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HacnegoBaHUA

—

—
—-— - —

OCHOBbI HaCeACTBEHHOCTU: POJIb XPOMOCOM U FEHHbIX
3aKOHOMEPHOCTEN B Npupoae.
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cTopnyecknm KOHTEKCT
Pa3BUTUA FEHETUKU

01

B XIX Beke 3ano)eHbl OCHOBbI HacneacTBeHHOCTU: MeHaenb
onmcan KnroyeBble 3akoHbl. OgHOBpPEMEHHO BbINK

0OHapY>XeHb! KNETOUYHOE AP0 U XPOMOCOMbI —
MaTepuasibHble HOCUTENN FrEHETUYECKOM MHPOPMALIMK, UTO

cTano GpyHAaMeHTOM XPOMOCOMHOM TEOPUMN.




OTKpbITUA [peropa MeHaens B
HacneaCcTBEHHOCTH

3aKOH AOMUHUNPOBaHNSA

MeHaenb nokasan, YTo Mpu CKpeLLMBaHUM YUCTbIX JIMHUA Y
MOTOMCTBA NPOSABNAETCA AOMUHAHTHbBIV MPU3HAK,
NoAaBNAOLLMIA PeLeCCUBHBIA. 3TO OTKPbITUE OGBbACHWIIO
CKPbITOE MPOXOXAEHNE FEHOB.

3aKOH pacLuenneHns

Bo BTOPOM MOKOSIEHUN NPOUCXOOMUT pacLLenieHme
NPWU3HaKOB B COOTHOLLEHUN NpubnnsuTensHo 3:1, UTo
NOATBEPXXAAeT OUCKPETHOCTb MeHHbIX GpaKTOPOB W NX
He3aBNUCUMOCTb NPKU HacneaoBaHUN.

KonnyecTBeHHas pernctpaums npn3Hakos

[1na ropoxa MeHaenb TWwaTtenbHO NoacyMTbiBan NosBAeHNe
npu3HakoB: 6022 rnagknx n 2001 MOPLLMHUCTOE CEMS, YTO
NOATBEPXKAAET CTaTUCTUYECKYHO NPUPOAY HaceACTBEHHbIX
3aKOHOMEPHOCTEN.




CTpyKTYpa 1 GYHKLMM XPOMOCOM

01

Xpomocombl coctoaTt 13 [HK,
yrnakoBaHHOW C 6enkaMu-rucToHamu onsg
KOMMaKTHOrO XpaHeHWA reHeTU4eCcKom
NHPOPMaLINK B AAPE KNETKN.

02

B HOpMe y YenoBeka B COMaTUYECKUX
KreTkax 46 XpoMOCOM, 06pa3yHoLLMX
annnonaHbIn Habop, a B MonoBbIX — 23,
NpeacTaBNAoLWMX rannougHbIn Habop.

03

KntoueBbIMU 3/1eEMEHTaMM XPOMOCOMb
ABNAOTCA TENMOMEPbI, 0becneymBaroLLme
CTabUNbHOCTb KOHLIOB, U LIEHTPOMEp3,
UrparoLLas posb Npu AENeHUN KNETKN.

04

[1neun xpoMoCcoMbl (KOPOTKOe 1
O7IMHHOE) onpeaenstoT eé€ GopMmy, YTo
BaXKHO 415 NPaBUbHOro pacnpeneneHns
FeHOB N HacNeACTBEHHbIX MPU3HAKOB.




LInknbl oeneHnsa KneTok: MUTO3 U
MENO3

01

MuTO3 0becrneumBaeT TOYHOE KOMMPOoBaHMe
KNIETOYHOro Habopa C COXPaHEHMEM YMCTIa XPOMOCOM,
CMOCcOBCTBYS POCTY U BOCCTaHOBEHWUIO TKaHeN
opraHmsma.

02

Melno3 yMeHbLLIAET KOIMYECTBO XPOMOCOM BINOSIOBUHY,
dopMmnpya nHamBmayasnbHble raMeTbl C
pasHo0bpa3HbIM HAbOPOM FreHOB AJ15 NOSI0BOro
Pa3MHOXEHUSA.




OCHOBHbI€ pa3nnumns MUTO3a U MEN03a

CpaBHeHWe MUTO3a U Meio3a

50
40
0 MWTO3 NoaaepXX1BaET reHETUYECKYIO
CTabUNbHOCTb, @ MENO3 CNOCODCTBYET
20 reHeTUYECKOW BapuaTUBHOCTU.
Pasnnumsa B feneHnaxX 1 Yicie XpOMOCOM
10 W = obecrneynBatoT pasHble brosnornyeckme GyHKLMm
— POCT 1 Pa3sMHOXEHME.
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3akpenneHne MPUHLMNOB XPOMOCOMHOW
TeopuKn HacnegoBaHUS

0} 02 03
[eHbl PacmnooXeHbl JIMHENHO BAO/b XPOMOCOM, XpOMOCOMbI HAacNeayroTCs Kak eauHble N3MeHeHMs B CTPYKTYPE XPOMOCOM BbI3bIBaOT
YTO OObSCHSET 3aKOHOMEPHOCTb X HacneAoBaHNs  CTPYKTYPbI, YTO MOATBEPXAAET nepeasady NosiB/IEHNE HOBbIX KOMOWHALWIA NPU3HAKOB U

N BO3MOXXHOCTb O6pa3OBaHI/IFI cuerJieHHbIX rpynmri. KOMIJ1IEKCOB N'eHoB OT pO,EI,I/ITGJ'IGI?I K MOTOMKaM. cny>Xat NICTOYHNKOM reHeETUYECKON N3MEHUYMBOCTH.




[loTOK HacneaCcTBEHHOU MHPOPMaLUN B KNETKaX

Menos u ons1oaoTBopeHne Kak Kjiko4eBble 3Tarllbl Nnepeaaydn reHoB

Pa3spgeneHune dopmupoBaHue
FOMOJIOTUYHbIX rameT C

XPOMOCOM raniongHbimM

npu Menose HabopoMm

XpPOMOCOMbI C

reHamMmu B
KneTke

OnnogoTBOpeHUe
N obpasoBaHne
3UroThl

[MToTOMKM C
HOBbIM
reHeTUYEeCKUM
HabopoM




JKCnepuMeHTbl ToMmaca MopraHa
C Apo3soopunoun K

MopraH Bblbpan Apo30puiy 3a KOPOTKUIA LMK U \
BbIpaXXeHHbIE NMPU3HaKKM, YTO NO3BOSINIIO JIErKO \
OTCNEXMBATb HacNeoBaHWe reHOB Ha XPOMOCOMaX. \

B onbITax OH 0BHAPY>XWs CLENIEHHOE HaceoBaHue, \
rJe reHbl Ha OHOM XPOMOCOME NEPEeaaoTCs BMECTE, C \
PeOKUM HapyLLeHeM barogapst KPOCCUHIOBEPY. \




[pn3Hakm apo3odunbl N HacnegoBaHMe

Tabnmua coaep>knT NpusHaku Apo30pusbl C MpusHak JNokanusauus reHa Tun cuenneHus CooTHolueHue, %
YKa3aHUeM XPOMOCOM, TUINa CLUETJIEHUA U

COOTHOLUEeHNA AOMUHAHTHBIX U peleCCUBHbIX (])OpM. LiBeT rnas X-XpomMocoma CuenneHHoe KpacHble 75 [ benble 25
KoHLUEeHTpauna NprsHakoB B Npeaenax ogHou dopma Kpbl/ibeB BTopas xpomocoma Cnaboe cuenneHve O6bluHble 68 /| MUHM-KPbIbA 32
XPOMOCOMbI NoATBEPXAAET CLENIeHHOE

HacneLoBaHVe reHoB. [lnvHa Tena YeTBEpPTan XpoMocoMa HesaBucunmoe OnnHHble 50 / KopoTkne 50

Pabotbl T.X. MopraHa, 19101915 rr.
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PacLienneHue u KPOCCUHIOBEP

01

KpoccuHroeep — 310 npoLecc obMeHa yyYacTkamm
MeXXay roMosiorMyHbIMMN XpomMocomMami B rnpogase |
Meno3a. OH HapyLUaeT NOJIHOE CLENSIEHNE MeHOB, YTO
NPUBOAUT K MOABIEHNO PEKOMOUHAHTHBIX MPU3HAKOB Y
NOTOMCTBA.

02

ITOT MeXaHM3M CroCOBCTBYET YBENMNYEHWIO
reHeTUYeCcKoro pasHoobpasna B NOMyALMA 33 CHET
HOBbIX KOMBWHaLMIN MPU3HAKOB. B onbiTax ¢ apo3oduion
Habko4anm HOBble COYETaHUSA OKPACKX rnas v GpopMbl
KpbI/beB, MOATBEPXKAAOLLNE ABEHNE KPOCCUHIoBepa.
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3aKOH cLUenIeHnsa 1 ero NCKro4YeHnsa

01

[eHbl, PaCrosIoyKEHHbIE Ha OHOW XPOMOCOME, OBbIYHO
HacneayTCs COBMECTHO, UTO HasbIBAaETCS CLEMIEHNEM. STO
OBbSACHAET Nepegady rpynn npU3HakoB Kak eamMHOro 610Ka npu

HacleaoBaHUN.

02

KpoccuHroBep BbI3bIiBaET HapyLLEHME CLIeneHns, 0bpasys
PEKOMOWHAHTHbIE raMeTbl. BEpOATHOCTb TaKUX UCKITKOUYEHUI
3aBUCUT OT PACCTOSIHUA MeX Y reHaMu: YeM Janblle reHbl, TeM

BbiLLUE LLIaHC UX pPa3gesieHns.

03

CBA3b YacToThl KPOCCUHIOBEPa C NreHeETNYECKUM PaCCTOAHNEM
NCMNOJIb3YETCA AJ1A NOCTPOEHNA N'EHHbBIX KapT, NO3BOJTAOLLIX TOYHO

JIOKaJIN30BaTb Pacriosio>xxeHme reHoB Ha XpoMOCOMax.
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[MPOLEHT KPOCCMHIoBepa Mexay reHamm gpo3odusbl

NMapareHos

PaccTosiHne, MopraHugbl

% KPOCCUHroBepa

Benble rnasa / MnHu-KpbIba

17

17%

Cepas okpacka / 3orHyTble Kpbliba

9%

KpacHble rnasa / KopoTkue Kpblibsi

22

22%

[1aHHble N3 KNacCUYeCKMX reHeTUYeCKMX nccneaosaHuin Tomaca MopraHa

B Tabnuue npuBeaeHbl NPUMepPbI NMPOLIEHTOB
PEKOMOVHALIMN N FEHETUYECKOE PacCTosIHME A1s
Map XapaKTepPHbIX rEHOB Ap030pUIbI,
WNIMKOCTPUPYHOLLME B3aUMOCBS3b MEX Y
PACCTOSIHMEM W YaCTOTOM KPOCCUHIoBEpa.

POCT reHeTn4YeCKOoro paccToaHna Mexay reHamm
NpmMBOOUT K YBEJTMHEHUIO HYaCTOTbl KPOCCUHIOBEPQa,
YTO noAarBep>XXAa€T 3aBUCUMOCTb peKOM6I/IHaLI,I/II/I

OT JIMHENHOTO PaCloJ10>KEHUA NEHOB.
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[ @HHble KapTbl XPOMOCOM

OTKprTI/Ie cuenieHnd reHoB

YUéHble BbISBUMN, YTO HEeKOTOpPbIE NeHbl
HacegyroTcqa COBMECTHO, YTO NMo3BOJINII0
NOHATb HEOBXOANMOCTb KapTnNpoBaHUA UX
[PacCrnosioXXeHu4.

[loCcTpoeHne NepBon reHeTUYECKON
KapTbl

Tomac MopraH v ero Konnerun Hadanm
CO34aBaTb CXeMy JloKanmsaunm reHoB Ha X-
XpOMOCOMe Ap030¢pusibl Ha OCHOBE AaHHbIX
KPpOCCUHIoBepa.

YTOo4HeHVe KapT “ 0o6aBieHne HoBbIX
reHoB

MeToguka ynydllanacb, yBenmymBanach
TOYHOCTb U KOJINYECTBO Oﬂpeﬂ,eﬂéHHbIX
JTOKYCOB, YTO pacLUMpAnio ¢yHKLUMOHaNbHoe
NMOHNMaHune reHeTunKN.

an/IMeHeHI/Ie reHeTUN4eCKX KapT

[eHHble KapTbl UCNOMbL3YHOTCA AN1A
MNPOrHo3npoBaHNA HaciegoBaHNA
NPU3HaKoB 1 B NMPUKIagHbIX reHETNYECKNX
nccnegoBaHUAX, BKKOYaad ceriekKyno U
MeanunHblI.
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CoBpeMeHHble MeTodbl N3yYeHUs
XPOMOCOM

KapuotunmpoBaHne — aHanums
XPOMOCOMHOIo Habopa

MeTo/, KapUoTUNMMPOBaHMS NMO3BONSET
NccnepoBaTh KOMMYECTBO U CTPYKTYPY XPOMOCOM
KneTok. OH BbISIBNAET KPYMHbIE XPOMOCOMHbIE
aHOManMM 1 BakeH A1 ANarHOCTUKM
HacneACTBEHHbIX 3a60/1eBaHNI.

dnyopecueHTHasa rmbpmansauus in situ (FISH)

FISH gaeT BO3BMOXXHOCTb BM3yanm3npoBaTh
KOHKPETHbIe reHbl nnu ydactkm [IHK Ha
XPOMOCOMaX C MOMOLLbIO GJIyOpPECLEHTHbIX
METOK, BbIABNAA JTOKaANN3aLUMO U MEPECTPOUKU
reHeTnYecKoro MaTtepuana.

CekBeHupoBaHne [JHK — geTtanbHbIV aHanus
reHoma

COBpeMeHHbIe TEXHOJ10I' NN CEKBEHNPOBaAHUA
NO3BOJIAOT orpeaesidrb TOYHYHO
nocnenoBaTtes/ibHOCTb HYKNEOTNA0B, BbIABATb
MYyTauun 1 Bapnaunin, 4To KPUTUHECKU Ba>KHO AJ1A
nccnegoBaHum m HepCOHaﬂM3MpOBaHHOVI
MeaNLUUHDbI.
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MyTaLI,I/II/I KaK NCTOYHUK NSMEHYMNBOCTHI \
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MyTauum — aTo cTaburbHble HacneayeMble U3MEHEHUSA B
CcTpykType OHK, BKNo4asa TOUKOBbIE U3MEHEHWS, @ TaKXKe KPpYrHble
XPOMOCOMHbIE NMepecTporkn. OHM obecrneymBaroT reHETUYECKOE
pasHoobpasue.

Cpean MyTaLuWi BbiOENstoT TOYKOBbIe, Aeneuun, oynankaumm,
VHBEPCUM N TpaHCcnoKaLumuy. Kaxaas 13 HAUX BNMAeT Ha GYHKLMO
reHOB N MOYKET U3MEHUTb MPU3HaKN opraHmMsMa.

03

MyTauum cny>ar OBUXKYLLEN CUITOU 3BOSTKOLIMM, HO TakKXe Moryt =TT
NpPUBOAUTb K HACNeACTBEHHbIM 3ab01EBAHUAM, HAaNPUMEP, = TS
CepnoBUAHOKNETOYHOW aHEMUN NN cuHApPOoMY [layHa. <
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XPOMOCOMHbIe 3a601eBaHUA Y YenoBekKa

01

CuHapom HayHa (Tprcomus 21) obycnoBnieH Hannynmem gornoHUTENbHON
21-1 XpOMOCOMbI; BCTpeyaeTcs ¢ Yactoton 1:700. [NposasnseTcs
YMCTBEHHOW OTCTaNOCTbIO U XapaKTepHbIMW YepTaMun nnLa.

02

CuHapom KnanHoenstepa (47,XXY) BO3HUKAET Y MY>XXUNH C
LOMOSTHUTENIBHOW X-XPOMOCOMOW; XapaKTepmn3yeTcs CHUXEHHOM
GepTUNBHOCTBHO, YXEHOMOLOOHbLIM TENTOCNOXEHNEM N BICOKUM POCTOM.

03

CuHapom LepelueBckoro-TepHepa (45,X0) — oTcyTCTBME OQHOW NOSTOBOU
XPOMOCOMbI Y YXEHLLWH, BbI3bIBAET HN3KUIN POCT U HapyLLEHME Pa3BUTUA

MOJ10BbIX OPraHoOB.

04

9TW NaTosiormn O6yCJ'IOBJ'IeHbI HapyLweHnAMU YAC1a U CTPYKTYPbI
XPOMOCOM, YTO noareep>xXgaetT BaXXHOCTb TOYHOIoO KOHTPOJIA

XPOMOCOMHOro Habopa 411 HopMarnbHOro PasBUTKS.
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“HacToTa XPOMOCOMHbIX aHOMasIMn Yy

HOBOPOXXAEHHbIX

Tpucomum

MuHUCTEPCTBO 34paBooxpaHeHns PO, 2023

MoHocomMKnKn

CTPYKTYpPHbIE NEPECTPOIIKM

[lo gaHHbIM MunH3apaea PO, cnHgpom [layHa
BCTpeyvaeTca npumepHo y 113 700
HOBOPOXXAEHHbIX, MOATBEPXKAaA BaXXHOCTb
XPOMOCOMHbIX UCCNeLoBaHNIA.

TprcoMunm CoCTaBNSOT HAUBONbLLUNIA MPOLLEHT
XPOMOCOMHbIX aHOMaJINIA, YTO FOBOPUT O
3HAYUTESIbHOW PO HEMPAaBUITBHOMO
pacnpeaeneHns XpoMoCOoM B MaToNOrnn.
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3Ha4yeHne XPOMOCOMHOWU TeopU
HacnegoBaHWA Ana buonorun

01

Teopunsi XPOMOCOMHOro HacniegoBaHus
cTana ¢pyHOaMEHTOM AS19 MOEKYTAPHOMN
FeHeTUKW, OOBACHAA MeXaHN3M rnepegadn
CNOXHbIX NPU3HAKOB U HAacNeaCTBEHHbIX
3aboneBaHui.

02

OHa no3BonseT KOMIMbOTEPHbIM U
SKCMNepmMeHTasibHbiIM MeTOdaM
adHaJlIM3npPoBaTb HACNEOCTBO Ha YPOBHE
reHoB, YTO OTKPbIBaET HOBbIE NMoaxodbl K
NeyvyeHno N NPoPUNaKTUKE.

03

B brnoTtexHonornm Teopunsa NCnosb3yeTca
018 pa3paboTKM CeNEKLUMOHHbIX NTMHUA
PACTEHUN U XXMBOTHbIX C HY>XHbIMI
CBOWCTBaMMU, a Tak>XXe ansi co3aanmsa [ MO.

04

B MeguuyHe Teopusa noMoraeT
NepCcoHann3npoBaTh SieYeHune,
NCNonb3ys reHeTUYECKNE MapKepbl s
bosiee TOYHOW ANAarHOCTUKU U
NPOrHO3MPOBaHNA Pas3BUTUS
3ab01eBaHUN.
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3aKJro4eHMe: Kno4veBasda posb
XPOMOCOMHOW Teopun HacneaoBaHUA

XpOMOCOMHas TEOpUS HacNea0BaHNs PacKpbIBaeT CyTb Nepegayn
reHeTn4YecKomn MHGopMaLK, CBSA3bIBAET MOJIEKYNSPHbIE
CTPYKTYpPbI C PEHOTUMNYECKUMM NMPU3HAKaAMK 1 HanpaBnseT
Pas3BUTNE MEONLINHBI 1 BUOTEXHOOTUIA.



