KneToyHoe a4po0
N XPOMOCOMBbI:
XpPaHeHWe, Nnepenaya
N peanmsaumd
HacneOcTBEHHOU
MHPOPMaLUNIU

Kak a4po XpaHUT, ynaKoBbIBaeT U nepenaeTt reHeTUYeCKyro
MHOPMaLLMIO




Y ViMeHHO B aape cocpepoTtoveHbl HK, reHb
\ N perynatopbl PaboTbl KNETKN. XPOMOCOMb
\ obecrneymBaroT TOYHOE KONMpPOBaHWe
WP 4 M pacnpeneneHne HacneacTBeHHoOM MHopmauuu,
-_— - a X CTPOEHME NOMOraeT NOHATb HacNef0BaHMe
MPU3HAKOB U MPUYNHbI FEHETUYECKNX HAPYLLEHUM.
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[ loyeMy a0P0 N XPOMOCOMbI — OCHOBaA
HacnegCTBEHHOCTU



CTpOEeHMe KNEeTOYHOro aapa

AnepHada obonouka

[BonHag membpaHa
oTOEeNseT a4po

OT uMTOonNa3Mbl U CO3OAET
KOHTPONUPYEMYIO Cpeny
ona xpaHeHua OHK. OHa
COXPaHSET LENOCTHOCTb
reHeTUYEeCKOoro marepuana
n nogaepxkuBaet
YNOpPSA04YEHHYHO
OpraHn3saum XpomMaTuHa.

Kapnonnasma

BHyTpeHHAA cpena agpa
conepxut OHK, 6enku,
(hbepMeHThI

n monekynbl PHK. 3oechb
NPOXOANAT NPOLECCHI,
CBSI3aHHbIE C pennmKaunemn
N TPAHCKPUNLUMEN, NOSITOMY
Kapuonsasma obecrneumBaeT
paboTy HacneaCcTBEHHOIO
MaTepuana.

XpoMaTunH

XpoMaTunH — 3TO KOMMJEKC
OHK c 6enkamu, npexae
BCEro ¢ ructoHamun. B Takom
BUOE FreEHEeTUYECKUI
MaTepuan MOXEeT He TOJIbKO
XPaHUTbCH,

HO U CTAHOBUTbLCA
OOCTYMHbIM

OJ19 CYNTbIBAHUSA
MHopMaLunn.

ADpbIWKO

AQpbIWKO yyacTByeT

B 06pa3oBaHuK
PUBOCOMHbIX CybbeanHuL,

N COOEPHKUT YHACTKM
XPOMOCOM, HECyLLNe reHbl
PPHK. bnarogaps aTomMy OHO
CBA3aHO C CUHTE30M benka

M aKTMBHOW PaboToW KNeTKMu.

OpraHnsauud
HaCNeacTBEHHOMO
mMatepuana

Bce anemMeHTbl aapa OencTByoT
coriacoBaHHO: 0bonouKa
3allMLLAeT COOEpPKNUMOe,
Kapuonsasma cnyxxut pabouen
cpenon, XpOMaTUH XpPaHUT
NHK, a aapbIwKo
obecneumBaeT NOLrOTOBKY
annaparta 6enkoBOro cuHTesa.




doepHaa oboriodka M agepHble Nopbl

[1Be memMbpaHbl

AnepHas obonouka cocTonT
N3 BHYTPEHHEN N HAPYXKHOM
MeMbpaH. Takoe CTpoeHune
nomoraeT N30MpoBaThb
reHeTUYeCKMin matepman

N OOHOBPEMEHHO COXPaHATb
CBA3b S4pa C OCTaNbHbIMU
CTPYKTYpPaMU KNETKMU.

CBa3b c JlC

Hapy»Hass MeMbpaHa sapa
nepexoguT

B 3HO0Ma3MaTUYECKYIO CETb.
9TO NoKasbIBaEeT, YTO A4PO
CBSA3aHO C CMHTe30M, 06paboTkom
N nepeMellleHeM BeLecTB

B KJ1ETKe.

[TopoBble KOMMJIEKChI

AnepHble nopbl 06pa3oBaHbI
KPYMNHbIMY 6ENKOBbIMU
KOMMneKkcamm 1 oencTByoT
Kak nsbuparenbHble «BOpOTa»
MeXay S4POM U LMTOMNIa3Mon,

perynupys obMeH Monekynamu.

YTO NpoXoauT Yyepes nopol

Yepes nopbl BbIXOOAT MONEKYbI
MPHK n pnbocomHble
cybbegmHuLbl, a B 94p0
nocTtynatT 6enkn-perynatopsl
N thepMeHTbl. TaKOoW KOHTPOJb
HeobxoguMm s TouHOoM paboTbl
HacnenCcTBEHHOro annapara.

N36mpaTenbHOCTb 06MeHa

KpynHblie MONeKysbl He MPOXOAAT
cBObOOOHO: TPAHCMNOPT 3aBUCUT
OT pa3Mepa, T1na BelecTea

N KNTETOYHbIX CUTHAN0B. 3TO
3amuLaeT a4po OT CNyYamHbIX
HapyweHunn n obecneunBaet
TOUHYIO pPerynsauuto.




XpOMaTUH KaK pabodaa popma JHK B MHTEpPase

U] 02 03 U4

Komnnekc OHK v benkos Pbixnoe coctogaHue JyxpomMaTuH [Mbkas perynaumns reHos
B UHTeppase N reTepoxpomMaTuH

XpOMaTVIH006p83OBaH PasHas cteneHb ynakoBku LHK

Monekynon [IHK n benkamu, B nHTephase xpoMaTuH MeHee JyxpoMaTuH ynakosaH cnabee NO3BONAET OAHOW Y TOM e

npexae Bcero rucCToHamu. Takoe CNUPanU30BaH, YeM 1 OBbIUHO CBS3aH C AKTUBHOL KNeTKe XPaHUTb OFPOMHbIN

coyeTaHMe no3BondeT B ,D.eﬂﬂLU.eMCQ KeTke. 3T1o TpaHCKpmnumeﬂ. 0OBbEM I/IHCbOpMaLI,I/II/I N IpmaToMm

ynakoBbIBaTb AJIMHHY0 [IHK co30aéT JocTyn hepMeHTam, [eTepoXxpoMaTVH MAoTHee n3brpaTesibHO BKItOYATH

B OrpaHMyeHHOM obbéMe agpa KOTOPbIE CUUTHIBAIOT V Yallle OCTaéTCs MoMyalLmM, YTO HY>XHbl€ reHbl B HY>XHbI/i MOMEHT.

N COXPaHATD HacneacTBEHHYO MH(opMaLUIO MoMoraeT KfieTKe pasgendTb

ee (hyHKLMOHANIbHOCTb. M 3anyckarT cnHTe3s PHK. AKTUBHbIE Y HEAKTUBHbIE
y4acCTKWU reHoma.




YPOBHWM YMNakKoBKM [HK
B XPOMOCOMY

[dnameTp ypoBHS yNnakoBKWU, HM

U=
el _onwan WA ouopAN2

H\"JRHBO Xp oM at mHDBaﬂ

IKoNbHLIN KypC buoNorum; ykasaHHble B TeMe
3HayeHnsa 2 HM, 10 HM n 30 HM.

[1o Mepe ynnoTHeHusa JHK yMeHbLuaeTcs ee annHa
M BO3pacCTaeT CTeNeHb opraHmsaumm
HacneaocTBeHHOro Mmartepuana. Ha ypoBHe
MeTada3bl YNaKoBKa CTAHOBUTCS MaKCMMasibHOW.

[locnegoBaTenibHaa KOMMNakKTU3aLMa genaeT
BO3MOXHbIMU U XpaHeHne OHK, n ee TouHoe
pacnpeneneHue npu geneHnm KneTku.




[eHbl KaK y4acTkn 1HK 1 egmHMUbI HacneaCTBEHHOCTU

[eH

[eH — 3710 yyacTok OHK, Hecywmnmn nHpopmayuto

O CTpoeHun benka nnmn pyHkumMoHanbHomn PHK.

OH 9BN9eTCca OCHOBHOW eAnHNLEN HAaCNeOCTBEHHOCTH
nonpegenseT nepegavy Npu3HaKoB Mexay
NOKONEHUAMMN.

1h

Perynauusa paboTtbl

[locnenoBaTeNbHOCTb reHa BaXKHa, HO He MeHee
3Ha4YMMbl perynatopHble yyacTtku [AHK, cocToaHumne
XpOMaThHA U TPAHCKPUMLMOHHbIE (PaKTopbl. BMecTe oHU
onpenenstoT, Koraa n HAaCKONbKO akTMBHO byneT
paboTaTb reH.

<[>

Annenu

Annenun — 3To pasHble BapuaHTbl OAHOro reHa. OHK
0H6bACHAIOT HaCNeACTBEHHbIE Pa3NUYNA NPU3HAKOB
M MOrYT NO-Pa3HOMY NPOSBNATLCS B OpraHnU3mMe

B 3aBMCKMMOCTM OT COUYETaAHUNSA N Perynsaunm.

(¢

[eHOM

[eHOM — 3TO COBOKYMHOCTb BCEX FEHOB OpPraHM3ma.
OH BKJ/1HOYAET He TONbKO KOAMPYIOLLLME YYaCTKM,

HO M 3HAYMMble PErYNATOPHbIE 3/IEMEHTHI,
obecneumBarolme LENOCTHYO paboTy
HacnenoCcTBeHHOM CUCTEMBI.



OCHOBHbIE YaCTU XPOMOCOMbI N NX PYHKLLNU

KaXkgaq yacTb XPOMOCOMbI UMeeT
COOCTBEHHOE CTPOEHME M PONb

B COXpaHeHUn HaceacTBEHHOW
MHopMaLmn.

YacTtb OcobeHHOCTH DyHKuuUa

Xpomartumga NopeHTn4YHasa nosioBnHa Hocut AHK

LleHTpoMepa MecTo coeauHeHus Kpenut BepeTeHo

TeJ'IOMepr KoHueBble Y4aCTKH 3auwmTa XPOMOCOMBbI

CTpoeHne XxpoMoCcoMbl
HE CZTYHaUHO. KaxXAbIW 3TEMEHT Mneupunq KopoTkoe 1 annHHoe OnucaHune  cpaBHeHMe
nomoraet coxpaHutb ILHK

n obecnevynTb e€ TOYHYIO
nepenavy npu geneHnm KneTku.

IKONbHBIM KYPC LUTOMOT UK




TrNbl XPOMOCOM MO MNOJTOXXEHUIO
LeHTpoMepbl

MeTaueHTpuyeckume

D LleHTpomepa pacrnonoxeHa npMMepHo nocepeavHe, No3ToMy naedn XpoMoCoMb!
NOYTN OOMHAKOBbLI NO AsnHe. Takaa hopma aenaeT eé 0oCobeHHOo yaobHou
0191 CPABHEHMSA NpW aHanu3e KapuoTuna.

CybmeTaueHTpuyeckme

Y 3TUX XPOMOCOM LieHTPOMepa CMeLLLeHa OT cepeanHbl, U 0O4HO M1eYo 3aMeTHO
Kopoue Apyroro. 3To 0guH U3 caMbiX PACNPOCTPAHEHHbIX BApNUAHTOB CTPOEHNS
XPOMOCOM.

AKpoueHTpuyeckue
W LleHTpomepa HaxoanTca BMNM3KO K KOHLLY XPOMOCOMbI, MO3TOMY OAHO MNJ1Ie40 OYEHb

KOPOTKOE. Takne XpOMOCOMbI XOPOLLO pPas3inumMMbl B MeTadase, Kkorga oHu
MaKCKMaJIbHO CNMpPasin30BaHbl.

TenoueHTpuyeckue

D) LleHTpomepa pacnonoxeHa novTtu Ha CaMoOM KOHLLe, U (haKTUYEeCKM 3aMETHO
TONIbKO OAHO MNJie4vo. ITOT TUMN BCTPEYAETCS PeaKo U NoMoraeT nokasaTb
pasHoobpasne CTPOEHUS XPOMOCOM.




KapmnoTummn YyenoBekKa: Habop XPOMOCOM B COMATUYECKUX KITeTKax

46 XpoMOCOM 22 napbl ayTOCOM 1 napa nonosbIX KapunoTtun Kak nacnopt 3HayeHwue

nns MeauunHbl
CoMaTtunyeckas KneTka AyTOCOMbI COCTaBNAOT [lonoBblie XpPOMOCOMBI Mo KapnoTuny aHaNnM3npytoT
yenoBeKa coaoepxut 46 6ONbLWMHCTBO onpenenstoT 4Yunco, pasmepbl U hopmy
XPOMOCOM, 06 beANHEHHbIX XPOMOCOMHOro Habopa. OHu  buonornyeckuim non XPOMOCOM. ITO NoMoraeT

B 23 napbl. Takon Habop HEeCyT reHbl, CBA3aHHbIe M yYaCTBYHOT BbIABNATb BUOOBbIE
ABMAETCSA XapaKTEePHOM CO CTPOEHUEM Tena, B HAcnegoBaHUU 0COBEHHOCTM
0COBEHHOCTbIO BUaa obmMeHOM BellecTB, paboTor  NMPU3HAKOB, CUEMNNEHHbIX N obHapyXnBaTb

N NCNOJSb3YyeTCs OPraHoOB Y MHOTUX C NosioM. Y XKeHLmH 310 XX, HapyLWEeHNUs XPOMOCOMHOIO
ONna n3yyeHud KJIETOYHbIX NPOLLECCOB. Y My>UnH — XY. Habopa.

HacneaCcTBEHHbIX

NPU3HAKOB.

N3yueHne KapmoTuna BaxHo
He TONbKO Ong brnonoruu,

HO 1 ONA AMArHOCTUKN
HaC/le4ACTBEHHbIX
3aboneBaHni, CBA3aHHbIX

C U3SMEHeHMeM yuncna

NI CTPYKTYPblI XPOMOCOM.




AYTOCOMbI 1 MOJ1I0OBbIE
XPOMOCOMbI B KapMoTune
Ye/loBeKa

[Tapbl XpoMoCcOM

AyTOCOMbI [T0oN0BbLIE XPOMOCOMbI

llIkonbHbIM KypC buonorum; KapumoTun 4yenoBeKa

AyTOCOMbI CoaepXaT OCHOBHYH YaCTb reHoB,
TOrga Kak rnojioBble XpPOMOCOMbI BaXKHbl

Oonga onpeneneHuna nojsia M HacnegoBaHUA paaa
NPU3HAKOB.

[peobnapaHne ayTOCOM NOKa3bIBaET, YTO
60NbLIMHCTBO HAacNeaCcTBEHHOW MHopMaLMn
COCPenoTOUYEHO BHE MOSTOBbIX XPOMOCOM.




MUTO3: KaK XPOMOCOMbI MepeaarTCs

[locnepoBaTeNbHOCTb CTaAUM MUTO3a B 3YKAPUOTUYECKOM KNeTKe

HOHePHUMM KJITEeTKaM
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Meno3 1 obpasoBaHMeE raMeT

YoBoeHune NAHK

[lepen Meno3oM KneTka
npoxognTt uHtepgasy: AHK
yOBanBaeTCs, a XPOMOCOMbI
NoaroTaBAMBAOTCS K ABYM
nocnenoBaTesibHbIM
OeneHunam.

[lpohasa I

[OMONIOTMYHbIE XPOMOCOMBbI
cbnmxkarotca, obpasyroT
napbl, U MOXXET NPOUCXOOMUTb
KPOCCUHIOBEp, CO3atoLL MM
HOBbIE COYEeTaHUs annenen.

I1Ba oeneHud

B nepBom 1 BTOpOM
OeNeHNax Yncno
XPOMOCOM YMeHbLLaeTCq,
a CECTPUHCKMeE
XpoMaTuabl
pacnpenendarTcy

NO pa3HbIM KNETKaM.

[annongHble raMeTbl

B pe3ynbTaTe obpasytoTcs
KNEeTKWU C OOAMHAPHbIM
HabopoM XPOMOCOM, YTO
COXPaHAET NOCTOAHCTBO
KapuoTuna Buga

NpW ON10O0TBOPEHUN.
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MyTaL MM N XPOMOCOMHbIE HapyLLUeHWA

0]

CTPYKTYpHbIE
NnepecTponKu

Heneunn, gynnmkaumm,
NHBEPCUN

N TPaHCoKaunm
N3MEHSAIT CTPOEeHne
XPOMOCOM 1 MOTYT
HapywaTtb paboTy reHos,
eC/in 3aTparnmesaroT
BaXXHble ydacTku HK.

02

N3MeHeHne uncna

[eHOMHble MyTaLnmn
CBS3aHbl C NoTEpeu
nnu pobasneHnem
XPOMOCOM, Hanpumep
npv MOHOCOMUU

NN TPUCOMUN, YTO
BNINAET Ha pas3BuUTue
opraHmsma.

03

[TpUYNHbBI
HapyLIEeHN

Owunbku pacxoxaoeHns
XPOMOCOM B MUTO3€e

N Menose, a Takxe
nospexaeHmna JHK
non 0eMCTBUEM
MyTareHoB MoBbILAKOT
PUCK XPOMOCOMHbIX
aHOMasunN.

U4

HacrnencrtBeHHble
nocnencTengd

YacTb HapyLeHnn
HecoBMecTMMa

C HOpPMasibHbIM
pa3BUTMEM, a YaCTb
NpPosIBNSETCS

KaK HacnenCTBEHHbIE
CUHAPOMbI, BAUSIHOLLME
Ha CTpoeHune 1 PyHKL MU
OpraHos.

05

[lpumMep cuHaopoma
IayHa

CuHpgpom [layHa cBA3aH
c Tpucommen 21-n
XPOMOCOMbI U HAarMsg4HO
NOKa3blBaeT,

KaK U3MEHEeHMe uncna
XPOMOCOM OTpaXkaeTcs
Ha peHOTUNE YenioBEKaA.
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Y1Cno XpOMOCOM VY pa3HbIX OPraHM3MOB

CpaBHeHMe nokasbiBaeT, YTO KOJIMYECTBO
XPOMOCOM Y BUOOB CUJTbHO pa3nm4yaeTcs
M HE OTPaXKaeT YPOBEHb X BMONornyecKkon

CNTOXHOCTN.
OpraHusm Xpomocom Oco6eHHOCTb
Yenosek 46 23 napbl
ﬁ ﬂ,p030q)l/|f|a 8 Mano XpoMOCOM
[opox 14 PacTteHune
Y1cno XpoMOCOM He CBA3aHO HanpsaMmyro
CO CJTOXHOCTbK OpraHMN3Ma. BaxHbl COCTaB Cobaka 78 MHOro XpOMOCOM

reHoB n opraHN3aund reHoMa.

buonornuyeckue cnpaBOYHble AaHHbIe; WKONbHbIE YyyebHble
MaTepuansl



MeToabl M3ydeHUda aapa M XPOMOCOM

CBeToBas MMKpPOCKONUSA

[Mo3BonaeT HabnopgaTb Aenqawmecsa KNeTKU U BUOUMbIE XPOMOCOMblI,
ocobeHHO B MeTadhase, Korga OHM MaKCMMabHO CMMPasIM30BaHbl M XOPOLLO
Pa3INYNMBI.

OKpawmnBaHMe npenapaTos
CneuvanbHble KpacuTenu genarT BUAMMbIMKU hOpMY, pasMepbl XPOMOCOM

N NONTOXKEeHME LEHTPOMEPDbI, YTO NMoMoraeT pas3yindyatb NX nNpm MUKPOCKOIMMYECKOM
aHaJIn3e.

KapuotnnmpoBaHue

icnonb3yeTca Ons cocTaBeHna nosiHoro Habopa XpoMocom
yesloBeKa 1 BbIABIEHUSA OTK/IOHEHWNI B UX YNCIe, pa3Mepax
N CTPOEHUM.

dnyopecueHTHbIE METObI

[Nlo3BonAoT 06HapyxmBaTb oTAeNbHble y4acTku JJHK, XpOMOCOMHbIe
NepecTPoONKU N HEKOTOPbIE MyTaLUKM C BbICOKOW TOYHOCTbIO M HArMAagQHOCTbIO.
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CBA3b ynakoBkM [1HK
N AaKTUBHOCTM reHa

YcnoBHaa akTUBHOCTb reHOB

Cnabas ynakoBKa [NnoTHasa ynakoBka

lIkonbHBIM KYpPC MOJIEKYNSApHOU buonorum; cxema
3aBUCMMOCTUM YMAKOBKW XpoOMaTMHA WU TPaAHCKPUNLUK

OTKPbITbIX XPOMATUH Nerye CYNTbIBAETCS
thepMeHTaMu, a NSIOTHbIM XPOMATUH OrpaHNYMBaET
noctyn K AHK v cHM»aeT CKOPOCTb TPaHCKPUNLUMN.

Yem cnabee ynakoska HK, TeM Bbilue
aKTUBHOCTb FEHOB; 3TO MNOMOraeT KNeTKam
BbIMONHATb pa3Hblie MYHKLUN.




Ponb aapa B KNeTo4YHOU cneumanm3ayumm

OOMHAKOBbIN FEHOM

[MouTK BCe KNETKN OpraHmM3aMa HecyT
OOWH U TOT e Habop reHos,

HO MCMONb3YHOT ero No-pasHoOMy

B 3aBUCMMOCTM OT TUMNa TKaHU

N CTagun pasBuTUS.

N3bupaTenbHaa akTMBaLLMS

B HelipoHax, MbILLEYHbIX KNeTKax,
3ANUTENNU U KNETKAX KPOBMU
BKJ1KOUAOTCS pa3Hble FPynnbl FEHOB,
NO3TOMY KNeTKu npuobpeTtatoT
ocobble CTpoeHMe 1 YHKLNN.

Perynauusa cuMHTe3a benka

Anpo onpenenseT, kakne PHK byayT
CUHTE3MpPOBaHbl, @ 3HAYNT, Kakue
6enkn NoaABATCA B KETKE N KaK OHa
bynet paboTaTb.

OcHOBa pa3BUTUA TKAHEN

TouyHas HacTpoMKa aKTUBHOCTM
reHoB obecneynBaeT
thopMuMpoBaHME OPraHoB.,
nogaepxaHue nx paboTobl

N 0OHOBNEHME KNEeTOK

Ha NPOTSXXEHUU }KU3HWN OpraHn3ma.
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OT IHK K Npn3HaKy opraHmiama

OCHOBHbIe 3Tanbl peanusaunm HacneacTBeHHOM MHopMaLun

MMMMM
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Appo He Tonbko XpaHuT OHK, HO 1 ynpaBndeT ee Ucrnosib3oBaHMEM, a XPOMOCOMbI
obecneynBaloT TOUYHYIO Nepegadvy HacneacTBeHHOU MHdopMaumm. IMeHHO NoaToMy
OT UX OpraHunsaunn 3aBUCAT pa3BuUTUe, cneumanmsayunga ¥ USMeH4YNBOCTb OPraHU3MOB.

HOpPO N XPOMOCOMbI: A3bIK
HaCcNeaCTBEHHOCTU KIETKU



