XpOMOCOMBI: CTPOEHUue n
poO/iIb B HAC/1eACTBeHHOCTU

XpPOMOCOMbI XPaHAT, MepenatoT U peanmsyoT

HacneacTBEHHYO MHPOPMaLUUMIO, cBA3biBada [HK ¢
oenKamMu.




NoyemMy TemMa XxpoMOCOM BA)XKHA
B LLUKOJ/IbHOM Kypce 6u1osiormm

XPpOMOCOMbI obecrneymBatoT Nnepegady
MPW3HAKOB OT poaMTENEN K MOTOMKaM U
Y4YaCTBYIOT B POPMUPOBaHMK Moa. Y YenoBeKa B
COMATUUHECKUMX KIeTKax 46 XpOMOCOM, a B
MNON1OBbIX — 23. HapyLlleHNa X Yncna nnm
CTPOEHNA CBA3aHbl C HAaceaCTBEHHbIMM
3aboneBaHUAMN.




XNMUYeCKUUN CoOCTaB XpPOMOCOMDI

OcCHOBY XpoOMocoMbI cocTaBngeT JJHK
— MOJIEKY/A, B KOTOPOWU
«3aWMdPpoBaHbl» reHbl. UMeHHO
NocnenoBaTe/iIbHOCTb HYKNEOTUO OB
ornpenensaeT, Kakme 6enKmn cMoryT
CUHTE3MPOBATbCA M KaK byaeT
PaboTaTb KNETKA.
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IHHK nocTpoeHa U3 HyK/1eoTUOOoB C
a30TUCTbIMW OCHOBAHMNAMM. adEHNHOM,
TUMUHOM, TYaHMHOM U LLIMTO3UHOM. MX
coyeTaHme obpasyeT reHeTUYEeCKMM
«TEKCT», KOTOPbIN CHUTbIBAETCA MNpn
PaboTe KNETOYHbIX MPOLLECCOB.

B xpomMmocome [1HK cBa3aHa ¢ 6enkaMu:
rTMCTOHaMMN U HETMCTOHOBbLIMMU
6enkamMmum. OHM MOMOratoT yrNakoBaTb
HHK, 3alUMLLaoT ee U peryanpytoT
OOCTYMNMHOCTb reHOB O/19 CHUTbIBAHUA.
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YpoBHU ynakoBku [JHK B XxpoMocoMy

OT ABOMUHOUN CriNpan K HyK/1eoCoMam

[NHK B KNeTKe He NeXXuT cBobogHO: OHa
nocnenoBaTelbHO yrMaKoBbiBaeTca. CHadana
dopMumpyeTCca ABOMHAA CrMparb, @ 3aTeéM OHa
HaMaTblBaeTCa Ha 6ENKN-TMCTOHbI, 06pPa3ys
HYK/T€O0COMbl — 6a30Bble «yMaKOBOYHbIE eANHUNLLbI».

OT XpOMATUHOBON HUTU K METAPA3HOM
XpoMocomMe

HyKkneocoMbl COBUPatOTCa B 6oee MPOoTIXEHHYIO
CTPYKTYPY — XPOMaTUHOBYIO HUTb. [lanee oHa
yropagodmMBaeTca B MeTnv U eLwé 6oee nioTHble GopMbil,
KOTOpble B Mepuoa aeneHuna gatoT MeTadasHyo XPOMOCOMY.
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Poct komnakTtHocTu AHK npu
yrnaKoBKe

[1o Mepe ynnoTHeHUA reHeTU4YeCKnNm
MaTepWnasl CTaHOBUTCH MeHee OOCTYIHbIM OJ1H
CIDepMeHTOB CHNTbIBaAHWNH, MNO3TOMY

dKTUBHOCTb TreHOB CHWM>XXaETCH.

JIMHeMHaa CBA3b Mexxay YPOBHEM YMNaKOBKU
N 0OCTynHoOCTbo [IHK mMokasbiBaeT
KOMIMPOMMCC: 3allMTa BaXKHa, HO reHam
HY>XXeH OOCTYMn K Monekyne.

CxeMa MoCTpoeHa Ha y4ebHOoM Normke atanoB ynakoBkM OHK; 3HaueHMda Ha ocn Y —
YCNOBHbIE MOPAOKOBbIE (HE SKCMEPUMEHTANIbHbIE U3MEPEHMS).




SQYXPOMATUH U reTepoOXpPOMATUH

y = 4

dyXpOMAaTUH: «pabouune»
Y4YaCTKU

2yXpoMaTuH — MeHee nJ1IoTHas
dopMa XpoMaTmHa, rae reHbl Yaule
aKTMBHbI. OH NpeobnanaeT B
30HaX, CBA3aHHbIX C CMHTE30M
PHK, noaToMy TpaHCKpUMLuma
NOeT MHTEHCUBHeEE.

feTepoxpoMaTUH:
«yNMaKoBaHHbIE» YYaCTKMU

[eTepOoXpOMaTMH YMNaKoBaH
NoTHEEe M OBbIYHO COAEPXKUT
MeHbLLUEe aKTUBHbIX reHOB. Takad
opraHM3auma CHMaeT
OocTtynHocTb IHK 1 noMmoraer
noagepP»XXmMBaTb CTabUNBbHOCTb
XPOMOCOM B KJ1ETKE.




CrpoeHune meTadpasHOmU XpOMOCOMDbI / ‘

B MeTadaze XxpoMocoMa XOPOLLO pasfinymmMa u
COCTOUT U3 OBYX CECTPUHCKUX XpomMaTung,. OHU
coeUVHEHbI LleHTPOMEPOKW, KoTopasa Urpaet
KTIOYEBYIO POJb B pacrnpeneneHmm XpoMOCOM MNpwu
OeneHnm KNeTku.

Y KayXO0M XPOMOCOMbI BblOENAOT KOPOTKOE Miiedyo
P 1 ONIMHHOE NneYo g. Takaga pa3MeTka yaobHa ong
onncaHma GopMbl U CpaBHEHMA XPOMOCOM MPwu
COCTaB1E€HMMN KapMoTMMa U MOUCKE N3MEHEHUN.

gy /¥ /

Ha KOHLLaX XpPOMOCOMbl HaxoOaTCA Te/IlOMePbl. 2T
y4yacTKM 3awmatoT AHK oT noBpexaeHnim m
notepu ¢parMeHTOB, MOMOrasd COXpPaHUTb
LLETOCTHOCTb reHETUYECKOW MHPOPMALIMK MpU
MHOIOKPATHbIX KITETOYHbIX LIMKMNaX.

KoMBMHaLMa LeHTPOMEPbI, TeToMep U nney

nenaet MetadasHYy XPOMOCOMY «yO0OHbIM
OObEKTOM» A9 AMArHOCTUKU. [TO3TOMY MMEHHO Ha

3TOM 3Tane 4yalle BCero aHain3mpyroT CTPYKTYPb! B
YYEBHbIX U KITMHUYECKMX paboTax.



Tnnbl XPOMOCOM IO MNMOJIO)KEHUIO
LHeHTpoMepbI

CooTHoLleHUe nney
Tun XpoMocoMmbl NMono)xeHue ueHTpoMepbl
(npumep)
[MonoyeHue LeHTpoMepbl onpeaenseT dopmy
XPOMOCOMbI: COOTHOLLEHME Mfiey MeHdaeTCd, a 3HaYuT, LleHTpoMepa MpUMepHO
MEHAETCA N BHELLHWIM BUO NMPW aHanmM3se KapuoTtuna. MeTalieHTpuyeckad nocepenmnHe Mneyn 6nmskm No anviHe
DopPMa XPOMOCOMbI HAMPSIMYIO CBA3aHa C CyBMeTaLeHTpUIECKaS LleHTpoMepa bnunke K OOHO M1IeYo 3aMeTHO
NONOXEHUMEM LLleHTPOMEepPbl; 3TO MOMOraeT y3HaBaTb CEPEAVHE, HO CMELLIEHA KOpOHE
XPOMOCOMbI MPW COCTaBIEHUW KapUoTuna.
LI,eHTpOMepa CUJTbHO ,DJ'WIHHOG rnmaeyo
AKpoLeHTpunyecKas
cMelleHa K KOHLY 3HaYMTENbHO BONbLUE

LLIKONbHbBIN KypC 61onornm (KnaccmdmkaLma no nosioXKeHMo LeHTpoMepbl).
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KapumnoTmn BKNOYaeT 22 Napbl ayTOCOM M OOHY
Mnapy NOMOBbIX XPOMOCOM. KapMnoTUnmnpoBaHmMe

MO3BONAET ONpenenmTb YNCTO M GOpPMY

XPOMOCOM U BbIIBUTb BO3MOXHbIE MEPECTPONKN

00 MNOoABEHUNS BblpaXXeHHbIX MPM3HAKOB.

Takou HaA60p oTpaXkaert
MOJ/IHbIA KOMIIJIEKT

HacnengcreeHHou
MHPopmMaLunu ans
COMATUNYECKUNX KI/TETOK.

LLIKOMbHbBIN KYPC 6MOMOrMm (reHeTMKa YenoBeKa, KapuoTUnmpoBaHme).




dunnovugHbin v ranJiongHbIu
Ha60p XPOMOCOM Yy YesioBeKd

CMbIC/T 23-X XPOMOCOM B raMeTax —

COXPAHEHNE MCXOOHOTO HWCAa NMPK - [OvnnoupHblii HaBop coMaTUYECKUX KNETOK (46)
OMNMOLOTBOPEHMM: ABa ranoMaHbIX Habopa

06beaUNHAOTCA B OOMH OAMNMNNTOMAOHbIN. - | FannowgHblii Ha6op ramet (23)

JduvarpaMmMa nogyepKMBaET: pa3inyme Mexkaoy
OVNNNOUOHbBbIM U ranonaHbiM HabopamMm
HeobxoOMMO a9 CTabUNbHOCTU
HacnencTBeHHoM MHdopMaLMmM B
MOKOJTEeHUSX.




MyTb OT reHa K NpU3HAKYy /
dHK B XxpomMocoMe CoOAePXKUT reHbl; X CYUTbIBAHME 3AryCcKaeT cCMHTe3 PHK 1 6e/1KoOB, KOTOPbIE
ornpenesiaroT pAboTy KIETOK U MPOSBIeHNE MPU3HAKOB. [Tpuy MyTALMAX MEHSETCSH NPOAYKT reHa.
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XpOMOCOMBI Npv MUTO3€

NMpodasa: noaroroBkKa

[Nepen neneHmem AHK
yOBaMBaeTCd, N Kaxkdas
XPOMOCOMa CTaHOBUTCH Mapou
OOMNHAKOBbIX CECTPUMHCKMX
XpomMaTuma.

MeTadasa: BbiIcCTpanBaHue

XpoMaTumabl NpUKpennaTca K
HUTAM BepeTeHa OeneHma m
pacnonaratTca B LIeHTPeE KNeTKM,

YTOObI 3aTEM PA30ONTUCH MOPOBHY.

AHadaza: pasaeneHue

CeCTpUHCKME XpoMaTnabl

PaACXOOATCH K NMPOTUBOTMNOJTOXHDBIM
MOoJ1rOCaM, 6naro,uapq HeMy

dopMUpyeTca OaMHAKOBbLIN

Ha6op reHetTn4eCKoro Mmartepmaria.
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Tenodasa " LUTOKUHES:
nuTor

[Nocne geneHmsa obpa3yroTca ABe
Oo4YepHMe KNeTKM: Kaxkgasa
MoslydaeT NosHbIM Habop
XPOMOCOM, obecneymBadq
reHeTMYeCKy CTabMNbHOCTb.




XpOMOCOMbI rpu Menose

B Melo3e YMcno XpOMOCOM YMeHbLLIaeTca BABoe: AUMIONOHbIA Habop
npeBpaLlaeTca B raryionaHblv. 3TO HYXKHO, YTOObI MpU
OMM04O0TBOPEHUM HAabOoP BOCCTAHOBUSICA U MPU3HaKKM nepenaBaninch
NpPaBUbHO.

B xo4e Meno3a NpouncxoanT KPOCCUHIoBep — 0BMeH y4acTKaM
MeXXaY rOMOJSTOrMYHbIMU XPOMOCOMaMU. Takom obMeH co30aET HOBbIe
coyeTaHUa reHOB M MOBbILLAET BEPOATHOCTb MOABIEHUSA
OT/IMYAIOLLMXCA MOTOMKOB.

He3aBMCMMOe pacxoxaeHne XpOMOCOM Mpu 06pa3oBaHMM raMeT TOXKe
yCUNMBaeT pa3Hoobpasme. OHO cnydYarHbiM 06pa30M pacnpenenaeT
Mnapbl XPOMOCOM, POPMUPYSA Pa3Hble KOMBUHALMK Y FraMeT.

Menos obecneymBaeT Hacne4CTBeHHYO MSMEHYIMBOCTb, HE HapyLUad
MNP 3TOM CaMy naero rnepegaydm rnpm3HakKoB. BJ'IaFO,EI,apﬂ 2TM

npoueccCam Ka>K,EI,bIl;I HOBbIW OpPraHM3M MNMoJsiydaeT HernoBTopmMoe
«coyeTaHmne» reHoOB.



HapyLieHunss 4Yncsiia XxpoMocoM u
CBSI3QHHbI€ CUHOPOMDI

Y ayTOCOMHbIX TPMCOMUM NTNLLHASA
XpOMOCOMa gobaBngeTca K onpenenéHHom
nape, a Npu HapyLUeHUAX NMOOBbIX XPOMOCOM

- OcHOBHbIe XpOMOCOMHbIE CUHAPOMbI 1 KAPMOTUMbI
N3MEHAETCH COCTaB MMEHHO MOJIOBbIX

25
XPOMOCOM.
20
15
ConocTaBrieHMe NoKa3blBaeT ABe rpynnol 10
MPUYUMH: QYyTOCOMHbIE TONCOMUU U
HapyLLeHWa MOMOBbIX XPOMOCOM. 3TO S
MOMOraeT Npu NHTepnpeTaunm KapmnotTmna m 0
BblOOpe ganbHenLwmx obcrnenoBaHMN. N
16?3
oW @aﬂo
Ry
A
\J\‘?“?' ‘&Q’\D
“@0& ‘w\?‘ WO
2\ cO a\%




N3MeHeHUnss CTPOeHNUs XpoOMOCOM

A CTpyKTypHble MNepecTpPoOMKM BO3HUKAKOT,
korga [JHK pa3pbiBaeTcs, a parMeHT
BOCCTaHaBNMBaeTCa HemnpaBW/1bHO. [leneymnga
NPUMBOOUT K MOTepe ydacTKa, AyrninkKauma —
K MOBTOPY, MHBEPCNA — K Pa3BOPOTY y4acTKa
Ha 180 rpanycos.

A7 TpaHcnokauus o3Ha4aeT nepemelleHme
y4aCTKa XpPOMOCOMbI B Apyroe Mecto U/ Ha
OPYryto XPOMOCOMY. TaKme naMeHeHunsa MoryT
HapyLlaTb PaboTy reHOB, M3MeHAS
KOMYECTBO UMM «HamnpaBineHne» nx

CHNTbIBaHWNH.




OCHOBHbI€ YACTU XPOMOCOMbI U UX
PYHKLUNN

dnemeHT CTtpoeHue PyHKLUA
OpHa 13 ABYX KOMuiA XpOMOCOMbI Hecét AHK n obecneunBaeTt nepenavy
Xpomatuga .
TRt Salsaishlit HACNEACTBEHHON MH(opMaLMH TabnuLa NoMoraeT YBUAOETb, YTO XPOMOCOMa — 3TO
YyacTok coegHEHNSA CECTPUHCKMX O6ecneynBaeT NpuKpensieHne K HUTAM BepeTeHa HE TOJ1bKO YTaKOBKa :D-H K: HO 1 CNCTEMaA 3JTEMEHTOB,
HEHTROMEDA | homarna fenenus o6ecrneumBatoLLMX NpaBuibHOe AeneHne 1 3amTy
reHeTUYeCKoOn MHPoPMaLMN.
OpraHusyeT ABMKEHNE XPOMOCOMbI K Nositocam
KnHeTtoxop Komnniekc 6eskoB Ha LieHTpoMepe
KNEeTKU
Pa3Hble YHaACTKWM BbIMOJTHAKOT pPa3Hble 3a0a4n. OOHN
Tenomepa KOHLbI XpOMOCOMBI 3awmwaet JHK oT noBpexaeHuin 1 notepu KOHL0B MOMOratoT XPOMOCOME MPaBUIbHO «pa30l;ITl/ICb»
Aneun b u YyacTtku no o6e CTOPOHbI Copepxar reHbl; No ux popme oueHnBaroT Apyrne 3allimiliatoT KOHLbI N COXPaHAKOT
pua LeHTpOMEpbI 0CO6EHHOCTM XPOMOCOMBI HEeNOCTHOCTDb, TPETbN HECYT NEEHETNHECKYHO

MHPOPMaLUIO.

YYyebHMK 61onornm (LUKOMbHbIM KypC).
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' MeTtoabl ny4yeHus1 XxpoOMOCOM

CBeTOBasg MUKpPOCKONuUS

5

[No3BoNgeT HabNaaTbh XPOMOCOMbI B MpoLecce
OeneHnsa KNeTKM. TOT MoaxXoa NeXXUT B OCHOBe
MHOTIMX LUKOMbHbIX M NabopaTopHbIX paboT, rae
XPOMOCOMbI CPAaBHUBAOT Mo popMe 1 pasMepy.

KapuoTunupoBaHMe n oKpallMBaHue

KapnoTun nony4atoT U3 KIETOK C AeNAaLmnMmncsa
XPOMOCOMaMM U aHANM3UNPYIOT UX Mapbl.
OunddepeHLmanbHble METOAbI OKpPaLLUMBaHMA
MOMOratoT Pa3nmMyaTb XPOMOCOMbI MO PUCYHKY MOSOC.

FISH n MonekynsipHble MeTOoAbl

MonekynapHble TexHonornu, sxkntodaa FISH, gatot
BO3MOXHOCTb HaxXOOAUTb KOHKPETHbIe ydacTkn [JHK 1
BbISBNATb Oa)Xe HebonbLUMe NepecTpomnKM. 1o

MOBbILLAET TOYHOCTb OMArHOCTUKM HaceOCcTBEHHbIX

HapyLUeHNI.



3Ha4YeHue XxpoMOCOMHOMU
AUArHOCTUKUN B MeguULMNHeE

XPOMOCOMHbIN aHanm3 NPUMeEHSaoT Npu 6ecniogumn,
HeBblHaLLMBaAHNKM BEepPeMEHHOCTU, BPOXXAEHHbIX MOPOKaX Pa3BUTUA U
NPW NOOO03PEHUNM Ha HacNeOCTBEHHbIE CUHOPOMbI Y pebeHKa.

Pe3ynbTaTbl KAPUOTUMUPOBAHMA MOMOratoT YTOUHUTb MPUYUNHY
COCTOAHUSA N OLEHUTb PUCK MOBTOPHOIO POXAEHUA PEBEHKA C
XPOMOCOMHbIM HapyLUEHMEM, YTO BaXXHO 019 NM1aHUNPOBaHUA CEMbMU.

COBpeMeHHaS:I MeONUMNHCKad NEeHETUKa NCIoJ1b3yeT aHal1M3 XPOMOCOM
KaK OCHOBY OJ14 OanbHeEMWMX NCccregoBaHMm m BbI60pa TaKTUKN
Ha6mo,ue|—|v|q, NeyvyeHmd U I'IpOCI)l/IJ'IaKTl/IKl/I OCTOXKHEH U,

&/ , //,/



CpaBHeHune ynakosku HK u eée
AOKTUBHOCTU

bonee NnoTHaa ynakoBKa Ny4ylle 3alimuaeT

IOHK, HO 3aTpyaHaeT OoCcTyn pepMeHTOB K 10 OHK (pasBépHyTas/aocTynHas) — TpaHCKpUnLys
reHaM, MO3TOMY CKOPOCTb TPaHCKpUMLUNU
CHUXKaeTcs. | JyxpomaruH — A0CTYNHOCTb reHOB

" MertachasHasn xpoMocoma — 3alimra

ﬂ,marpaMMa MNOKa3blBaeT KOMIMPOMUNCC: KITETKaA KoMnakTHOCTL (YeM Bbillie, TEM MeHbLUEe AOCTYNHOCTb)
<<Bb|6l/lpaeT>> MEXHY COXPaHHOCTBIO I HyBCTBUTE/ILHOCTL K NOBPEeXAeHNAM (YeM Bbille NNOTHOCTb, TEM Bbille 3
reHeTn4eCKOoro Mmatepmasna "
HeobXO0OMMOCTbIO CUUTbIBATb MEeHbl. DTO
obbAcHAET Pa3JTIM4YNA MeXxXly COCTOAHNAMMU
XPOMaTHnNHa.




XpPOMOCOMBI — f13bIK
Hac/1egCrBeHHOCTU

XpOMOCOMbI NPeacTaBNatoT cobom ynakoBaHHyo JHK ¢
6enKaMm: OHM XPaHAT M NepenatoT HAacNeOCTBEHHYIO
MHPopMaLmnto. VX cTpoeHme cBA3aHO C paboTom reHoBs,
neneHmneM KNeTok N reHeTUn4eCKMMmM 3aboneBaHUAMM.
N3yueHne KaproTmna NoMOraeT NOHATb MPUYNHDbI
HapyLweHnM B ONOIormm n MmegmumnHe.




