OCHOBHbI€ 3aKOHOMEPHOCTMU
HacneaACTBEHHOCTU U
U3MeH4YnBocTU: Kpatkmum o630p
U KJ1loYEeBble TeMDI

HacnencrtBeHHOCTb M MUBMEHYMBOCTb — OCHOBbI BMOI0OMMYECKOro PasHoobpasns u
Pa3BUTUSA OPraHM3MOB.

.



NCTOKM U coBpeMeHHbIle
OOCTUXXEHUNA NFTHETUKU

C oTKpbITMA MeHOenga Ha4vyannoCb cMcTeMaTnyeckoe
n3yvyeHme HacneaCcrtBeHHOCTUM. CerogHya reHeTuMKa
NIPaeT KYEBYO POJ1b B MednNLMHE, ceneKU M,
OMOTEXHONOIMAX N MOHUMaHWKM 3BOSTIOLLUI,
OTKPbIBad HOBble MeTOObl ANATrHOCTUKU U Tepanuun.




CtpykTtypa AHK Kak HocuTens
HacneacrBeHHOU MHdopMaLUn

HHK cocTounT 13 OByX
KOMMJIEMEHTAPHbLIX LLeneu
HYK1eoTWO0oB, COeANHEHHbIX

d30TUCTbIMN OCHOBAHUNAMWN —
ag€éHMHOM C TMMMNMHOM U
'YdHWNHOM C HLUTO3UNHOM.

HBonHada cnmpanb AHK
PACIMOJIOXXEHA B afpe
SYKAPUMOTUYECKNX KITETOK U
CNYXXUT XpPaHEHWEM MOSTHOU
reHETUYECKOUM MHCTRYKL N
OopraHm3sMmMa.

CeKBEeHLUWMA OCHOBAHMI B
HHK KogunpyeT
AMUNHOKWC/IOTHbIE

nocnenoBaTebHOCTU
6enKkoB, PopMmMpysa OCHOBY
HacneayeMblX NMPU3HaAKOB.




[eHbl U annenun: Kao4JdeBble
NMOHATUA MOJTEKYNAPHOMU
reHeTUuKwu

eH KaK PyHKLMOHaNbHaA eAMHMLA
HacneacTBeHHOCTU

[eH NpencTaBngeT cobon ydyactok [JHK, oTBeyvatoLwmm
33 CMHTE3 KOHKPETHOro 6efka Unm nposBrieHne
Npun3Haka. OH onpenendaeT onpeneneHHble
XaPaKTEPUCTUKKM OpraHmn3Ma.

Annenu n ux posib B Bapuaunsax NpnM3HaKoOB

Annenuv — BapwWaHTbl OOHOIO reHa, pasfnmyatoLmecs
no nocnenoBaTe/lbHOCTU. VX codeTaHma
obycnaBnMBatoT pa3Hoobpasne peHOTUNMUYECKMX
NPOABNEHWNM B MOTOMCTBE.




100%

[Mpun 06pa3oBaHMM FrAMET MPOUNCXOOUT

Ka)xgaa raMeTa coaep>XmT TONMbKO OOUNH pasfeneHuve annenemn,
annenb, YTo obecneymBaeT He3aBUCUMMOE NOOTBEPXKOEHHOE KTaCCUUYECKUMM
PacripeneneHne rpr3HakoB B aKCcnepmMeHTaMm MeHgena c
NMOTOMCTBE. rOPOXOM.

IKcnepmMeHThbl [. MeHaengq, 1865 roa



MepBbin 3aKOH MeHAaena: eanHoo6pasue

rmépuaos NepBoOro NOKo1eHUs

01 02 03

[1Tpn cKpelwmBaHMM YNCTbIX Hanpumep, npm cKkpewmBaHmm OTO CBUOETENBCTBYET O
NMNHWNW C pa3HbIMU annenamm rMagKoceMeHHOro u OOMUWHUPOBaAHWUM OOHOIO
BCce rmopumabl F1 npoaBnatoT MOPLUMHUCTOro ropoxa Bce annena Hag opyriM B
OOMWHAHTHbIM MPUM3HaK, ceMeHa B nokoneHmnu Fl NpoABIEHNM MPU3HaKa.
OEMOHCTPUPYS eanHoobpasme. rmagkue.



BTopou 3aKOH MeHAaensa: pacliensieHme npm3Hakos BO
BTOPOM NMOKONTEHUU
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OCHOBbl XPOMOCOMHOM TEOPUM HAC/IeaACTBEHHOCTMU

feHbl HA XpoOoMOcCOMaXx: OTKpbITUe ToMaca
MopraHa

MccnepgoBaHua MopraHa ¢ gpo3odunaMm JoKasanu, YTo reHbl
pacronaratoTca Ha XxpoMocoMax. OH BbIFBU CLUEMIeHME reHOB U
CBSAI3b HacsieQyeMbIX NMPU3HaKoB C ornpeaenéHHbIMU XPOMOCOMaMMU.

Po/lb XpOMOCOM B A€JIEHUU KJTIETOK U
HacneaoBaHUM

B xoOe MUTO3a U MeMo3a XPOMOCOMbI PacrpenenatoTca Mexxay
MNOTOMKaMWM CTPOro onpenenéHHbiM 06pa3oM, obecrneynBad
PaBHOMEpPHOe Hac/egoBaHWe reHeTUYeCKoro MaTepmana.



Tunbl U3AMEHUYUNBOCTMU:
CpaBHEeHMEe U NnpuMepbLI

CpaBHeHMe HacieaCTBEHHOM U He
HacneOCTBEHHOM M3MEHUYMBOCTM MO MPU3HaAKaM
N 3HAYEHUIO 019 OpraHmn3Ma.

TONNbKO HacnegcTBeHHaa M3MEHUYMBOCTDL
I_Iepeﬂ,aéTCSZI reHeTn4YeCKmM m CIy-xKmT OCHOBOMW
2BOJTIOLU N N.

Tun

NMpumepsbl

N3IMEHUUNBOCTU

YyebHUK bronormm, 10 knacc

3HaueHue




MyTauum — KoY K reHeTU4eCKOUN USMEHYUBOCTM

MyTayunm — ctabunbHble U3MeHeHUS B CTpyKType OHK,
BO3HMKaOLWMeE CTyYanHO UK NMod BNNAHNEM BHELLHWX PaKTOPOB,
TakKMX KaK pagunauma n xmMmyeckme BellecTBa.

[eHHble MyTaL MM Bbl3blBatOT TOYEYHbIE M3MEHEHNA HYKITEeOTUAO0B,
BNMAOLWME Ha CTRYKTYPY 6EMKOB M MPU3HaKM OpraHmama.

XPOMOCOMHbIE MYyTaLLMKM BKIOYAIOT MEPECTPONKN 1 HapyLLUeHUa
LLeTOCTHOCTM XPOMOCOM, YacTO MPUBOLA K CEPbE3HbIM
HapyLleHMAaM HacnegoBaHMa.

[€eHOMHble MyTaLMKM MEHAOT YMUCITO XPOMOCOM, YTO MMeeT
3Ha4YUMTEeNbHbIE MOCNeACTBUSA A9 PAa3BUTUA U dKMN3HECMOCOBHOCTU
opraHmsMma.




PacnpepneneHue
HacneacTBeHHbIX
32a60/1eBaHUUN YenoBeKa

BonbLLMHCTBO MOHOIMEHHbIX 3ab0on1eBaHnM
O6yCﬂOBﬂeHb| MYyTalUMAMNM B OOHOM IFreHe, 41O
obneryaeTt mx ANAalrHOCTUMKY U TeHeETUNYeCKoe
KOHCYJTIbTUPOBaHWME.

[MpeobnagaHMe MOHOreHHbIX 3aboneBaHnM
YKa3blBaeT Ha Ba)XHOCTb U3y4YeHUMa OTOebHbIX
reHoB 07149 NPOPUNAKTUKN 1 Tepanmnm
HacneOCcTBeHHbIX Bbone3sHew.

Poccnmckmim KaTtanor HacnencrtBeHHbIx bonesHen, 2023



[eHOTUN U PeHOTUMN: B3BAaMMOCBA3b U pa3nnyms

— [eHOTUMN NpeacTaBnaeT cCObom MOMHbLIN
Habop reHeTn4YecKom MHbopMaLnu,
KoompoBaHHOM B [1HK, koTopasa
onpenensaeTt NoTeHuman pa3BuUTUS
OpraHm3mMa 1 HacneacTBeHHble

DeHOoTUMMN BKJTKOYAET BCE HaAbMOOAEMbBIE = OCOb6eHHOoCTH.

NPM3HaKu, popMumpyemble Noa
BO3ENCTBMEM FreHOTMMa N GaKTOPOB

OKpPY>KatoLLen cpenbl, TaKMX Kak

MNTaHNEe, KITMMAaT U O6p83 HN3HWN.
— BNUAHME cpenbl MOXXET M3MEHATH

npoaB/eHMne HacneaCTBEeHHbIX
MPWU3HAKOB, HO HE N3MEHAET caMy
reHeTn4yecKyro mHbdopMaumio, YTo
MNOOTBEPYXKOAETCA SKCNEepPMMEHTaMM Ha

KMBOTHDbIX.




[MTonoBble XPOMOCOMbDI U
HacnenoBaHue nonay
yesioBeKa

[1on y YenoBeka onpengenaeTca Hann4dmem aByx
MOJTOBbIX XPOMOCOM: XX — YXEHCKUU, XY — MY>KCKOU
Habop. ONoA0TBOPEHME ANLEKNTETKU
CrepMaTo30Mna0M C COOTBETCTBYIOLLLEM XPOMOCOMOM
pellaeT non éygyLlero pebéHka.

BepoaTHOCTb pOXOeHMA ManbyMKa UM 0EBOYKM
NPUONN3NTENBHO PaBHA, MOCKObKY
crnepmMaTo3onabl HeCyT NM60 X-, TMB0 Y-XPOMOCOMY,
BbI3bIBagd CllydamHoe pacnpegeneHme nona
MOTOMCTBA.




CuenneHHoe HacregoBaHUe U KPOCCUHIoBep

CuenneHmne reHoB O3HAYaerT,
YTO INeHbl, PacCrioJioXxXeHHbIE
Ha OOHOMU XpoMOCOME, HacCTo
HacneayrnTCd BMeCTe,
MOCKOJIbKY OHWN MNepedaoTCH
KakK eguHbIN 610K BO BPEMH
AeJ1IeHNA KJITETOK.

KpOCCMHIoBep — npoLlecc
OoOMeHa yY4aCTKaMn Mexxay

rOMOTOTrMYHbIMU
XpOMOCOMaMM B MENO3E,

KOTOPbIM HapyLUlaeT
cuenneHne n reHepupyet
HOBble KOMOUMHAL MK FEeHOB,

yCcUnmBasa BapmnabenbHOCTb.

JKCNepmMeHTbl ToMaca
MopraHa Ha gpo3odunax
MoKa3asin cuernneHHble
MPUM3HAKKW, YTO NMOATBEPANMNO
XPOMOCOMHYHO TEOPUIO
HacnNeaCcTBEHHOCTU U
BNNAHME KPOCCUMHIOBEPa Ha
Pa3HoOObpPa3ne reHOTUNMOB.




OCHOBHbI€ 3Tanbl Nnepeanayvu HacneaocTtBeHHOMU
MHPoOpMaLUK

|_|pOLI,eCC CI)OpMI/IpOBaHI/IQ N rnepegaydn HacieadCrBeEHHbIX NMPUN3HAKOB Y HeJ10BEKad

OnnopgoTBoOpeHUE

O6pa3oBaHue [MonoBoe
rametr pa3MHOXeHne

3urorta c
Pa3Butue
HOBbIM
opraHusma
reHOTUNOM




fTeHeaNnorM4YeCKMm v LMTOreHeTUYEeCKMM MmetToabl

leHeanormyeckmm Mmerton

[Mo3BOMNAET NPOCNEeXMBaTb HacnegoBaHme
MPM3HaKOB 1 3ab60/1eBaHMI B CEMbE MO
POOOCTOBHbIM, BbIABNA9 3aKOHOMEPHOCTU U
BapWaHTbl Hac/iegoBaHUA.

LiuToreHeTU4eCKUMN MeTo.

3y4aeT CTpoeHmne XpOMOCOM Mpu
MUKPOCKOMUMW, BbIABNAET YNCIIEHHbIE U
CTRYKTYPHbI€ aHOMaNnK, YTO BaXKHO a4
OUNarHOCTUKUM HaceaCcTBEHHbIX 6o1e3HeN.




3HaYeHUne reHeTu4YecKom NsMeHYUBOCTMH

anda 3BO/T1IIOLMOHHOIO npoLlecca

01 02 03

[eHeTM4YecKad M3MEHUYMBOCTb BbicoKoe reHeTm4yeckoe [ToNMEPOM CNYXUT

obecrnevymBaeT pa3Hoobpa3ne Pa3HoObpa3me cnocobCcTByET nogaBAeHMe yCTOMYMBbIX

HaCNeaCcTBEHHbIX MPU3HAKOB, YCTOMYMBOCTU BMOOB K LUTAMMOB BaKTEPUM K

HeobxoanmMoe a4 agantaumm 60NEe3HAM M MeHaLWMnMcA AHTUOUNOTUKAM, YTO

N BbDKMBAHWSA NOMNyNALMM B SKOCUCTEMHbLIM paKTOpaM, OEMOHCTPUPYET POb MyTaLUM

M3MEHUYMBbIX YCNOBUAX Cpeabl. nogaep»XXmBas 3BOMOLLMOHHbIN M oT6opPa B MUSMEHUYMNBOCTMW.
nporpecc.
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NMpuMeHeHne 3HAaHUU O HAaCcNeaACTBEHHOCTU B
OMOTEXHONIONUAX U MeaANLIUHEe
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dTUYecKue, coumanbHblie U NpaBOBble BOMPOCHI
reHeTUYeCKuxX mccneanoBaHmn

— HeobxognMbl cTporme HopMbl Mo
obecrneyeHnto MHOGOPMUNPOBAHHOIO
corflacmsa y4aCcTHUKOB NccneaoBaHM
0719 3aWMTbl MX NpPaB 1 cBOoOOObI BbIOOPA.

Ba)kHa 3aLUMTa OT FreHETUYECKOUN ==

ONCKPUMWHAUMM NPU TRYOOYCTPONCTBE
N CTPAXOBAHWMK, a TaKXKEe COXpaHeHune ‘

KOHPUMOEHUMNANbHOCTU FrEHETUYECKOM
MHPOPMALIMIN.

— [1e6aTbl BOKPYI KITOHNPOBaHMA U
pefaKTNPOBaHMA reHOMa NOAHUMAIOT
CNOXXHble BOMPOCHlI MOpanu,
OTBETCTBEHHOCTU N BO3MOXXHbIX
nocrneacTBUM a4 ooLecTBa.




epcneKTuBbl U OTBETCTBEHHOCTb B
N3ydieHmMm HacneagCreeHHOCTM

[MyboKoe MoHMMaHMe HacneOCTBEHHOCTM OTKPbIBAET MepCneKTUBbI

B MeaOuUnHe U 6I/IOTeXHOJ'IOFI/I$:IX, Tpe6ysq oTBETCTBEHHOIO U
S2TNHHOIO Nnoagxoda K rnpnMeHeHMKw rneHeTnN4HeCKmMX 3HaHWKM BO 6M1aro

HeJjioBeyecCTBa.




