBas TOYHOE OMO3HAHME TNYHOCTW.

,a Cenbckoe X039UCTBO

Co300HbI YCTONYMBbDIE M BbICOKOYPOXKAMNHbIE COPTA
PACTEHUM 1M NOPOAbI XXMBOTHbIX, UTO cnocobcTByeT

NpPOa0BOJ/IbCTBEHHON 6E30MACHOCTU U CHUXKEHMUIO
noTepb.

AAN

l‘=,l OxpaHa npupopbl

[eHeTVKa cnocobCTBYET N3YyUYeEHUIO BUOMOrMYeCKOro
PA3HOOOPA3MA N COXPAHEHUIO PeOKNX BUOOB,
noaaep>XMBas 3KONOrMYeCcKMi 6anaHc NAAHETDI.




3aKn4vYeHue: 3Ha4YeHne pa3BUTUA
reHeTUKN

[eHeTVKa cTana PyHAAMEHTOM COBPEMEHHOW BMONOrMN N MeANLMHBI, OTKPbIBAS
HOBbIE€ FOPMU30HTbI A1 HAOYKM M YTYULLEHMNSA KOYECTBA XM3HWM BCEr0 Ye/10BeYeCcTBa.




