MaTtepunarnbHble OCHOBGI
HacneacTBEHHOCTU
N N3MEHYNBOCTU

Kak OHK xpaHuT npusHakn, a usmeHeHnsa cosgatot
pasHoobpasune?

)

VD




., Jadyem bronornmn Hy>xHa reHeTuka

[eHeTnKa OOBbSACHSIET CXOACTBO U pasnuyuns
opraHn3moB, MOMOraeT B cenekuun, MeamumnHe

n akcneptrade. OHa NoKasbIBaET, Kak HacrneayTcs
NPU3HaKK, NOYeEMy BO3HMKAOT OONE3HU U Kak cpeaa
BMUSIET HA UX NPOSIBMEHNE.




" MCTOpI/I‘—IeCKI/Ie JTalbl Pa3BUTNA TEHETUKN C

1900 — nepeoTKpbITUE 3aKOHOB

Pa6oTbl MeHaens He3aBMCMMO NOATBEPAUIU
ne ®pus, KoppeHc n Yepmak, nocne yero
reHeTuka ctana bbicTpo hopmrpoBaTbCst
Kak camocTosiTenbHas obrnacte 6uonoruu.

1953 — cTtpykTypa OHK

[bxenmc YoTcoH un ®paHcuc Kpuk
onucanu aeouHyto cnnpans OHK,
OTKPbIB MOSEKYNSAPHYO OCHOBY
HacneacTBEHHOCTU U N3MEHYMBOCTMW.

1865 — MeHaenb

Ha onbITax ¢ ropoxom perop MeHaenb
BbISIBUJT 3aKOHOMEPHOCTW HacregoBaHus
NMPW3HAKOB 1 3a50Xni OCHOBBI
KNaccuyecKom reHeTuKkmn, XoTda ero paborta
OONnro octaBanacb HeOOLEHEHHOMN.

Hauyano XX Beka — MopraH

Tomac MopraH gokasan cBs3b reHOB

C XpomocoMamu u paspabortan
XPOMOCOMHY TEOPUIO
HacneacTBeHHOCTU, 0ObSACHUB cLEenneHne
N HacregoBaHue NPU3HaKoB.



., KneTka kak HocuTenb HacneacTBeHHOU MHgopMaLum

ApepHasa OHK

Y aykapvoT OCHOBHas YacTb HacnefACTBEHHOro MaTepuana cocpefoTodeHa B sape B cocTaBe
XpOMOCOM. MIMeHHO 3a4ecb XpaHUTCs Gonbluas YacTb MHOPMaLuW, HeobXxoanMoN ANs pasBUTUS
1 paboTbl opraHu3mMa.

OpraHenbHaa OHK

MuTOXOHAPUM U NIAcTUAbI TOXe copgepxar cobeTeeHHyo JHK. OTo aenaeT HacneacTBeHHYO
CUCTEMY KIETKU Boriee COXKHOMN 1 MO3BOSIAET 3TUM OpraHesryiamM YacTUYHO COXPaHAThL
aBTOHOMHOCTb.

lMpokapuoTuyeckasa opraHmsaums

Y npokapwuot [1HK pacnonaraertcsi B Hykneouae u B nnasmumaax. Takoe ctpoeHne obecneunsaet
KOMMaKTHOE pa3MeLLeHne reHeTuyecko nHdopmaumm 6e3 opopmneHHoro sapa.

YnBoeHue nepea aeneHnem

Mepen penenviem knetkv AHK pennuumpyetcs, 4Tobbl Kaxaas AoYepHSS KneTka nonyyuna
NosHbl Habop HacneacTBEHHOWM MHPOPMaLIMK U CMOFTa COXPaHUTb NPU3HAKWM UCXOOHOW KIETKM.

OT reHa K npu3HaKky

WHdopmaums 3akntoyeHa He B hopme Morekyrbl, a B Nopsiake HykneoTuaos. VIMeHHo aTta
nocneaoBaTeribHOCTh ONPEAenseT cuHTe3 GENKoB 1, CriefoBaTensLHO, NPOsIBRiEeHNe NPU3HaKoB
opraHuama.




. CpaBHeHne [JHK n PHK o

Mpu3sHak AHK PHK
CpaBHeHVe NokasblBaeT, Kak [jBe HYKINEeNHOBbIE

Caxap Ae3okcupnbosa pubosa
KMCMOTbI pacrnpeaensioT pasHble PyHKUMK B KNETKE.

OcHoBaHus AT L A YT U
AOHK cnyxut gonroBpemMeHHbIM HoCUTernem Lienn 06bI4HO 2 06bI4HO 1
nHpopmaumm, a PHK obecneunBaet eé€ cumtbiBaHme XDAHEHMe

®yHKUMA P CUHTE3 6enka
N peanusaumio B npouecce cnuHtesa bernka. WHhopmMaLu

A0PO0, MUTOXOHAPUN, a4po,
ML nnacTuasbl uuTonsasma

LLIkonbHbIN Kypc Gronornmn: MonekynsipHble
OCHOBbI HacnegCTBEHHOCTU



. CTpoeHune [IHK n npuHUMN KoMnnemMeHTapHOCTH

HykneoTtuabl

Kaxgbin Hykneotua AHK BkntovaeT caxap, octatok hocopHom
KMUCMOTbI Y OAHO M3 a30TUCTbIX OCHOBaHWI. 3 aTUX eguHunL,
CTPOUTCS AJIMHHAs NonMMepHas Lemnb MOMeKynbl.

2 [Be uenu

[HK obpasyeTt ABOWMHYIO cnnpanb 13 ABYyX LIeMNen, KOTopble YAep)KMBaKTCS
BOLOPOAHBLIMU CBA3AMU MEXAY OCHOBaHUSIMU. Takoe CTpOeHue aernaet
MOMEeKysy YCTONYMBOW 1 yAOBHONM AN KONMUPOBaHWS.

e KomnnemeHTapHoOCTb

AJeHVH Bcerga coeanHAEeTCs C TUMUMHOM, @ NyaHUH — C LIUTO3UHOM.
Bnarogaps atomy konupoBaHue JHK nponcxoout To4HO, a owmbkm
nerye obHapPY>XMBAKTCA U UCMIPABIIAKOTCA.

4  O6bém nHdopmauun

MopsiAoK HYKNEOTUAOB HECET FEHETUYECKYHO MHGOPMALIMIO.
Ecnu pacnpasutb [JHK ogHon kneTku yenoBeka, €€ anvHa npeBbICUT
[Ba MeTpa, XOTS OHa NOMeLLLAeTCsl B MMKPOCKOMUYECKOM Sape.




" ypOBHI/I YNaKOBKU TEHETNHECKOIo MaTtepunarlia T

[ YposeHb ynakoskm

LLikonbHas cxema ypoBHEN OopraHu3aumm XxpoMmaTuHa

[Mepexoabl NoKa3biBakOT NOCTENEHHOE YNNOTHEHNE
JHK 6e3 nameHeHnss nocnegoBaTenibHOCTH

HYKNeoTnaos.

Uem BbllLEe YPOBEHb YNAKOBKN, TEM KOMMAKTHEE
N 3aWMLLEHHEE TEHETUYECKMI MaTepuan, Npu aTom
HacneacTBeHHasi HOPMaLNS COXPaHSETCS

MOJIHOCTbIO.



. [€H, annenb, reHoTun 1 PeHoTUMN

8 [eH Annenb

Yyactok [HK, cogepxalwmnm nHcdopmaunio o CUHTE3E OavH 13 BapnaHTOB OAHOMO M TOrO Xe reHa. Annenu
6enka unu o NposiBNeHUK onpeaenéHHoro nprusHaka. MOryT OTMYaTbCA NO nocrenoBaTelbHOCTH

OT/enbHbIN reH MOXET ObITh CBs3aH HYKMNeoTMa0B 1 MO TOMY, Kak MMEHHO Npu3Hak
¢ hopMUpoBaHneM ogHoro 6ernka unu rpynmoi NPOSIBNIAETCS Y OpraH1ama

CBA3aHHbLIX NMPU3HAaKOB.

FeHoTUN B deHoTUN

COBOKYMHOCTb BCEX reHoB opraHmama. OH 3aaaér COBOKYMHOCTb BHELLHWX Y BHYTPEHHUX MPU3HaKOB

HaCMNEeACTBEHHYIO OCHOBY, HO HEe BCeraa HanpsiMyto opraHuama. deHoTun popmmpyeTcsl B pesynsrare

onpenensieT BHELWHW BUA, MOCKONbKY Ha NposiBIieHne B3aMMOLENCTBUA rEHOTMMNA C YCITOBUSIMWN Cpeabl,

MPUSHAKOBIBITMAET U CPEAA. NO3TOMY Y O[IMHAKOBbIX FEHOTUMOB BO3MOXHbI
pasnuuus.

(




. [1yTb OT reHa K npusHaky Co

[MocnenoBaTenbHOCTb OTpPaXaeT peannsaunio HacneacTeseHHon nHdopmauum ot JHK 0o nposisneHus
npu3Haka.




. JakoHbl MeHaens kak oCHOBa KNnacCU4YeCcKon reHeTUKM

Hes3aBucumoe
EaovHoobpasune rmbpmnaos
1 < HacnegoBaHue

lNpu CKpeLLMBaHMUMN ABYX YNCTbIX MUHWUN, Ecnu reHbl pacrnonoxeHbl B pasHbIX
pasnuMyaloLLMXCs Mo OAHOMY MPU3HAKY, XPOMOCOMaX UMW A0CTaTOYHO Aaneko
NMOTOMKW NMEPBOTO MOKOMNEHNS APYr OT Opyra, OHWU HacneayTcs
OKasblBaOTCA OANHAKOBbLIMU /’_" HEe3aBMUCKUMO. DTO MO3BOMAET OObACHUTb
Mo MPOSIBINEHNIO 3TOro NpuaHaka. Tak

pasHoobpasne codeTaHN NPU3HaKOB
NposiBMsieTCA NepBbiil 3akoH MeHaens. y MOTOMKOB.

a PacLuenneHne NpuaHaKkos

Bo BTOPOM MOKOJ1IEHUN FVI6pI/I,EI,OB

NpPU3HaKn pacnpeaenstTcs
He criy4yanHo, a B onpeaenéHHbIX
COOTHOLLEHUSAX. DTOT pesynbrar
. OTpaXkaeT pacxoXxaeHue annenen
npv o6pasoBaHMM rameT 1 Ha3bIBAETCS
- 5 BTOpbIM 3akoHOM MeHaens.




. OCHOBHbI€ TUMbI HaclrieaoBaHUA NMPU3HaAKOB ’ .

I NonHoe noMuHUpoBaHne
HenonHoe 4OMUHMPOBaHVE

B <Konomunnposarve [ CuenneHHoe ¢ NosoM
I ViHoxecTBeHHble annenu

CxemaTnyeckas gvarpamma no LUKOMbHOW Knaccudukaumm TMnos
HacrnenoBaHus

Pa3Hble MexaHn3Mbl HacnegoBaHUs MNo-pasHOMY
dopMUPYIOT PEHOTUMN: OT MAaCKUPOBAHUSA peLieCCUBHbBIX
annenen 4o COBMECTHOro NPosiBIIEHNS HECKONbKNX

BapunaHTOB reHa.

OauviH n TOT Xe NMPU3HaAK MOXET NMNOAYNHATBLCA Pa3HbIM
reHeTn4eCcKknMm 3aKOHOMEPHOCTAM,; 3TO obbscHsEeT

pa3Hoobpa3sne HacneaCTBEHHbBIX CXEM.

11



. XpOMOCOMHasi Teopus HacCNeACTBEHHOCTU

o leHbl B XpomMmocomax

[eHbl pacnonaralTcs B XPOMOCOMaXx JIMHENHO, MOSTOMY
HacrnegoBaHVe NPU3HAKOB CBA3AHO He C OTAENbHbIMU MOMEKynamm
OHK, a ¢ nx KOHKPETHbIM NOSIOXXEHNEM M B3aUMHbLIM pacrofioXeHnem
Ha XpOMOCOME.

2' - pynnbl cuenneHusn

['eHbl OOHOV XPOMOCOMbI 0OpasyoT rpynny CLUEMNSIEHNS 1 Yalle
nepenarotcs BMecTe. Yem Grivike NoKychl APYT K APYTY, TEM pexe
MeXay HUMU NPOVCXOAUT pasaeneHve npu obpa3oBaHmn raMer.

e PekombuHauusa

KpoccuHroBep B npodase | merio3a HapyLuaeT cuenfieHe n cosfaér
HOBble codeTaHus annenen. IMeHHo noaToMy HacregoBaHue
NMPU3HaKOB HE CBOAMTCS K NPOCTOMY MOBTOPEHMUIO POAUTENBCKUX
KOMOUHAaLWNA.

12



23

— CTOSIbKO XPOMOCOM OCTa€ETcs
B Ka)XOOW rannongHon rameTte
yenoBseka.

Yenoseyeckuin kapmotun: 46 XxpoMOCcoM
B COMaTUYECKUNX KreTkax, 23 — B rameTtax

mMeHHO yMeHbLleHne Habopa BaoBoe Aenaet
BO3MOXHbIM Cly4YanHOe coveTaHue
POONTENBCKUX XPOMOCOM U NOSIBIIEHNE

©OomMbLLOro Yncna reHeTUYeCcKNX KOMOMHaLUIA.
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. rlpl/ILII/IHbI N3MEHHYNBOCTH ot et

I'IepBble ABa Tuna n3aMeH4YnBOCTU CBA3aAHbI
B /I3MeH4YMBOCTb

3.0 C HacJsiegCTBEHHbIM MaTtepunariom, Toraa
2.5 Kak MO,EI,I/ICbI/IKaLLI/IOHHaH OTpaXKaeT peakuunto opraHnm3ma
20 Ha ycnoBusa cpeabl.
1.5
1.0
e HoBble HacneacTBeHHbIE BapuMaHTbl BO3HUKAOT Yepes

0 MyTaumm n peKOM6VIHaLI,VIPO; BrnnaHne cpedbl USAMEHAET
M\]Ta\_\v\oHHaﬂ KOMGV\HaTV\BHa?‘M nv\q)v\“a\‘\V\OHHaﬂ nposdasreHne rnpn3HakoB, HO He CaM reHoTurl.

o}

CxemaTtuyeckasi guarpamma rno mMarepuanam LLUKOMbHOro Kypca 6uonorum

14



OMyTaLI,I/II/IZ BLAbl N NPUYNHBbI BOSHUKHOBEHUA

FeHHble uameHeHuA

Takve myTauun
3aTparusatoT
NoCNeaoBaTeENbHOCTb
HYKNEeOoTUO0B BHYTPU
opfHoro reHa. OHu moryT
MEHATb CTPYKTYpy Benka
unu paboty
PErynsiTopHbIX y4acTKOB,
Nno3aToMy MOCneacTBuUSA
3aBMCAT OT TOro, rae
nponsoLén coomn.

XpoMoCOMHble
nepecTpouKkun

Mpn aTKMX MyTaumnax
MEHSIETCSI CTPOEHMNE
y4yacTKa XpOMOCOMBbI:
BO3MOXHbI yTpaThl,
YABOEHUS, MOBOPOTHI
U NepPEMELLEHNS
¢parmeHTOB. /13-3a
3TOro HapyLuaetcs
corrnacoBaHHas paborta
MHOIVX FEHOB
OOHOBPEMEHHO.

[eHOMHbIe
NU3MeHeHuA

ATOT TMN cBA3aH

C U3MEHEHMEM Yncna
XPOMOCOM B KIETKE.
Takve HapyLleHns
0COOEHHO 3aMETHHbI,
NoTOMY YTO 3aTparMBaroT
cpasy Becb Habop

M YacTO CUNbHO BMNNSAIOT
Ha pa3BUTUE OpraHu3ma.

UcToYHUKMN
MyTauumn

[MpnymHOM MOryT BbITb
OLUMBKM KOMMPOBaHUS
OHK, nencreue
yneTpaduoneTa,
NOHN3MPYIOLLIETO
N3MNyYeHnsi, XMMUYECKNX
BELLECTB N HEKOTOPbIX
BMpycoB. OnacHocTb
BO3pacTtaet

npv OrIMTENbHOM

U CUMbHOM
BO3ENCTBUN.

MocnepcTBuA

MyTaumm 6biBatoT
HenTpanbHbIMU,
BpEeAHbIMU U, pexe,
nonesHbiMn. IMEHHO OHM
€O3[atoT HOBble
HacneacTBEHHbIE
BapuaHTbl, Ha KOTOPbIX
3aTeM MOXET
[EencTBoBaTb
€CTECTBEHHbIN OTOOP.
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o I'Ipmmepbl HaClrieCTBEHHbIX N XPOMOCOMHDbIX HaprJeHMIZ

HapyweHune Tvn Oco6€eHHOCTb
®eHuUNKeToHypua | 'eHHas DLt
yp dheHnnanaHnHa

Femodouus e SRz

CUEennéHHasa | CBEpPTbIBaHUE
CuHpgpom [layHa [eHoMHas Tpucomua 21
Chlippos [eHomMHasA MoHocomusa X
TepHepa

LLIKOMBHBIN KypC reHeTUKM

Tabnuua nokasbiBaeT, YTO HAcNeaCTBEHHbIE
HapyLEeHNA MOTyT ObITb CBSI3aHbl Kak C UIBMEHEHUNEM
OTAENbHOrO reHa, Tak U C HapyLweHWeM Yncna

XPOMOCOM.

PasHble YpOBHU N3MEHEHUI — OT reHa
[0 XPOMOCOMHOro Habopa — MOryT NpMBOAUTb
K HacneacTBEHHbIM 3ab60neBaHUsAM C PasHON TAXKECTbIO

NPosSIBNEHUN.

16



- MO,EI,I/ICbI/IKaLI,I/IOHHaFI N3IMEHYNBOCTb N BITUAHNE CPpeEbl

OAOuH opraHn3m — pasHble YCNoBUS

PacTeHue, BblpallleHHOe B TEHW, BbIMMAAUT MHAYe, YeM
€ro COpPOAMY Ha SSPKOM CBETY: NIUCTbS MOTYT ObITb
KpyrnHee, a okpacka — 6rnegHee. [eHOTUN ocTaéTcs
TEM XXe, HO (PEHOTMN 3aMETHO MEHSIETCSA B OTBET

Ha ycrnoBusi cpebl.

dopma npusHaka noa gaBneHnemM cpeapl

Y yenoseka pm3ndeckasa Harpyska, nMTaHne u pexmm aHA
BMUAIOT Ha pa3BUTME MbILLL, Maccy Tena

N paboTOCNOCOBOHOCTb. ATU PasnNUYNA He MEHSOT
nocneposarenbHocTb [JHK, HO NokasblBaloT, Kak cpeaa
«HacTpamBaeT» NPOSIBNEHNE HACNEeACTBEHHbIX NPU3HAKOB.

17



" [ eHeTn4yeckasa N3MEHYNBOCTb U 300POBbE HYEJT0BEKA |

I NposisneHve 6onesHn HocutenbcTeo
I Py ck nepepaun [ HeonpenenéHHbln puck

Cxematunyeckas anarpamMmma no marepumanam LLIKOSbHOW FrEHEeTUKM

AHanun3a POOOCIIOBHbLIX N MOJeKyrnsapHaa AnarHoCTukKa
NOMOraroT BbIABUTb CKPbITOE HOCUTESNIbCTBO N 3apaHee
OUEeHUTb BEPOATHOCTb HaclrenoBaHUA BGonesHu

Y NOTOMKOB.

[eHeTMyeckas MHopMaLUUnsa He TONbKO 06bACHAET
NpUYMHbI 3a00neBaHnm, HO 1 NO3BONSET
MPOrHO3MPOBaTb PUCK, YTOYHATb AMarHo3 v BbibupaTb

Mepbl NPOUIAKTUKMN.
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® npaKTI/I‘—IeCKOe 3Ha4vYeHne reHeTnkn .o

Cenekuus

leHeTMYeckme 3HaHUS MOMOraloT Co3aaBaTh BbICOKOYPOXKaiHbIE COpTa PACTEHWUIA U NMPOAYKTUBHbLIE MOPOAbI KMBOTHbLIX, COMETast
HY>KHbl€ NPU3HAKN U YCTOMYMBOCTb K HEBNAronpusITHLIM YCIOBUSIM.

[narHocTtuka

MeTtoabl reHeTUKIN NO3BONSIOT BbISBMAATL HACNeACTBEHHbIE 3aboneBaHus, onpenendatb HOCUTENbCTBO MyTaLI,I/IIZ N YTOYHATb
npupoay CMMNTOMOB, KOrga BHELHUX NMPpU3HaKoB €LLé HeaoCTaTO4HO.

[MporHo3 pucka

AHanus POOOCIOBHbLIX N TEHETUYEeCKOE KOHCYIbTUPOBaHNUE NOMOraroT OLEHNUTb BEPOATHOCTb nepenadn HacnencrtBeHHbIX
HapyLLIeHI/Il71 NOTOMCTBY U MNPUHATb 060CHOBaHHbIE I'IpO(*)I/IJ'IaKTMLIeCKI/Ie peLleHns.

NoeHTndukaums
@I ﬂHK-aHanms MCNOJIb3YHOT B cyp,e6H0171 3KCNnepTn3e n yctaHoeleHU poacTBa, MOTOMY YTO reHeTn4YecKnn l'lpO(bl/lJ'Ib 4yerioBeka

[0CTaToMHO crneuudunyeH 1 HagéxHo pasnuyaeT nioaen.

BuoTtexHonoruun

A [eHeTrKa NEXNUT B OCHOBE FEHHOW MHXXEHEPUMN Y MEPCOHANM3NPOBAHHON MEAULIMHBI, FOe NeYeHne U npodunakTnuka BCcé To4Hee
noabuparoTcst Nog 0CO6GEHHOCTN KOHKPETHOIO YeroBeKa.



HacneaocTtBeHHOCTb U UBMEHYMBOCTDL: [BE CTOPOHDI O,EI,HOIA
¢ CuUcTembl

HacnencteeHHOCTb COXpaHAET nNpeemMCTBEHHOCTb XXMBOIo, @ UBMEHYNBOCTb cospaer pa3Hoo6pa3|/|e,
Heobxogmmoe ans pPa3BUTUA, I'IpI/ICFIOCO6.|'IeHVIFI n asonouun. Bmecte oHun ornpenendarT YCTOI7I‘-II/IBOCTb

N TMOKOCTb XU3HMW.




