MeToabl nccnenooBaHuA
HacneacTBeHHOCTMU,
$deHOTUN U reHOTUnm:
OCHOBHbIE€ TeéMbl YPOKa




NcTopuyecKnu nyTb pasBUTUA FTEHETUKU

[perop MeHaenb 3a/10XKMJ1 OCHOBbI FEHETUKU
SKCMepmMMeHTaMm c ropoxoM B XIX Beke.
N3y4ueHMe HacnengCcTBeHHOCTM NMOMOTaeT B
MeoununHe, cenekumnm m NoHMMaHMmM 3BOTIOLLNN,
OTKpPbIBAET NYyTU A9 MHHOBALLMOHHbIX
TEXHOIOMMM U MPOPUNAKTUKM 3ab01eEBaAHUN.




YTto Takoe dpeHoTUN? BHEelWWHUEe U BHYTPpEeHHUe
NnposaB/IeHUSA

BHeLWHUN OGNTNK KaK pe3ynbTraT
B3anMOAEeNCTBUA FreHOB U cpeabl

DeHoTMM 06beMHAET BCe 3aMeTHbIe MPU3HAKM OPraHmn3ma,
BKItoYada LBET rnas, $opmy yLewn 1 pocT. DTU NMPU3HaKM
dopPMUPYIOTCA NOM, BIAMAHMEM KaK reHOoTUNa, TakK U YCNoBUM
cpenbl 0bUTaHMA.

Fpynna KpoBu — npuMep BHYTPEHHEro
deHoTUNa

oynna KpoBW 3aBUCUT OT reHeTuyeckon MHdopmaLmMm, HO
MNPOABMAETCA B COCTAaBE KPOBU. DTOT GEHOTUNMMYUYECKNN
MPU3HaK BaXkeH Oana nepenmBaHmnm 1 MeguuUmMHCKMX

npoLlenyp.

Bapuauuu ¢eHoTUNa B nonynsaumm

JTtooy MOryT MMETb Pa3Hble LUBeTa rMa3 m TUMbl BOSIOC, YTO
MNNOCTPUPYET pa3Hoobpasne GeHOTUNMUYECKMX MPU3HAKOB,
OBYCNOBMAEHHbIX HACTeACTBEHHOCTbLIO U BHELLHUMM
daKTopaMMU.




fTeHOTUN: OCHOBA HacneaCTBeHHOMU

opraHu3Ma

YHUKasNbHbIX HA60pP reHOB Ka)Xaoro
YyesioBeKa

[EHOTUM — 3TO COBOKYMHOCTb NrEHETUYECKOM
MHdopMaunm, 3anmcaHHom B JHK. Kaxkabin
yenoBeK MMeeT OTNIMYUNTENbHYIO KOMOMHALIMIO
reHoB, oNnpenenaLmMx HaceaCcTBEHHbIE
XapPaKTEPUCTUKN.

FTeHOTUN U CKpPbITble NPU3HaKU

HekoTopble reHbl He MPOABAAIOTCA CpPa3y BO
BHELLUHOCTM, HO MOIYT MepeaaBaTbCa MOTOMKaM. DTO
O6BACHAET HOCUTENBCTBO PEeLLeCCUBHbIX
3a60M1eBaHNM N YEPT.

MHOPMaL UK

OHK — Monekyna HacneacrBeHHOMU
nHdopmMmaumnm

CtpykTtypa AHK cooep>mnT nocneqoBaTelbHOCTb
HYKNeOoTUOO0B, KOOAMPYHOLLYIO reHbl. CxeMa MOoSieKy/bl
MOMOraeT NMOHATb, KaK MPOnNCXoauT nepenada
MHDOPMALMKM M3 MOKONEHUSA B NMOKOSIEHME.,




fMépunaonornyecKmMm MeTon: OCHOBHbIE NMPUHLMUMDbI W
npMMeHeHuUs

Co3gaHue CerLLI,l/IBaHl/Il;I MNOo3BOJIAET
N3y4daTb HacnegoBaHMe NMPmM3HaKOB IO
NMOKOJTEHNAM TYyTEM aHaJTN3a
NMNoToOMCTBAa.

OnbITbl MeHaensa 4eMOHCTPUPYIOT
OOMUHWPOBaHME M PEeLEeCCUBHOCTb
NPU3HAKOB, UCcciedya LUBeT 1 dopMmy
CeMsaH ropoxa.

ITOT METOo/, NMPMMEHAETCH OJ14
BbldB/IEHNA HaClie4OBaHMNA PaAa3JTMHYHbIX
reHoB Yy paCTeHl/ll;l N XKXKNBOTHDbIX,
BKJ/TKOHad MyTauWMn U J1€TAJIbHblE T'E€HDbI.




Pe3ynbTaTbl MOHOrM6PUAHOIO CKpeLwuBaHue Nno
MeHAaenmw

NMokoneHue

LiBeT cemsaH

UYucno pacTteHui

MpoueHT

P

YXentble x 3eneHble

F1

Bce xentble

100

100%

)Xentble 1 3eneHble

300 x. /100 3.

75% [ 25%

2KcnepuMeHTbl [. MeHaenqa, XIX BeK

PoountenbCcKkMe M MOTOMCTBEHHbIE MPU3HaAKM

MNOKa3blBakOT 3aKOHOMEPHOCTI
Hac/1ieoBaHMA C COOTHOLWEHNMEM CbeHOTl/lI_IOB

3:1.

CooTHoOLLleHMe 3.1 noaTBepXXaaeT Hanume
OOMUWHAHTHOIO (XenTbln) 1 peLeccCMBHOIO
(3eneHbIn) NPU3HAKOB.




LiuToreHeTU4YeCKMUN MeToa: KJ/iloueBble OCO6EeHHOCTM

[Mo3BONAET nccnegoBaThb CTPOEHME, KONTMYECTBO U GOPMY
XPOMOCOM C MOMOLLbIO MUKPOCKOMUYECKOW TEXHUKW.

Ncnon b3YEeTCH O1A ONalfrHOCTUKWM HaCleCTBEHHDbIX
oonesHewm Yy dernoBekKa M >XXMBOTHbIX Ha KJTETOYHOM YPOBHE.

BbiaBnaeT XPOMOCOMHbIe HapyLUeHWs, BKTtoYasa TRUCOMUIO
21- XpOMOCOMbI, KOTOPAaAa BbI3blBaeT cMHAOPOM [dayHa.

[ToMoraeT onpenenaTb reHeTUYecKyo npupoay
3aboneBaHnIM 1 MPOBOAUTb NrEHeTUYeCcKoe
KOHCYNbTUPOBaHME.




BuoxuMmnueckum MeTop: BbisiBJIeHNe reHeTU4YeCKunx
pa3s/IniMM Ha MOJIEKYNSPHOM YPOBHE

AHanu3 6enkoB u epMeHTOB A1
OANarHOCTUKM

DTOT MeTof, U3y4YaeT cocTaB 6enKoB 1 GepPMEHTOB B
KJTIETKaX, YTO MOMOraeT OOHaPYXKUTb HapyLUEHUS
obMeHa BeLLeCcTB, TakMe KakK GeHUIKeTOHYpUS,
BbI3blBatOLLAA HAKOM/IEHNE TOKCUHOB.

NpuMeHeHUe y HOBOPOXXAEHHbIX

BroxmMmueckmnim MeTo, LUMPOKO MCMNob3yeTca A4
PaHHEWM OMarHOCTUKM HacneaCcTBEHHbIX 3aboneBaHnNM,
YTO MO3BOJIAET CBOEBPEMEHHO HaYaTb JledeHne U
NpPenoTBPaTUTb OC/TOXKHEHUS.




0O630p 3dPEeKTUBHOCTU METOAOB AMNArHOCTUKMU
HaclieacTBeHHbIX 3a6oneBaHUM

B Gvoxumnuecknii metog, B LivToreHeTuueckuii metoq
B vGpuoonornueckuii Metop

OO606UEHHDbIE OaHHbIE TeHeTUYEeCKMX nabopatopum, 2023 rog

BuoxmMmyeckmim MeTof BblaBAET
OONbLUMNHCTBO HapyLLIeHl/ll;l obMeHa BeLECTB,
npeeacCrtaBJ1d4 CBblLlUEe MNMOJTIOBUHDI
BblIABJIEHHDbIX CJTYHaEB.

KoMnneKcHoe NUCrnoJfib3oBaHMe MeToa40B
MNO3BOMAET OXBATUTb Pa3Hble TUMDbI
reHeTUYeCKMX NMaTosormm as9 TOYHOU
ONarHOCTUKMW.




N3yueHue HacneacTBeHHOCTU B MacLUTa6ax nonynsauumn

YacToThbl anneneun B nonynaumax

MonynaumMoHHbIM MeTom, M3ydaeT
PaCMNPOCTPaHEHHOCTb NFEHOB U MPU3HAKOB B
60NbLUMX rpyrnax 1toaem 1 >XMBOTHbIX, MO3BOIAA
BblAB/1ATb 3aKOHOMEPHOCTU HacnegoBaHMA.

NpuMeHeHue B MeauLuHe U
anmageMumoinormum

Pe3ynbTaTbl aHanm3a cny»<at 6a3on ansa ynpaBneHus
300P0OBbEM HacereHna, B TOM Ymcre rnpwu
nccrnegoBaHMmM pesyc-paKTopa N HacneaCcTBEeHHbIX
3aboneBaHUN.




Bni3dHeuoOBbI MeTOoA: OLleHKa BKJ1aaa
HacneacTtBeHHOCTU U cpeabl

CpaBHeHMe 0OQHOAMLEBBLIX O/TM3HELOB, Y KOTOPbIX MOEHTUYHbIN

reHOTUM, C PA3HOAMLIEBbIMUM MO3BOIAET BblOETNTb FTEHETUYECKYIO
COCTaBMAIOLLYIO MPU3HAKOB.

Pasnmnyma B NMPOABJTIEHNIN TTPU3HAKOB MexXay 6}'Il/l3HeLI,aMl/l

YKa3blBakOT Ha BJ/TMAHUNE d)aKTOpOB BHELLUHEWN cpedbl U yCJ'IOBl/Il;I
HKUN3HN.

MeToad aKTUBHO NPENMMEeHAETCH OJ14 MU3YHEHNH HaCJledyeMOCT

MHTENNEKTa, POCTa M MPeapacnooXeHHOCTU K Pa3/TMYHbIM
3abo1eBaHUGM.




PopocnoBHble: rpadpmnyecKm aHanm3 HacieaoBaHUA

BbisiBNIeHue HacneacTBeHHbIX 3a6of1eBaHUM C NMpuMep ncnosnib3oBaHNA POAOC/IOBHOM B
NMOMOLLbIO POAOC/TOBHbIX reHeTUYeCKOM KOHCY/IbTUPOBaHUU

PoOoCnoBHbIe MOMOratoT NpocneanTb rnepenayvy 6one3Hen B ceMbe Ha CeMbM C HacnegcTBEHHbIMM 3ab01eBaHMAMM CO34at0T POOOC/ITOBHbIE

HEeCKOJIbKO MokoseHUM. OHM NOKa3blBaOT HOCUTENEW peLLeCCUBHbIX 009 onpeneneHuna pycka rnepenadm 3abonesLllero reHa noToMKam. 1o
reHOB, YTO BaYXHO MPW AMNArHOCTUKE reMopuimnm 1 anbbrHmamMa. MoMoraeT BpadaM 1 naumneHTamMm npuHmMMaTb 060CHOBaHHbIE pelleHms.




Hﬁﬂewnqpuo-reHeTuquKuﬁ MeTo[: CeKBeHMUpoBaHUe

CeKBEHUPOBaHME MO3BOJIAET TOYHO OTOT MeTo, 2PPeKTUBEH 0149 YCTaHOBNEHUS
onpenennTb NOPAaOoK HYKNeOoTUOO0B B OTL,OBCTBa U cyaebHO-MeaNLMHCKNX
Monekyne OHK, BbigaBnaa cneymdumydeckme aKCMNepTn3, bnarogapa MHANMBUOYaATbHOCTU
MyTaLUMUM N U3IMEHEHUS. reHeTn4YeCcKoro Kkoaa.

PaHHAS AMarHoCTMKa HacneaCTBEeHHbIX
3a60n1eBaHnM C MOMOLLbIO CEKBEHUNPOBaHUA
MOMOraeT CBOEBPEMEHHO HayaTb JleyeHume
N NpodumnakTnyeckme Mepbi.




CpaBHUTEeNIbHaA Ta6nuua MeToaoB UccriefoBaHUSA
HacneaACTBEHHOCTHU

OCHOBHbIE METOONKMU, OObEKTDI
ncereoBaHMd, X BO3MOXHOCTN A
orpaHmMyYeHmMd OJi4d BbI60pa noaoxogdero
crnocoba N3yHeHMd HacieaCrBEHHOCTW.

Bbibop MeToda 3aBUCUT OT Lenen
mccnenoBaHMa M JOCTYMHbIX PeCcypPCcoB; 4acTo
MPUMEHAETCA KOMMJIEKCHbIV Moaxoa,.

O630p YYEOHUKOB MO reHETUKE U MOMEKYIAPHOM BMOTOrMm

MeTop,

OObeKT

Bo3MOXHOCTU

OrpaHunyeHus

[MObpna0I0rnyeckunii

[MToTOMCTBO

BbiaBneHmne 3aKOHOB
HacnenoBaHus

TpebyeT MHOXecCTBa
MOKO/1IEHNIA

LIMTOreHeTnyecknia

XpoMocomMmbl

O6HapyXeHune
XPOMOCOMHBbIX
aHoManum

He BbIABNAET Menkue
MyTaunu

Buoxmnmmyeckmnm

benku,
doepMeHThI

[narHocTuka
HapyLleHnii obmeHa

OrpaHnyeH
onpeneneHHbIM CNeKTpoMm
6oniesHei




BnuaHue cpeabl Ha nposB/ieHUe npu3HakoB (beHoTUn)

Cpefna crnocobHa cyLecTBEHHO N3MEHATb
NPOABNEHNA OOHOMO M TOr0 Y& reHoTUMNa —
HanpuMep, Yy ’MManancKoro KposmKa LUBeT LLepCTH
MeHAEeTCa B 3aBMCMMOCTM OT TeMMepaTypbl
OKpy»XKatoLlen cpebil.

[TnTaHMe 1 yCnoBuS PasBUTUA BITUAKOT Ha POCT U
MacCcCy Tefna 4YefloBeKa, YTO AEMOHCTPUPYET BaXXHOCTb
B3aMMOOENCTBUSA HACTIeOCTBEHHOCTU N BHELLIHUX
PaKTOPOB.




XapaKTepHble HacneacTBeHHbIe 3a60/1eBaHUA YeNoBeKa

DeHnNKeToOHYpUMa — MeTaboimyeckoe HapyLleHne, CBA3aHHOoe C
OTCyTCTBMEM depMeHTa ONga pacllensieHna aMMHOKNCIOT,
Bbl3blBatoLLLee CePbE3Hble HapyLLUEeHWA NMPW OTCYTCTBUU NNeYeHns.

feModpmnma — 3aboneBaHMe KpoBU, MPW KOTOPOM HapyLLaeTCH
CBEPTbIBAEMOCTb, Pe3ybTaT MyTaL M B reHax, KOHTPOMPY OLLNX
PaKTOpPbl CBEPTbIBAHUA.

I1anbTOHN3M — HapyLleHMe LLBETOBOIO 3peHud, BbI3BaHHOE
MYTaUMAMM B reHax, OTBEYalOLLIMX 33 BOCMNPUATNE KPACHOIo U
3e/1EéHOro uBeTa.

COBpeMeHHbIe MeTOObl ONAlrHOCTUKWM MO3BOJIAKOT BbIABJIIATb 2T
3aboneBaHmMda ewé ao NPEOABJIIEHUNA CUMMIITOMOB, obecneymBad
cBoeBpeMeHHOEe BMeLlaTel1bCTBO.




'MocnepoBaTe/IbHOCTb OCHOBHbIX 3TaNoOB reHEeTUYeCcKoro
aHalJiIn3a

NMpouecc uccnenosaHuUs HaceACTBEHHOCTU OT c60pa MaTepuana A0 MHTeprnpeTauuu pe3ynbTaToB

Coop [MpoBefeHune O6paboTka NHTepnpeTauus
6uomaTepuana aHanmsa AAHHbIX pe3ynbTaToB




3Ha‘-I§HMe reHeTuKmM And Haykmi, MmeamuumHblI N CeJ1bCKOro
XO034AMNCTBAa

[eHeTMKa MOMOraeT Co30aBaTb HOBbIE
COpTa paCTeHUIN N MOPOObI YXMBOTHbIX C
VAYyYLIEHHBbIMUM KaYeCcTBaMu U
YCTOMYMBOCTbIO K HEGMAroMPUATHbLIM
YCNOBUAM.

B MeouumHe n3ydyeHme reHoBs
MO3BOJIAET pa3paboTaTb TOUHbIE
reHHble M TapreTHble Tepanmu, a TakxKe
MepCcoHanM3npoBaThb 1IedyeHme
NnaumMeHTOB.

DKONMOornyecKkme reHeTnyeckme
MccrnegoBaHMa ClOCOBCTBYIOT
COXPaHEHMIO Pa3HOOOPA3UA XXMBbIX
OPraHM3MoOB M PaLMOHANTbHOMY
yrpaBieHMio NpnpogHbIMn
NonynauUmMamMun,




3TUveckKune nNnpob6semMbl U COBpeMeHHbIe NepCcrneKTUBDLI

IeHETUKMU

NpaBoO Ha 3alUUNTY FeHeTUYEeCKUX
AaHHbIX

C pa3BUTMEM TEXHOOMMI BO3POCIa BaXXHOCTb
3aWNTbl IMYHOWM FrEHETUYECKOM MHPOPMaLNN.
HeCcaHKLUMOHMPOBAHHbIW OOCTYMN MOXET MPUMBECTU K
ONCKPUMUHALLMW, UTO TpebyeT CTPOrmx 3aKOHOB U
STUYECKMX HOPM.

feHOMHOEe pefaKTUpoBaHue un
COouUuMalJibHbI€ Bbi30BbI

TexHonorma CRISPR oTKpbIBaeT BO3MOXXHOCTU MO
namMeHeHuto HK yenoBeka, HO CTaBUT BOMPOCHI
STUKW: TOe rpaHb Mexxay nedyeHneM 1 cosgaHmem
«AN3anHepPCKMNX getem»? O6LEeCcTBO OO/MHKHO
B3BELUEHHO NOAXOANTb K 3TUM U3MEHEHUNAM.
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3aKJ/1loueHue: 3HavYeHue
MEeTOoAOB UcciieaAoBaHUA
HacneacTtBeHHOCTU B
coBpeMeHHOU 6uonormu




