O630p XPOMOCOMHOMU
Teopunm
HacneaCcTBeHHOCTMU

MexaHMn3Mbl Nepenayvym reHoB Yepes XPOMOCOMbI B
AYKAPMOTAaX PaCKPbIBAKOT CYyTb HAC/1e4CTBEHHOCTHN.




PoyKOoeHne reHeTUKmM m
LNTONOIrMUN. Kro4deBble

OTKPbITHUNH

Bo BTopoun nofioBmnHe XIX BeKa pa3BMBanach
KNeToYHaga Teopund, OTKPbITbl MUTO3 U MeMO3. OMbIT
MeHOena c ropoxoM 3a/10XKMJT OCHOBbI reHeTUKU. B
XX BeKe 0OHapPYXXUMKM CTPYKTYPHOE YCTPOMCTBO
XPOMOCOM, CBA3aB Hac/eOCTBEHHOCTb C

KIETOUYHOW CTPYKTYPOW.




3aKOHbl MeHOena B OCHOBE NreHETUKU

B 1865 rooy MeHpoenb onybnmkoBan pe3ynbraTbl CKpeLlMBaHMg OH chopMynmMpoBan 3aKOHbl JOMUHMPOBAHMA, pacLlenieHmna
ropoxa, BbIABMB ONCKPETHbIE HAacNeACTBEHHbIe eOMHULLbl — 1 HE3aBNCUMOIro KOMOBUHUPOBaHUA MPU3HAKOB,

reHbl, MOATBEPX/Oada CyLLeCcTBOBaHWNE HEBUAMMBbIX PaKTOPOB o6bACHAOLWMNE, KaK MPU3HaKM MepenaoTca M KOMOUHUPYOTCH
HacnegoBaHUA. B MOTOMCTBE.

DTV 3aKOHbI 3aNOXXUNAN GYHOAMEHT O/19 reHETUKMN, MO3BOSINB
NnpenckasbiBaTb COYETaHUA MPU3HAKOB NPW CKpeLlBaHMM
Pa3HbIX OPraHM3MOB.



KnrouyeBble @aKTbl O XPOMOCOMaXxX

XPOMOCOMbI — CTPYKTYPHbIE 3NEMEHTbI APa 3YKAaPUOT,
cocToduime n3s 1HK 1 6enKoB rMCToOHOB, obecnevymBatroLime
KOMMAaKTHOE pa3MeLlleHne reHeTU4YeCKom MHPopMaLUnn.

B KNEeTOYHOM LIMKe XPOMOCOMbI ObIBAOT B COCTOAHUM
MHTep®a3bl, Koroa AHK pacnneteHa, n Mmetadasbl — MJIOTHO
YMaKOBaHHOWM 014 OeneHunsa KNeTKW.

Y Ka)XOoro BMaa yHUKanbHOE KOJIMYECTBO XPOMOCOM: Y
yenoBeKa UX 46, y NNogoBOM MyXm OPO030PUNbl — 8, UTO
onpenenaerca BMOgoBoOn CrneumpPmKon.

Moo MUKPOCKOMoM MeTadasHble XPOMOCOMbl OTYETIMBO
BUOHbI M aHAaNM3MPYOTCa 19 U3YyYeHUA reHEeTUYeCKoro
MaTepuana.



CTpoeHMne XpoOMOCOMbI

OCHOBHble KOMIMOHEHTHI XPOMOCOMDbI

XPOMOCOMa COCTOUT U3 OABYX MOEHTUYHbIX CECTPUHCKMX
XpoMaTuna, COeANHEHHbIX LleHTpoMepon. TenoMepbl
3aLUMLLAIOT KOHLLbl XPOMOCOM, @ MHOTOa MPUCYTCTBYIOT
CMNYTHUKU — OOMNONHUTENbHbIE YYaCTKU.

DopMbl N PYHKLLMUN

LleHTpOoMepa onpenenaeT TUMN XpOMOCOMbI:
MeTalueHTpunYecKaqa, cybmMeTaueHTpmnyeckasa mnam
aKpoueHTpumyeckaa. OCHoOBHaga €€ poflb — XpaHeHne n
nepegada HacnegcTBEHHOM MHPOPMALLMKM BO BpeMS
KNEeTOYHOro geneHums.




MWTO3 M Meno3: 3Tanbl KIETOYHOIO AeneHmd

NHTepdasa

[ToaroToBUTENbHbIV 3Tan, Korga
KNEeTKa PacTeT U penamnumnpyeTt
IOHK, nprcnocabnmBadach K

npeacrodwemMy gefieHmio.

MMTO3

MNpoLuecc oeneHnsa KNeTkn Ha aBe
MOEHTUYHbIE JoYEePHME C MOSHbIM
HaboOPOM XPOMOCOM,
obecrneymBaloLWMM CTabUNbHOCTb
reHoTuna.

Menos |

[lepBOe geneHme, NnpmBoggaLlee K
YMEHbLLUEHUNIO YMCa XPOMOCOM
BOBOE N GOPMUNPOBAHUIO MTAMET C
ranonaHbIM HabOPOM.

Mewnos ||

BTopoe neneHue, otoenatwoLlee
CEeCTPUHCKME XpoMaTuabl,
3aBeplLUasa npoLecc
POPMUMPOBaAHNA FEHETUYECKM
YHUKaNbHbIX FTAMET,




Meno3 1 reHeTnKa 4po30PUsbl

[po3o0dunia Kak MogesibHbIN
OpraHm3m

ToMac MopraH Bbibpan gpo3oduny 3a
ObICTPbIN YXU3HEHHbIN LMK U NPOCTOTY
reHeTUYeCKOro aHasmsa. Eé XpoMoOCOMblI
XOPOLIO 3aMeTHbI MO4 MMUKPOCKOTMOM,
4yTO obneryano nydyeHume

HacnegoBaHWA.

[TpocneXxmBaHMe reHeTU4YeCKnX
MNPEPM3HAKOB

Melnos y opo30duibl EMOHCTPUPYET
MeXaHM3Mbl Nepenadm oTaebHbIX
reHoB, Mo3BoNA9 GUKCUPOBATL
HacnenyeMmble Yyepes nokosieHmnda
BapMaL MM OKPACKM U GOPMbl KPblISTbeB.

BbiaBneHme KpoCcCUHroBepa

DKCNepUMeHTbl Nokasanu obMeH
y4YacTKaMmM Mexay roMOormMyHbIMm
XPOMOCOMaMMU, YTO CO3aeT HOBbIe
KOMBUHaLUWMM reHOB 1 aBnaeTcs
MCTOYHMKOM HacieCcTBEHHOMN
N3MEHYMBOCTMW.




OCHOBbI XPOMOCOMHOW TEOPUN HAaCTeOCTBEHHOCTU

Ca>TTOH 1 BoBepun 060CHOBASN, YTO MrEeHbl TOKaIM30BaHbl Ha
Kaykgaqa napa roMonormyHbiX XPOMOCOM COOEPKUT annenu
XPOMOCOMaX, KOTOPble Hac/leaytTCa B COOTBETCTBUM C
. . OOHUX N TEX YKe reHoB, obecrneymBag CTabUTbHOCTb U
3aKoOHaMM MeHpgena n cny>kaT PU3nd4eckom OCHOBOM
BAapPUMaTMBHOCTb HacieayeMbiX MPU3HAKOB.
HacneacTBEeHHOCTM.

Teopl/m O6'bFICHFIeT, KaK 3aKOHOMEPHOCTU CLUElTJIEHNA U
peKOM6l/IHaLI,l/Il/I reHoB BJTUHKOT Ha dDeHOTl/II_Il/IL-IeCKOG
pa3Hoo6pa3lAe MNOTOMCTBa.




rpaCDl/ll-( 3dBNCUMOCTUN HaCTOTbl KPOCCMHIOBEPAa OT PACCTOAHUNHA

MeXAay reHamMwm

UeM 6onblue pacCTogHUE Mexxay reHaMm, TeM Bbllle
BEPOATHOCTb UX PeEKOMbBUHAL MM BO BpeMa Meno3a.

[JaHHble MoATBEPXKOAOT, YTO reHbl, PaCrOSTOXKEeHHble
6nVYKe OPYr K APYrY, CLUEenneHbl 1 pexe
NoaBepraoTCca KPOCCUHIOBEPY.

IKcrepmMeHTbl HA Apo3odusie, Ha4asio XX BeKa
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[ ] YacroTa kpoccuHroBepa n paccTosiHie Mexay reHamu y 4po3odunsibl

1 mopraHmga 5 mopraHug 10 mopraHupg, 15 mopraHupg, 20 MopraHug



KnroyeBble OTKPbITUA MopraHa U Mx 3HadeHune

O6Hapy)XeHOo cLeneHne reHoB Ha OgHOM XPOMOCOME, YTO HabnooeHne BapuraLlmii OKpacKM rnas n opMbl KPblsbeB
o6bACHAET HacnegoBaHME CBA3aHHbIX MPU3HAKOB B 0p030dUMbl MOOTBEPAMNIO BO3MOXXHOCTb 06pa30BaHMA HOBbIX
onpenené&HHbIX KOMBUMHAaLLMAX. COYEeTaHMM Yepe3 KPOCCUHIoBEP.

PaboTbl MopraHa cTanin ocHoBaHMEM A9 O6bACHEHUS
XPOMOCOMHOIo MexaHW3Ma HacnegoBaHua M Pa3BuUTUA
reHeTM4YecKom KapTorpadpumu.

DKCMNepmMMeHTbI MoKa3sarn, YTo YacToTa peKOM6l/IHaLI,l/Il/I
OTpaXaeT pPacCTodHMe Mexxngy reHaMm Ha XpoMOCOME.




MpusHak Tun HacnepoBaHUSA HacToTa KpoccuHrosepa (%)
LiBeT rnas CuenneHHoe 5

dopMa KpblbeB CuenneHHoe 9

LIBeT Tena HezaBumcmmMoe 50

Pa3smMep Tena He3zaBuncmnmMmoe 48

Knaccu4yeckume akcrnepumeHTbl Tomaca MopraHa ¢ A4p0o30puniomn

CpaBHUTENbHAA
Tabnmua NPMU3HaAKoOB,
Hacreayemblx
CLUEenIeHHO n

HE3ABUNCHNMO

B Tabnumue npeacraBneHbl MpuMepbl MPU3HaKoB Yy
0po30dUbl C ONMcCaHMeM TUMa HacnegoBaHMa U
COOTBETCTBYIOLLLEM YaCTOTbl KPOCCUHIOBEPa, YTO
UNNIOCTPUPYET Pasnymng B BEPOATHOCTU
PEKOMBUMHaLMM FreHOB.

CLeneHHble reHbl peXxe PeKOMBUHUMPYIOT, YTO
noaTBepXaoaeT PUnYeckyro 6/1IM30CTb NrEeHOB Ha
XPOMOCOME U1 BIINAET Ha COBMECTHOe HacnegoBaHue
MPU3HAKOB.




OCHOBHbIe MOHATUA: M'EeHb, JIOKYCbl 1 XPOMOCOMHDbIE KaPTbl

[eH

OnpenenérHHbiM yyacToK [HK,
cogepKallmim MHPoOPMaLUMo ONa CUHTE3A
6enka nnm perynaunm npmnaHaka, 4Tto
bopMUMpyeT HaCNeaCTBEHHbIE CBOMCTBA
opraHm3Ma.

[eHeTMnYecKada KapTa

VNHCTPYMEHT, OTOBpaXkatoLLmm
OTHOCUTENbHOE PACNoNOKeHME reHOB Ha
XPOMOCOME, OCHOBaHHbIM Ha YacToTe
KPOCCUHIoBepa Mexxay HUMU.

J1okycC

DUKCUPOBaHHOE MECTO PaCMONOXKEHUS
reHa Ha KOHKPETHOM XPOMOCOME, KOTOPOe
CIY>XUT OPUEHTUPOM O19 MOCTPOEHUSA
reHeTUYeCKMX KapT.

YacToTa KpoCCMHIroBepa

[ToKa3aTeb BEPOATHOCTM PEKOMOBUMHALLMMA
MeXXay reHaMum, UCrosb3yeMbln O14
BblYMCNEHUSA PACCTOAHUSA MeXKAY NOKYyCaMm
Ha reHeTM4YEeCKOM KapTe.
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[TpyMep XPOMOCOMHOW KapTbl Op030d UMbl

® XpoMocoMHada KapTa Apo30duSibl AEMOHCTPUPYET
PaCMoSIOKEeHWME CBbILLE CTa FreHOB, BbIAB/IEHHbIX MO YacToTe
PEKOMBUHALMIN B CKPELLMBaAHUAX Pa3HbIX TIMHUN. DTO
MO3BOJIAET MPOrHO3MPOBaTb HacegoBaHWE U aHaIM3MPOBaTb
cuensieHne NpmM3HaKoB Yy OPraHM3MoOB.

Ha KapTe BblgeneHbl KtodeBble TOKYCbl, TaKMe Kak 6enbin LBeT
rna3 M MMHMaTIOPHbIE KPbISiba. X MO3MLUMA M PacCTOAHUS
Mexxay HUMKM NMOMOTratoT MCCnegoBaTh reHeTUuYecKume
B3aMMoOemncTBMna N 3PPeKTUBHOCTb KPOCCUHIOBEPa.




MonekynapHaa ocCHOBa reHa M XPOMOCOMDb

[eH COCTOUT U3 NIMHENHOW
NnocnenoBaTesiIbHOCTUM HYKNEeOTUOOB
HHK, KogmpyroLWmX CTPYKTYRY U
DYHKLU MO BENKOB, onpenenaoLLmx
NPW3HAKM OpraHmM3Ma U rnpoLieccobl
perynaummn,

X[POMOCOMbI BK/TIOUAIOT COTHU U ThiCAYMN
reHOB HapaOy C PerynaTopHbIMU
aeMeHTaMm, obecnevymBag KOMMNAKTHYIO
N OPraHN30BaHHYIO YMNaKOBKY
HacneacTBEHHOro Martepumana.

CTpyKTypHaa opraHmsauna JHK m
6enKoB BTArMBaeT Noc1enoBaTeIbHOCTb
B HAOEXXHYIO POPMY, UTO KPUTUYHO OJ14
CTabunbHOM Nepegadm MHbopMaLnm
MNEW KNETOYHOM aeNeHunn.
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BIVAHME MyTauMM Ha Hac1eOCcTBEHHOCTb

MyTaumnm — MaMeHeHna B nocnegoBateibHoCcTK HK mnnm
CTPYKTYpE XPOMOCOM, KOTOPble MOIMNyT BO3HUMKaTb CMOHTAHHO
NN Nod BO3OENCTBNEM PAKTOPOB Cpeabl.

XpOMOCOMHbIe MYyTauWn, HaripmMmep gejieudnint Nim
TPaAHC/TOKauUMH, HaCToO NMpPpmMBOOAT K CePbe3HbIM
HacleaCcrBeHHbIM 3a60ﬂeBaHV]¢IM, BKJ/1lOYaa CMHOpPOM [layHa.

ToyeyHble MYTaun BJIMAKOT Ha OTOEJIbHblE HYK/T€OTUObl,
Bbl3blBasd M3MEeHEeHUA OenkoB N, MHOIOa, dDeHOTl/II_Ia OopraHmM3Ma.

MyTaumm UrpatoT Posb B 3BOOLMK, CNOCOOCTBYA
reHeTn4eCcKom BapmabenbHOCTM M aganTau i BUOOB K
OKpPY>KatoLLeEW cpeae.
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[eHeTVKa YyenoBeKa N HacneacTBeHHble 6o/e3HU

CnHAapoM [layHa: XpOMOCOMHa4
aHoOMasnm4

CuvHapoM [layHa Bbi3BaH TPMCOMMEM Mo 21-1
XPOMOCOME, YTO MPUBOAOUNT K XapaKTEPHbIM
BHELHMM N YMCTBEHHbIM OCOOEHHOCTAM.
PaHHAa OMAarHOCTUKaA Mo3BOIFET
M1aHMPOBATb COMPOBOXAEHWE MALMNEHTOB U
YNYULLIATb KQUYeCTBO XU3HMW.

femModmnnma n HacnegoBaHMe no X-
XpoMocoMe

[eMOPUNING BO3HMKAET N3-3a MyTaL M B
reHax, PacronoXeHHbIX Ha X-XpOMOCOME,
Bbl3blBag HapyLUEHMNE CBEPTbIBAEMOCTU
KPOBW. [eHETNYECKMM aHann3 NoMoraeT
BbIABNATb HOCUTENEWM M MPOBOAUTDL
KOHCYNbTUPOBaHME CeEMeN.




COBpeMeHHbIe MeTOObl MCCJ1eaOBaHNA XPOMOCOM

KapnoTunmpoBaHMe No3BOSIAEeT BU3Yann3npoBaTh U

aHaTN3NPOBaTb KOSIMYECTBO, POPMY M CTRYKTYPY XPOMOCOM VY
opraHMamMa nNpu NOMoOLLM MUKPOCKONa.

CekBeHMpoBaHuMe HK npenoctaBngeT MNOMHbIN
HYK1eOTUOHbIM COCTaB FrEHOMOB, UTO CMOCOOCTBYET
OVNAarHOCTUKe HacneaCTBEHHbIX 3aboneBaHnNM U
mccnegoBaHMIo PYHKLIMIM MrEHOB.

MeTon FISH npuMeHaeT pnyopecuUeHTHbIe 30HObl O/19 TOYHOro

ornpeneneHmnsa nokanmnl3aumm reHoB UIN XPOMOCOMHbIX
aHOManmMm B KJ1eTKax.
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CxeMa npoLiecca nepenadym HacneacTBeHHoOM MHPopMaL N

STanbl POPMUNPOBAHNA HOBOIO OpraHmM3Ma Ha OCHOBE reHeTUYeCKOro MaTepmana poantenemn

. O6pas3oBaHue O6pa3oBaHue
[[ameToreHes Mewno3s OnnopoTtBopeHune
rameTt 3UroThl

Pa3Butue
opraHusma
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3Ha4YeHMe XPOMOCOMHOW TEOPUIM HAaCNeOCTBEHHOCTU

Teopuna 06bACHAET 3aKOHYEHHYIO CTPYKTYPRY M MEXaHU3Mbl O60CHOBaHWE XPOMOCOMHOTIO JTOKYCa reHOB NMOMOI/10 MOHATb
HacegoBaHWA FrEHETUYECKMX MPU3HAKOB, CBA3bIBada UX C NPUYNHbBI FTEHETUYECKMX 3aboNeBaHNI 1 pa3paboTaTb MeTob!
PU3NYECKUMU XPOMOCOMaMMU., OVNArHOCTUKKM U MPODPUTAKTUKM.

OHa cTana oyHOaMeHTOM Ona 6MoTeXHONOrMm, reHHOM [MpakTnyecKoe NpMMeHeHMe TeoPnIM NPoaBIa9eTCa B
NHXXEeHEePUM N MeONLIMHCKMX HaMpaBneHnI, BKItoYas CenekLUMOHHOM paboTe, yydlleHnM nopod n 6opbbe ¢
Pa3paboTKy reHHOM Tepanuu. HacneacTBeHHbIMW MaTONTIOrMAMM.,







