IeHoTHumm —
IIeJIOCTHadg CHCTeMa H
OCHOBa
HAaCJIeACTBEHHOCTH

I'eHOTHII — 3TO COBOKYITHOCTD
HacCJ1eJCTBeHHOU MHPOpMaI 1Y,
onpeesfaLas 0COOEHHOCTH KaXKI0r0
OpraHu3Ma.




IIyTh NOHUMaHHA reHOTHIIA: OT MeH el K MOJIeKyJISIpPHOH
OHOJIOrUH

TepmuH «renoTun» Beéa B. oranceH B 1909 rony
I10CJie OTKPBITUU MeH[esd 0 Hac/eJOBaHUM.
CoBpeMeHHBIe MeTOAbI ceKBeHUpoBaHUuA JJHK
pacCIIVPUIN 3HAHUA O CTPYKTYpe U peryadaiuu
reHOTHIIA.



CTpyKTypHBIEe KOMIIOHEHTHI FTeHOTHIIA YeJIOBeKa

I

]
I'eHBI ¥ aJ1/1€IH

['eHBI KOGUPYIOT O€JIKU U
PHK, onpenenss dyHkuuu
opraHusMa. Aijenu —
BapUaHTBI F'eHOB,
OTBevalolye 3a
MHIUBUAYaJbHbIE PA3IUYUS
B IPU3HAKaX.

PerynarTopHsie
3JIeMeHTBhI H HHTPOHBI

MNHTPOHEI U peryasaTOpHbIE
y4aCTKU YIIPaBJSIOT
aKTHUBall{ieH reHOB, BJIHSA
Ha X 3KCIPECCUIO U
obecrieyrBasi aIalITUBHOCTD
OpraHHU3MOB.



I'eHOM M reHOTHII: IIOHATHA H Pa3/IHINA

I 2

I I 3_

['eHOM BKJIIOUAEeT IOJIHBIM 'eHOTHUITI — COBOKYITHOCTD Y ogHOro BHjJ1a reHoOM

HabOp reHETUYECKOM ajljies1e KOHKPEeTHOTIO HUIeHTUYeH y BCeX 0cobel, a
nHOpMaIH, KaK opraHusma, GopMupyoOIIas reHOTUI KaXKJ0ro
KOOUpYyIolliye, TaK U HacJleJCTBEHHBIEe IPU3HAKU WHIVBU/IAa YHUKAJIEH
Hekonupyromve /I HK- Y BapUaTUBHOCTDb BHYTPU onarogaps peKOMOMHAILUU U
[10CJIeJOBAaTEeIbHOCTU BUA. MYTalUAM.

OpraHu3Ma.



MexaHU3MBI IepeJadyy reHOTHUIIA IIPH Pa3MHOKEeHHH

Ilo1roBOE pa3MHOKEHHE: FTeHeTHYECKOoe
pa3sHooOpa3ue 6i1arogaps MeHo3y

B nporecce meio3a XpOMOCOMBI pacrpeessiioTcs
CJIy4alfHBIM 00pa30M, co3/jaBasi YHUKa/IbHbIE TaMeTEHI.
KpoccuHrosep ycunuBaeT BapHaTHUBHOCTb, 0OMEHSISICh
dbparmMeHTaMH Me>XAy FTOMOJIOTUYHBIMU XPOMOCOMaMH.

becnosoe Pa3MHOKeHHe: COXpaHEeHHe
IF€éHOTHIIa

[Tpu 6ecrios1oM pa3MHOKeHUH TPOUCXOIUT

KON POBaHUe reHeTHYeCKOro MaTepHrasa 6e3s
M3MeHeHUH, UTo 0becrieYnBaeT ObICTPOe
BOCIIPOU3BOJICTBO, HO OFPaHUYHNBAET FeHETUYECKOe
pa3HoOOpasue.

Poab kpoccuHroBepa B poOpMHPOBaHHUH
HOBBIX KOMOHHAaILHI reHOB

ObmeH cermenTamu JIHK mexxay xpomocomamu
CIIOCOOCTBYeET NOSIBJIEHHUIO HOBBIX COUeTaHUH
IIPHU3HAKOB, IIOBBIIIAsA aJallITUBHbBIE BO3MOXHOCTHU
IIOTOMCTBa.




JTanpl (l)OpMI/IpOBaHI/IH HHIHUNBHAYAJIBHOI'O I'CHOTHIIA

HOCJIe,H,OBaTeJIbHOCTb IIPpOLLECCOB, O6€CH€‘II/IB3.IOH.I|I/IX YHHUKAJIBHOCTb '€ HOTHIIA

KpoccuHroeep:
O6MeH OnnogoTBOPEHUE:
ydyacTkamu CUAHUE rameT
OHK

Meno3s: dopmunpoBaHue
HOBOro

reHoTuna

obpa3oBaHue
ramert




[enoTun u peHOTHN: COOTHOLIIEHHE H B3aUMOJeHCTBHE

I 2

['eHoTHI 3a726T HA6GOP BO3MOYKHBIX deHOTHUIT — 5TO KOHKPETHOE IPOSIBJIEHUE
[IPHU3HAKOB, Ipefonpeaessas 0COOeHHOCTH [IPHY3HAKOB U3 FeHOTHIIA 101, BO3IeHCTBUEM
pa3BUTUSA OpPraHU3Ma. OKpY>KalollleH Cpelbl U YCIOBUH *KU3HU.

3 4

Hanpumep, nurmeHTanusa KO>KH 3aBUCUT OT CnocobHOCTH U pU3HYeCKHe TapaMeTPhI

reHOB U KOJINUEeCTBa BO30eNCTBUS COTHEUHOTO dbopMUpYIOTCA ITOJ, BAUSHHUEM l'eHeTUKHU U
CBETa. baKTOpPOB BHEIIIHEU Cpefbl.



CraTHcTHUYeCKOe COOTHOIIIEHHEe 'eHOTHIIA H cpeabl B

IIPOSIBJIEHHUU IIPHU3HAKOB

IIpumepHO 60% BapHaTHBHOCTH IIPU3HAKOB
O00yCJIOBJIEHO reHETHKOMH, a 40% — BIHAHHEM
OKpY>KeHHS U 00pa3a »KH3HH.

['eHeTHKa UrpaeT BeAyIILYIO POJIb, HO Cpelia CYLLeCTBEHHO
KOpPpEeKTUPYeT ITPOsBIeHUs IPU3HAKOB YeJIOBEKa.

HOHYJIHH,I/IOHHI)IQ HCCJIeJOBaHHUA, 20273




MyTanuu u MogupHUKaIL U reHeTHYeCKON HHPOpMaIuH

MyTanuu Kak HCTOYHHK Hac/IeJCTBEHHBIX Mopgundukanumu: BpeMeHHbIEe H3MEeHEeHHS
H3MeHeHHH IIPpHU3HAKOB

MyTtanuu — crorikve usmeHeHnud B IHK, koTopbie MoryT deHoTHUNINYECKUE H3MEHEHH S, TaKHe KaK 3arap noJ BJAUsSHUEeM
nepelaBaThbCsA NOTOMCTBY. [IpuMepoM cayXUT aIbOMHU3M, COJIHILA, He U3MEHAIOT FeHeTHYEeCKYIO I10CJ/IeJOBAaTeJIbHOCTD U He

BBI3BaHHBIN M3MeHEeHHEeM B reHaX, OTBEeYaIolI X 33 MMTMEHTAIIHIO. HaCJIeIYIOTCH IOTOMCTBOM.




I'enHBIE 1 XPOMOCOMHBIE
MyTaIllHH: TUIIBI U
IIpUMePBbI

I

['eHHBIe MyTallUU 3aTPAruBalOT OTAe/IbHbIE
reHbl, YTO MOKeT IPUBOJUTH K U3MEeHEHUIO
Oe/IKOB, HaIIpHUMeD, IIPH
CEpIOBUIHOKJIETOUHON aHEMUH.

2

XpOMOCOMHBIE€ MyTaIlH BKJIIOYAIOT OOJIbIIHE
M3MEeHEeHUs, BIUIOTh 0 J00aBJIeHUS UIU
yZaJIeHUs LeJIbIX XpPOMOCOM, KaK IIpU
cuHapoMme /layHa.

3

O6a Tumna MyTalul ClIOCOOHBI BBI3BIBATh
cepbE3Hble U3MeHeHUs B GYHKIIMOHUPOBAaHUU
OpraHU3Ma U NPOsIBJIEHUH IPU3HAKOB.




CpaBHUTe/IbHAq XapaKTePHCTHKA FTeHETHYECKHUX MyTallHH

Tun mytayum

[[eHHas

XpoOMOCOMHas

NMpumep

CepnoBuagHOKNETOYHadA
aHeMus

CuHppom [ayHa

NocnepctBusa

3meHeHune
CTPYKTYPbI 6enka
remors106mHa

Tpucomusa 21-u
XPOMOCOMBI,
YMCTBEHHas
OTCTa/10CTb,
XapakTepHble
BHELLHNE
NPU3HaKK

Tun myranun — Ilpumep — Ilocinepcreu4.
IenHasa MmyTanua NpUBOJHUT K H3MEHEHHIO
CTPYKTYPHbI O€eJIKa, a XxpOMOCOMHAaA — K
HapylLIeHHSAM B KOJIHYeCTBe HIH CTPYKType
XPOMOCOM C BBIpaKeHHBIMH KJIMHHYECKHUMH
I10C/IeCTBHUSIMH.

Pa3inyHble TUIIBI MyTaI Wi BBI3BIBAIOT Pa3HOOOpa3HEIe 110
TS>KeCTH (PeHOTUIINYeCKHe ITPOsIBIeHUs, BIUSIIONINE Ha
3[J0pOBbe U pa3BUTHE.

YueOHUK OHoI0TUY, cTaTUCTUKAa MuH3gpasa PO




BHyTpuUreHOMHBIE B3aUMOAEeHCTBHS:

KOMILJIEMEHTAPHOCTB, 3IIUCTAa3, IVIEHOTPOIIHSI

I

KoMmnsieMeHTapHOCTD
IPOSIBJISETCS, KOTIa s
OSIBJIEHUS IPHU3HAKa
HeoO0XO0JMMO
B3aUMOJEeNCTBHE JBYX
pPa3INYHBIX
OOMUHAHTHBIX T'€HOB,
00Bbe TUHSIOII X CBOU
3 deKTsI 414
dbopMUpOBaHUSA
dbeHOTUINA.

2

OJIIUCTa3
XapaKTepusyeTcd
[1oJ1aBJIeHHEeM IeNCTBUSA
OLHOIO r'eHa APYIUM,
YyTO U3MEHHeT
BBIPAaKEHHOCTD
IIPU3HAKOB U YCJIOKHSAET
HacjeICTBEHHBIE
3aKOHOMEPHOCTHU.

3

[InnertoTponus
ONUCBIBaeT CUTYAIL IO,
KOrJia OOUH IreH
OKa3bIBaeT BJIMSHME Ha
HECKOJIBKO Pa3/INYHBIX
IPHU3HAKOB OpraHU3Ma,
YTO OTpa’kaeT
MHOTOQYHKIIOHAJIbHOC
Th T€HOB.

4

B3auMopgerncTBud
MeXXy reHaMU
bOPMUPYIOT CI0KHBIHN
dbeHoTHII, 0OOecIeyrnBas
aJaIlITHBHBIE CBONCTBA U
MHTErpaIuio
OMOJIOTHYECKUX
bYHKILUY OpraHu3Mma.



JIIUTreHeTHKA: peryjsiiusa JKCIIPeCCHH r'eHOB

I
—

MexaHHU3MBI SIITUFeHEeTHUKH

ONUreHeTUYEeCKUe IPOLLeCChl, TaKUe KaK MeTuMpoBaHue [JHK
1 MOAUQUKAIIUY THCTOHOB, PeryJUPYIOT aKTUBHOCTb T€HOB
0e3 U3MeHeHUs II0C/IeJOBaTeIbHOCTU HYKJIeO0THA0B. OHU

HUI'PalOT KJIIOYEBYIO POJIb B Pa3BHUTHH U CII€EIIaIN3allTHN
KJIETOK.

2
—

IIpMepsI snIHreHeTHYECKHUX BO34E€HCTBUH

OT/NYUA B IOBEJEHUHU U 3[0POBbE OJHOSUIOBBIX
O/JIM3HeI0B, a TaK)Ke BJAUSHME IUTAaHUSA MaTepU Ha

Ppa3BHUTHE IIJIOJd JEMOHCTPHUPYIOT 3SHAYHUMOCTD
QIIMI'€eHETHUKH B 2JKHN3HH YE€JIOBEKa.




3HaYeHHe ITIOJIMMEPHBIX H IVIEHOTPONHBIX TeHOB

I

[lonumepHbIe reHsl
COBMECTHO OIIpefessaloT
KOJIMYeCTBEeHHbIe IPU3HAKH,
TaKHe KaK pOoCT, Macca TeJjla
U LI BeT KOXKH, CO3/1aBasd
INUPOKUM CIIEKTP BapUaluM
cpenu ocobel.

2

[I;1ernoTpOIIHEIE TeHbl
BJIMSIOT Ha HECKOJIBKO
beHOTUINUEeCKUX
IIPHU3HAKOB OJHOBPEMEHHO,
O YE€M CBU[I€TEJIbCTBYeT
IIpUMep reHa aJIbOMHU3MA,
3aTparuBaloNUlero pa3sHble
CHCTEMBI OpTaHH3Ma.

3

CJ10’kHbIe B3aMMOJeHNCTBUS
MeXX/y reHaMU
obecreynuBaloT rHOKOCTh U
YCTOMYHUBOCTDb OPTraHU3Ma,
BJIN S Ha ero
aZanTallliIOHHBIE
CIIOCOOHOCTH K
M3MEHSAIOUINMCS YCIIOBUSAM

Cpenpbl.



[eHoTHII M HacC/IeACTBEeHHBIE 3a00/IeBaHHS YeJIOBEeKa

Ng’KOBHCU.HH03 — Hapyli€HH€ HOHHOIO T'emodunaus — HapyluieHHe CBepTHIBa€EMOCTH deHHIKeTOHYPHA — HapyllIeHHe o6MeHa
ObMeHa KpoBH AMHHOKHCJ/IOT
OTo HacJleiCTBeHHOe 3a00JieBaHMe CBSI3aHO C 1epeKTOM B Eelgfsllng{%ﬁe S?Ii%ﬁa?z; gliglizéidm?;ﬁca I10 3T0 HAC/ECTBEHHOE HApYIITeHHe MeTa60IN3Ma
ff::ﬁ%%ﬁi%?grugg I;i?xoag‘Z?IthI/i)%IHgB, O TPEROATE XI;paKTepnsyi’omeeCH HI;,ILIC;'CTE).TKOM };KTO%)I,OB CBEpTBIBaHUSA dennnaTaHuHa, IPUBOJAILEE K €10 HAKOIIEHHIO M
. .. ’ TOKCHYECKOMY BO3/IeHCTBUIO Ha OPraHU3M, 0COOEHHO Ha
YTO BbI3bIBAET KPOBOTE€UYEHHA JaKe IITPHU HESHAYHNTEJ/IbHBIX
MUIIeBAPUTeTbHOH cUcTeM. CHMITOMBI IPOABIAIOTCA eIé HOBPemHeHHHXp A P HEPBHYIO CHCTEMY, eCJI He COBJII0JaTh CIIeIUAIBHYIO JTHETY.

B JIeTCTBeE.
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YacToTa Hac/j1eaCTBEHHBIX 3a00/1eBaHUH B IONY/ISIL U

PeruoHajbHBIE 0COOEHHOCTH BCTPEUYaeMOCTH
3THX 3a00/1IeBaHHUH OTPa’kaloT BJIHAHHE KaK
reHeTHYEeCKHX, TaK H 3KOJIOTHYECKHX
dbaxkTOpOB.

JlaHHbIe TOKa3BIBAIOT 3HAYHNTEJIbHYIO BapHabeIbHOCTh 4YaCTOTHI
HacJeJCTBeHHBIX 00Jie3Hel, UTO Ba>KHO YUYUTBIBATh IIPU
IJIAHUPOBAaHHUM MeJUIIMHCKUX [IPOrPaMM.

Bcemupnas opranusanus sgpasooxpanenus (BO3), 2023
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IeHoTHn 1 HJOCTH?KEHHA COBpeMEHHOi;I IF'€HETHKH

I

CexBeHnpoBaHue /IHK nmo3sosigseT noJaHOCTEBIO
pacmirpoBaTh UHAUBUYAJIbHBIN F€HOTHUI,
BBISBJISAA YHAC/JIeJOBaHHbIe K HOBble MyTallUU C
I1,eJIbI0 JUAaTHOCTHUKHU U NPOPUIaKTUKU
3a001eBaHUU.

3

['eHHad Tepanusa pa3BUBaeTCs KakK
[epCreKTUBHBIN OIX0/I K JIeUeHUIO
HacJIeJICTBEHHBIX 00JIe3Hel uepe3 KOPPEKIUIO
nedeKTOB B OT/Ie/IbHBIX F'eHaX Ha
MOJIEKYJISIPHOM YPOBHE.

2

CoBpeMeHHBIE MEeTO/IbI aHAJIM3a [IOMOTAIOT
onpeneInTb HOCUTEIBbCTBO pelleCCUBHBIX
MyTall1M, YTO OCOOEHHO BaXKHO [1J14
reHeTU4eCKOro KOHCYJIbTUPOBaHUS U
[IJIaHUPOBAHUS CEMBH.

4

HoBple TeXHOJIOTUU OTKPHIBAIOT BO3MOKHOCTHU
[IepCOHAIN3UPOBAHHON MeIUIIUHBI,
obecrnieunBas 6oJsiee appeKTHUBHOE U TOUHOE
JledeHHe Ha OCHOBe reHeTUYeCKOM
nHOpMaIIUU NallUeHTa.



JHauYeHHe H3Yy4YCHHUA I'€HOTHIIa B CEJICKIIHNH U

OHMOTEeXHOJIOrUIX

I 2

] ]
I‘EHETI/I‘IECKI/Iﬁ dHAJIU3 B reHOMHOG
CeJIeKILHH peJaKTHpPOBaHHE H
Ncnoan3oBaHUe I'MO

reHeTUYeCKOI'o aHaJIn3a
II03BOJISIET CO3/aBaTh COPTa
pacTeHUM U IIOPObI
’KUBOTHBIX C yJIy4llIeHHBIMU
[IpU3HaKaMH, TAKUMH KaK
YCTOMYUBOCTH K

Texnosoruu, kak CRISPR-
Cas9, obecIieyrBaIoOT
ToueuyHOe n3meHenue /IHK,
YTO CIIOCOOCTBYyeT
pa3paboTKe reHeTUYECKU

3260JIEBAaHUSIM U MOIH(HUILTUPOBAHHBIX
IOBBIIIIEeHHAS OpPraHU3MOB C 3aJJaHHBIMU
IPOIYKTHUBHOCTb. CBOMCTBaMU.



JTHYEeCKHe H IIPAaBOBbIEC aCIICKTbI HCCJICJOBaHHA '€EHOTHIIA

I
E—

3amura
KOHQUIeHIIHNAJbHOCTU U
IpaBUJIbHOE XpaHEeHUe
reHeTUYEeCKUX JaHHBIX
MMEIOT KJII0UeBOoe 3HaYeHHe
IJ1S1 TpeJOTBpaNleHU S UX
HeIIpaBOMEPHOTO
HCII0JIb30BaHUSL.

2

OO6cyxaeHue
pa3pelIéHHOCTU Ir'eHHOU
MOIOU(HUKAILUU CBA3aHO C
3TUYECKUMU JUIEMMaMU U

IIOTEHIIAJIbHBIMHA PHCKAMMH,

BJINAIOII VMU Ha
0o0IIIecTBeHHOEe MHEHHUeE U
3aKOHBI.

3

banaHnc Mexay pasBuTHEM
HayKU U OXpaHOU IIPaB
JINYHOCTU TpeOyeT CTPOroro
peryJvpoBaHUs U
IIPO3PAYHOCTHU B 00J1aCTH
reHeTU4eCKUX
1iccieIOBaHUI.



IeHoTumnm —

YHOAMEHT
HHIUBHUAYAJIBHOCTH
H 3BOJIIOIIHH

I'enoTHn co3gaéTt OCHOBY 114
VHUKAJIBHOCTH OpraHU3Ma, obecrieyrBas
aalTall U0 U 9BOJIIOLIMOHHBIU IIPOrpecc,
OLHOBPEMEHHO OTKpHIBad lepen,
YeJI0OBeYeCTBOM HOBBIE BBI30OBHI B 9TUKE U
[IpUMEHEHUH 3HaHUM.




