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[eHeTMKa n3ydaeT nepenavdy u
BAapPMATUBHOCTb NPU3HAKOB Y XUBbIX
OpPraHM3MoB.



NcTopua n pa3sBuUTUE HAaykKm o
HacneaCcTBeHHOCTM

v

M3yueHne reHeTuKnM Hauvyanocb C SKCNEPUMEHTOB
Menpenda B XIX Beke. B XX Beke pacwmndpoBKa
HHK cTtana npopbiBoM, caenaB reHeTUKY
dbyHOaMEHTOM MegnLMNHbI 1 BUOTEXHONOIUN.




YTo Takoe [1HK n 3aueM OHa HY)XXHaA?

CTpyKTypa ABOVMHON cnupanu HykneoTuabl — «B6yKBbI» dXU3HWU Ponb [1HK B kKneTke
[BoHaa cnupanb JHK — 370 aBe ueno4vku IHK cocTtonT 13 yeTbipéX OCHOBAHWI: AHK HaxoanTcs B aApe KNeTKn 1 Cy>KnT
HYKN1€e0TWUAO0B, CN/IETEHHbIE BMECTE. YUYEHbIe ageHWHa, TUMWHA, N'YaHMHa U uMTo3nHa. Mx WabnoHOM A8 cnHTe3a 6e1KoB. TN Benku
YoTcoH n Kpuk Bnepsble onmncanm eé B 1953 noc/nenoBaTeNbHOCTb onpeaenaeT Bce QU EIENT 22 EUanon Vi afshireizAloets e
rony, o6bACHUB, KaK XPAaHUTCA reHeTn4YecKasa HacneaCcTBEHHbIE NPU3HAKU N DYHKLNK KNETOK N TKaHEN OpraHn3Ma.
NHopMaums. opraHmM3ma.



20 000-25
000

reHOB B Ye/I0BEYECKOM reHoMe
OTBEYaloT 3a pa3HooO6pa3ue
NMPU3HAKOB U MNPOoLLEeCcCcoB,
o6ecneymnBad XXU3Hb opraHmM3Mma.

[NMpoekT «[eHoM YenoBeka», 2003

Kakabl reH XpaHUT MHopMauunto gns
CMHTE3a KOHKPETHOro 6enka, BANAOLLErNO
Ha 340POBbE U BHELWHWN BUA.



XpOMOCOMbI — HOCUTENIN HAaCcNeACTBEHHOWN
MHPoOpPpMaLIUN

CocTaB 1 CTPYKTypa XpPOMOCOM

Xpomocombl coctoaT n3 JHK n 6enkos-
FMCTOHOB, YMNAaKOBaHHbIX B KOMMNAKTHbIE
CTPYKTYpPbl BHYTPU Agpa. Takad opraHm3ayus
NO3BOMAET HAAEXKHO XPAHUTb MHPOPMaLMIO U
yNpaBnaTb eto.

Ponb XxpoMoCoOM nNpu aeneHnumn KNeTok

[Npn neneHnmn KNeTKM XpPoOMOCOMbI
OYNANUMPYIOTCA N pacnpenenaTca Mexxay
OOYEePHUMU KNeTKaMun, obecneyrBasn TOYHYIO
nepenavy reHeTn4yeckom nHpopmaumm ot
NOKO/IEHUA K MOKOMEHUIO.




3aKoOoHbl MeHaena — OCHOBDI
HacneaooBaHusA

1865 rop — nybnukauuna pabor BTopoit 3akoH MeHpens

MeHpens NepBbIN 3aKkOH MeHpena

[ M [Mpn cKpeLwmBaHUM YNCTbIX TNHUIK B NEPBOM B nocneaylomx nokoneHUAX nprsHaky
PETOR MISHASAB TTPEACTABIN PESYBTATH l-,opKoneIzMU; NPOABASETCSH OOMH P pacnpenenatTcs CornacHoO onpeaenéHHbIM

CKPeLMBaHuA ropoxa, chopmynmMposas P COOTHOLLEHUAM, KOTOPble 06bACHAIOT

OMUHUPYIOLWMIN NPU3HAK Y BCeX ocoben. v
MnepBble 3aKOHbl HAacNeaoBaHMA NPU3HAKOB, A PYtoL P Y pacllenneHne HacneaCcTBeHHbIX CBOMCTB.
YTO 3aN0>KN/T0 OCHOBbI FEHETUKMW.



Tunbl HacnegoBaHUSA: QOMUHaAHTHOE U
peLeccuBHoOeE

YacToTa nposiBNeHns Npu3Hakos
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JloMnHMpYyoLWMe NPU3HAKK NPOABNAIOTCA
yalle, HO peLLeccMBHbIE MOTYT NepeaaBaThcs
CKPbITO B MOKO/IEHUAX.
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YyebHunk 6mnonorun, 2020

PacnpepeneHne npnM3aHakoB y NOTOMCTBA
COOTBETCTBYET 3aKOoHaM MeHpens, o6bacHAA
HacnegoBaHWE BHELWHUX YEpT.



LLBETY CeMSH

Ta6nv1|_La NMOKa3blBA€T COOTHOWEHNE UBETA
ceMAH B ABYX NoKoneHnAax npn oOMMHaHTHOM
MENTOM U peuecCMBHOM 3€e/IEHOM MPUNU3HaKaxX.

[loaTBEepP>KOEH 3aKOH paclenneHna —
OOMUHAHTHbLIV NPU3HaK NpeobnanaeT B
NepBOM NOKONEHUN, HO PELLECCUBHbIN
NPOABNAETCA BO BTOPOM.

Pe3ynbTaTbl CKpelWnBaHUA ropoxa no

NokoneHue XXénTtble ceMeHa 3enéHble ceMeHa
[NMepBoe (F1) 100% 0%
BTopoe (F2) 75% 25%

[perop Menpenb, 1865 rog




M3MEeHUYNBOCTDb KaK 4YacCTb
reHeTNKu

N obMeHa reHeTUYEeCKUM MaTephnaJioM, CoO34aBaA

I HacnepctBeHHaa M3MEHYMBOCTb NOABAAETCA U3-3a MyTaL UM
pa3Hoobpasne NpPr3HaKoB Y NOTOMKOB.

cnocobcTBYET NOABMAEHUIO YHUKANbHbIX KOMBUHaLU M

PekoMOMHaLUMa reHOB NPW MOSTIOBOM Pa3MHOXEHUM
. NPV3HAKOB N NOAOEPXMBAET 3BOTIOLMNOHHOE pa3Hoobpa3ue.

OKpYy>KaloLen cpeabl, He NepenaéTca No HacNeacTBy U

. HeHaC)'Ie,EI,CTBeHHa‘Fl N3MEHYMBOCTb Bbl3BaHAa BO3OENCTBUNEM
BINAET JiMlb Ha MHAOANBUNAOYaA/IbHOE Pa3BUTUE.



MyTauunun: NPpUYUHDBI U

nocnencrBemns

MpuynHbl MYyTauUn

MyTaunm BO3HMKAIOT MN3-3a BHELWHNX PaKTOPOB: pagmayunn,
XMMUKATOB, a TakXe owmnbok npu konmposaHun AHK Bo
BpeMs aenenHnsa knetok. OHM N3MeHaAtoT
nocnenoBaTeIbHOCTb FrEHOB.

Bananne mytauun

MyTaunm MoryT NPMBOANTL K MOABNEHUNIO HOBbIX NMPU3HAKOB,
HacneacTBeHHbIM 60NE3HAM UNN SBONOLMOHHbBIM
N3MEHEHWUAM, BAUAIOLWNM Ha pa3BUTUE BUOOB.
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leHeTnkKa v 3Bomouumsa

} [eHeTnYecKkmne nameHeHna obecneymBaloT NOABIEHNE HOBbIX
NPU3HAKOB Y OPraHM3MOB, YTO CNOCOBCTBYET YBENNYEHUIO
Pa3Ho06pa3nA BHYTPU NONYNALUK 1M NOBbLILLEHUNIO NX
aJanNTUBHbIX BO3MOXXHOCTEN.

} EcTtectBeHHbIN 0THOP BO3AENCTBYET Ha Pa3iNYHble
reHeTU4YecKmne BapmaHTbl, oTbnpaa Hanbonee
npuncnocobneHHble K OKPY>XatoLen cpeae 1 noaaep Xmeas
YCTONYMNBOCTb BMOOB.

} Bnaropapsa reHeTUYECKNUM U3MeHEeHUAM PopPMUPYIOTCA
HOBble BUAbl, TAK KaK HaKan/IMBaOTCA YHUKAbHbIE
NPU3HAKM U NPOUCXOOAT PEeNpPoayKTUBHbIE Bapbepbl MexKay
NonynaAuNaAMM.

} [eHeTKa 0O6BbACHAET, Kak HAacNeayTCd 3BONOLMOHHbIE
N3MEHEHNS, CBA3bIBAA MyTauMn C USMEHEHUAMK (PeHOTUNA U
cnocobcTBYA MOHUMAHUIO NCTOPUN XKN3HU Ha 3eMne.
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ITpMepbl reHEeTUYECKUX

3a60n1eBaHUN

Tvn
3a6boneBaHue OCHOBHbI€ NMPU3HaKU

HacnepgoBaHUSA

AYTOCOMHO- HapyLeHmne obmMeHa
DeHnNKeToOHYpPUA

peLeccnBHoe deHnNanaHmnHa

AYTOCOMHO- [Mpo6neMbl € AblIXaHMEM
MyKoBUMCLNO03

peueccmMBHoOE M NULLEBapEHMEM

CuenneHo c HapyweHne
[eModunnmng

MOOM CBEPTbIBAEMOCTU KPOBMU

MepaunumnHcKaa reHeTnKa, CoBpeMeHHasa nutepaTypa

[lpencTaBneHbl OCHOBHbIE HAaCNEACTBEHHbIE
601e3HU C YyKa3aHMEM TUNA HacNeaoBaHNA U
XapaKTEPHbIX CUMNTOMOB. 3TN 60NE3HN
obycnoBneHbl N3AMEHEHUAMU B OTAENbHbIX
reHax v BAMAOT Ha PYHKLWK OpraHn3mMa.

[1aHHble NoKa3bIBaloT, YTO BONBLIMHCTBO
3aboneBaHWN NepenatoTca NoO ayTOCOMHO-
PELECCMBHOMY TUMY, YTO Ba*KHO ANA
OMArHOCTUKN N NPOOUNAKTUKM
HacneaCcTBEHHbIX BonesHen.
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Ponb reHeTUKm B MeamumHe

PaHHAaqa pnarHoctuka

[eHeTnyeckue TecTbl
MOMOratT BbIABNATb
HacneacTBeHHble
3aboneBaHUA Ha PaHHUX
CTaguax, UTo Mo3BONAET
CBOEBPEMEHHO HaYMHATb
neyYeHne N CHMXaTb PUCK
OCNOXXHEHUW.

NaneHTndcpmnkauymnsa
MyTauum

MeTtoabl aHannsa AJHK
NO3BONAOT OOHAPYXKUTb U
KnaccupnumpoBaTb
MyTauuun, obecneynBas
TOYHYIO ANATHOCTUKY M
MHOMBUAOYANbHbIA NOAXOM K
Tepanuu.

MpodcdmnakTnka
3aboneBaHn

[eHeTMYecKoe
KOHCYNbTUpPOBaHMe
cnocobcTByeT
NPOrHO3MPOBAHMIO PUCKOB Y
NnoMoraeT NnpeaynpexKaatb
pa3BUTHE HACNEACTBEHHbIX
natonormnn y 6yayuimx
MOKO/IEHUI.

[eHHaa Tepanua

Pa3paboTka MeTogunk
3aMeHbl UM KOPPEKLINK
nedeKTHbIX reHoB
OTKPbIBAET HOBbIE
BO3MOXHOCTUN NeYyeHns
paHee Hen3nevynMblx

reHeTnyecknx 3aboneBaHnn.
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CTpyKTYypa reHoMa 4yesnoBekKa

Hekogupylowmne y4yacTKu SK30HbI (Kogupyowme 6enkun)

Bonblaga Yyactb reHoMa COCTOUT U3
Hekoaupyowmx obnacten, BKAoYada
perynaTopHble 3N1eMeHTbl U MOBTOPbI,
BAUAKOLWME HA aKTUBHOCTb NreHOB.

[NMpoekT «[eHoM yenoBeka», 2003 ropa

HecMoTpa Ha Manbli NPOUEHT KOAUPYOLLMNX
nocnenoBaTeslbHOCTEN, HEKOAMPYOLWME
YUaCTKM UrPatoT BaXKHYIO POJib B KOHTpOIE
reHeTu4Yeckon nHdopmMaymm.
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O3MOXHOCTU N’HHOU NHXXEeHepUun

CenbCcKOX03ANUCTBEHHDbIE
AOCTUXKEHUA

[eHHaa MHXXeHepKna NO3BONAET CO34aBaTh
YCTOMYMBbIE K BPEeOUTENAM M 3aCyxaM COpPTa
PACTEHMIN. DTO NOBbLILWAET YPOXKANHOCTb U
YMeHbLLIAeT HEOBXOAMMOCTb B XMMNYECKOWM
3alMTE NOCEBOB.

NMponsBoacTBO NekapcTs

MoandunumnpoBaHHble bakTeEpUU
CUHTE3NPYIOT BaXKHble MeaULUNHCKME
npenapaTbl, HANPUMEpP, MHCYNH ANA
60MbHbIX AMaBETOM, YTO 3HAYUTENBHO
obnervyaeT nx NONy4YeHne U CHMXKaEeT

CTOMMOCTb.

Cosp,al-me TPAHCIr€HHbIX XXUBOTHDbIX

Pa3paboTKka reHeTn4YecKun
MOANPUNLMNPOBAHHbBIX XUBOTHbIX
cnocobCcTBYET NONYYEHUIO MPOAYKTOB C
YNyULlEeHHbIMW KavyecTBaMn N UCCNeaoBaHuIo
HacneacTBeHHbIX bonesHen ona MeauLUnHbI.
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leHeTUKa B CeJ1IbCKOM
XO3s1IUCTBEe

' [eHeTn4YeCcKknin aHann3 NOMOraeT oToOMpaTb PaCTeEHUS C
»KenaTenbHbIMU NPU3HAKAMU — BbICOKOMN YPOXKAaNHOCTbIO U
YCTONYMBOCTbIO K 6ONE3HAM, YTO YAyYLLaeT KavyecTBO
CENbCKOXO3ANCTBEHHOM NPOAYKLUNN.

B »xnBoTHoBOoAcTBE NnpuMeHatTca [HK-TecTbl ans
BbIAB/IEHNA FrEHOB, OTBEYaloLWMX 338 CKOPOCTb POCTa U
Ka4yeCcTBO MOJIOKa UK MAca, cnocobcTBySA
LeneHanpaBNeHHOMY Yy4LlleHUIo Mopoga.

CoBpeMeHHble MeTOA bl NO3BONAIOT 3PPEKTUBHO COYETATL
TPAAVNUMOHHbBbIE N MONNEKYNAPHbIE MOAXO0Abl, YTO YCKOPAET
npoLuecc cenekumm n NoBblLAET €€ TOYHOCTb.
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CoBpeMeHHbIe TEXHO/IOMNU
reHeTUKu

2 WVHCcTpyMeHTbl pegakTupoBaHMAa reHoMa, Takme Kak
CRISPR, patoT BO3MOXHOCTb TOYEYHO N3MEHATb
OoTOEeNbHble reHbl, yBennumsaa adhPOeKTUBHOCTb MrEHHOW
Tepanuu n co3gaBas HOBble BUOTEXHONOrMYecKue
NPOAYKTbI.

1 CekBeHunpoBaHune [JHK no3BongeT 6bICTpO onpenennTb
NOJSIHYIO NOCNEeN0BaTEIbHOCTb FEEHETUYECKOIO
MaTepunana, OTKpPbIBaa HOBblE BO3MOXXHOCTU A4
N3yYeHna CTPYKTYPbI N PYHKLMIN FreHOB.




[eHOMHbIle

NPoeKTbl: «[eHOM

HeJ10OBeKa»

1990 rop

Hauyano MmexxayHapoaHOro npoeKTa no pacwundpoBke
BCEro 4Ye/I0BEYECKOro reHoma, obbegmHeHmne
cneumnanncToB N pecypcoB anga MacwTabHoro
nccnenoBaHMA.

2003 rop,

OdmumanbHoe 3aBepLlieHne npoekTa «[eHoMm
YyenoBeKa» C MONTHOW KapToM Nnopagka TPEX
MUANMAPAO0B Nap HYKNeoTUAOB M NEPBOM KOMMMEKCHOMN
reHeTn4ecKkomn nHhopmaymen.

C 2003 ropa

,D,aHHbIe reHoMa NCcnoJib3yrTcAa and NayvyeHumnaA
HacleagCcrBEHHbIX 3aboneBaHun, p83pa6OTKM
ﬂepCOHaﬂMBMpOBaHHOVI MeadnunHbl N ynyvweHnd
BUOTEXHONOMrMYECKUX MEeTOO0B.
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dTN4YeCcKue BonpocChbl B reHeTuKe

} 3awmnTa NINYHON reHeTUYeCcKon MHdopMaumnm
CTAaHOBUTCHA KPUTUYECKU BarKHOWN, YTOObI
npPenoTBPaTUTb AUCKPUMUHALUMUIO M HapyLLeHne
npaBa Ha NPMBATHOCTb B 06/1aCT MeaULIUHbI U
PaboThl.

> PaCI'IpOCTpaHeHl/Ie reHeTnN4YeCKMNX OaHHbIX
CTaBUT BOMPOCHI coumnanbHoOM cnpaBen/inBoCTU
N PaBHOIo AoCTyna K MHHOBAUMNOHHbBIM
MeTOOaM OANATHOCTUKN N TEPANNN.

} TexHoNnormm pegakTMpoBaHNA reHOB BbI3bIBAtOT
ONCKYCCMMN O AONYCTUMOCTM CO30aHUS
«ON3aNHEPCKUX» OETEN N BMELLATENbCTBA B
yenoBeYecKoe HacnNeacTBo B yroay counanbHbIM
3anpocam.

} HeobxoaAMMOCTb 3aKOHOOATENbHOMO

perynnpoBaHna N obLWEeCTBEHHOIO KOHTPONA
obecneymBaeT OTBETCTBEHHOE MCNONb30BaHME
reHEeTUYECKUX OOCTUXKEHUM B HayKe U NMPaKTUKe.
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[eHeTUKa: OCHOBa 6yayLuiero
pPa3sBUTUA

[eHeTMKa 06begnHAET 3HAHNA HAaYKM U NPAKTUKK, BNUAA Ha
MeOUNLNHY, CENbCKOE X03ANCTBO M aKonormo. OHa OTKPbIBAET HOBbIE
NyTV oNa ynydleHna 300poBbA N KadecTBa KU3HM obuiecTBa.




