





XPpOMOCOMa COCTOUT M3 OBYX CECTPUHCKUX
XpoMaTuna, CoOegUHEHHbIX LEeHTPOMEPOn —
K/THOYEBbIM 2/1IEMEHTOM A9 MPaBUIbHOIO
pacnpegeneHnsa npu geneHunm.

LleHTpOoMepa CNyXXKUT TOYKOM KpenieHns
HUTEW BepeTeHa geneHunda, urpas

KPUTUYECKYIO POJb B pacnpeneneHmm
reHeTM4YeCcKoro Matepmuana.

Ka)kgaa XxpoMaTtuaga coaep>Xmt ogHy HMUTb
IHHK, NJ1I0THO yNnaKoBaHHYO C MOMOLbIO
TMCTOHOB, YTO obecnevymBaeT CTabUMIbHOCTb
N KOMMAKTHOCTb CTPYKTYPbI.

TenoMepbl 3aLLMNLLAIOT KOHLbl XPOMOCOM OT
CNAHMEA M MOBPEXXOEHWMIM, NoaOeP>XMBagq
LLeJTOCTHOCTb U CTaBbUbHOCTb
reHeTN4YeCcKoro Mmatepmana.



BEenkoBbIM KapKac
XPOMOCOM

Okono 50-60% macchl
NPUXoOnNTCA Ha B6enku, B
OCHOBHOM FMCTOHbI, KOTOPbIE
06eCcneyYmnBatoT CITOXKHYIO
YMaKOBKY U CTRYKTYPHYHO
opraHusauuo JHK B
XpOMOCOME.

HyKnenHoBble
KMNCMNOTbl M MOHbI B
XpoOMOoCcoMax

IHHK cocTaBngaeT npuMepHo
35-40% Macchl, XpaHUT
HacneOCTBEHHYIO
MHPopMaymto. Menkme
KonmndyectBa PHK 1
PA3/TMYHbIX MOHOB
YYaCTBYIOT B perynaumm u
noggep»XaHm CTPYKTYPHOM
CTaOUIbHOCTW.



Knaccudoumnkauma XxpoMocoM no popme m
pa3MepaMm

Pasnnyme no gnmHe XpoMoCoMm LleHTpOMepa cMelleHa 6/inxke K OOHOMY

McnosnblyeTca oaa MaeHTUGUKaumm B Kpato UM PAaCMoNIOXKeHHa PAaoM C

KapunoTune, oTpa)kasa cneumndunyeckume KOHL,OM, MeHAa OPMY XPOMOCOMbI U

OCOBEHHOCTU CTPOEHMA KaXKa0oM ONVHY nneu.

XPOMOCOMBbI,
LleHTpOMepa pacnonoxeHa B LLeHTpe, YTo LleHTpOMepa HaxoanTcs Yy caMoro KoHLa,
MNPUVOAET XPOMOCOME MPUMEPHO PaBHbIe BCTpeYatoTCca peaKo, y YenoBekKa
nae4Ym M CUMMETPUYUHYIO GOPMY. npencraBneHbl NPenmMyLLEeCcTBEHHO

Mos10Bble XPOMOCOMBbI.



XpaHeHWe 1 nepegada HacneacTBeHHOM
MHPOPMaLNU
XpoMOoCOMbl ob6ecnevymBatoT JONroBpPeEMeHHoe
COXPaHeHWe reHeTUYeCcKoro MaTepmana n ero
TOYHHOE KOolNnmmpoBaHKMe Tpn gejieHmmM KJIeETOK,
rapaHTUPYS MPEEeMCTBEHHOCTb MPM3HAKOB.

Perynsqul/lsq dKTUBHOCTU TEHOB N YHaCTUVE B

oeneHunm
Yepes B3amMoaemncreme ¢ benkamMmm m
AMNUreHeTUYeCcKmMe MexaHm3Mbl XPOMOCOMb
PErYTNPYIOT 3KCMPEeCCUo FEHOB, a TaKXXe
KOHTPOTMPYIOT MpaBMAbHOE pacnpeneneHme
XPOMOCOM MPWN MUTO3E N Meno3e.




KapuotTun: XxapakKtTepuctukKa v 3HavyeHume
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Kapunotmnn obbegunHaeT
MOSIHbIM HAbOP XPOMOCOM
OpraHmn3ma, oTparkag mnx
Ynco, POPMy U pasMepb,
YTO BaXKHO 04
MoeHTndMKaumm B1aa m
OMNArHOCTUKM
3ab60/1eBaHMI.

Y yenoBekKa KapUoTUTI
COCTOUT N3 235 Nap: 22
Napbl ayTOCOM U OOHa
Nnapa NnosioBbIX XPOMOCOM,
U4TO POPMUPYET ero

reHeTUn4YeCKMM GyHOaAMEHT.

N3ydeHMne Kapmnotumna
NMOMOTraeT BbiABNATb
XPOMOCOMHbIE aHOMaNnM
N MCMOJ<1b30BaTb
MHPOPMaLUNIO B
3BOMIOLMOHHbIX U
MeOULIMHCKNX
nccnegoBaHMax.




OannnovnaHbi U ranJiIonaHbIn
XPOMOCOMHbIE HA60pbI

Tn KNneTku Hucno xpomocom NMpumepsbl

CpaBHeHWe Ymcra N TUMNOB KNETOK YerioBeka C

Comatnyeckas 46 KNeTkn KoXu, neyeHn, HepBHble
PA3NNYHbIM XPOMOCOMHbIM HAabOPOM.

[TonoBas 23 Cnepmaro3ouns, anuekneTka
dnnnovaHbiM HAbOP XapaKTepeH a4 Bcex

COMaTUYECKUMX KNETOK, ran/ionaHbi — ang
MosIOBbIX, 06ecneymBaga coxpaHeHume
reHeTn4Yeckom MHPopMaL MM B MOKONEHUSAX.

O6LUN LLIKOTIbHbBIV Y4E€OHUK 61o10rnm




PasHoo6pa3ue
XPOMOCOMHbIX HA60pPOB Yy
oOpraHM3Mmos

YMcno XpoOMOCOM He Bceraa KoppenupyeT ¢
BNONOrMYECKOM CNOXXHOCTbIO, YTO OTPaXkaeT

YHUNKaJ1IbHYIKO 2BOJTFOLMNOHHYKO MCTOPUIKO BULOOB.

Pa3zHoo6pa3ne XpoOMOCOM CBA3aHO C
3BOJTIOLLMOHHbBIMW aganTaunaMm n He
YKa3blBaeT Ha YPOBEHb CITOXXHOCTMU
opraHm3mMa Hamnpsamyto.

80

~ Yucno xpomocom y pasHbiX OpraHu3MoB
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OTNNUYMNa coMaTUYECKMX U NOJTOBbIX KJ1IETOK NO
Habopy XpOMOCOM
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CoMaTnyecKme KNeTKM cogepyaT MosIHbIM OUnaounaHbin Habop (2n),
COOTBETCTBYOLMI BUAOY, obecrneymBas CTabmnbHOCTb OpraHm3ma.

[TonoBble KNETKM MMEIOT ransiongHbi Habop (N), YTO BaXXHO ANA
nogaep>XaHMa MOCTOAHCTBA YMC1a XPOMOCOM MPW OMN1040TBOPEHUNI.

Melno3 obecnedmBaeT PopPMMPOBaAHME rANNOUNOHbIX KNETOK, YTO
CMOCOBOCTBYET NMrEHETUYECKOMY PAa3HOOBPA3NIO N MPABUITBHOMY
pacnpegeneHno XPoOMOCOM.

OWmMbKM B POPMUNPOBAHNN HAOOPOB MOIYT MPUBOONTL K
reHeTUYEeCKMM MaToONTIOMMAM N PA3BUTUIO HACTeACTBEHHbIX
3aboneBaHMN.



da3bl MUTO3a: OT
Ha4aJla 0O KOHLUA

MWTO3 COCTOUT U3
nocnegoBaTesibHbIX a3 —
npodasbl, MeTadashbl,
aHada3bl, Tenodasbl U
LIMTOKMHE3A. KayKOas 13 HUX
BKJTFOYAET BaXKHble
MpoLecchl,
ob6ecrneumnBaroLLme ToUHoe
KONMMPOBaHME U
paBHOMeEpHOe
pacnpeneneHmne XpoMoCcoMm
B JOoYepHMeE KNETKW.

Po/ib MUTO3a B
opraHmsMe U
BO3MOXXHblE
HapyLUeHWa

MunTO3 obecrneymBaeT POCT U
BOCCTaHOBMNEHME TKaHeN,
noaaep>xXmnBag
HEMN3MEHHOCTb
reHeTu4YecKon MHdopMaLUmnn.
HapylleHWda B ero npouecce
MOrYT Bbl3BaTb MyTaL MK, YTO
MHOrga NpMBOOAUT K.
PA3BUTUIO OMYXOJSIeN U
ApYyrnm 3ab6oneBaHUAM.



Meno3: nocnepoBaTesibHOCTb O6pa3oBaHUA ran/IouaHbIX KJeTOoK

JTanbl geneHmsa KNeTKU C DPOPMNPOBaAHMNEM L—IeTpréX [eHEeETUNHECKU
YHWKaAJ1IbHbIX NaMeT

KpoccuHrose
[MepBoe P P BTopoe YeTblpe
OunnovagHas YpBoeHue (o6meH mexay
penyKumMoHHoe 3KBaLUMOHHOE ranjiongHble
kneTtka (2n) OHK rOMOJIOrMYHbIMU
neneHve neneHne kneTtku (n)
XpOMOCoMamMm)




reHeTquCKMe CuHOpom [dayHa BO3HMKAET M3-33a

OOMNONMHUTENMBbHOWM 21-1 XPOMOCOMBDb,
MyTa L',M M, O I NPWBOASA K TUMNYHbBIM C])Fl)/IBl/NeCKl/IM n
CBA3adaHHDbIC C

YMCTBEHHDBIM OCOBEeHHOCTaM Y HesrlioBeKa.
XpoMocoMaMm

CuHopoM KnanHdbenbrepa
XapaKTepumayeTca Halndmem
OOMONMHUTENBbHOM X-XPOMOCOMBbI Yy

MY>XUYUH (XXY), Bbl3biBag M3MEHEHUSA B
PA3BUTUN N PEMPOOAYKTUBHOW PYHKLMMN.

CnHapoM LlepelueBcKkoro-TepHepa
OByCnoBfIEH OTCYTCTBMEM OOHOM X-
XPOMOCOMBbI Y »XeHLWMH (MOHOCOMKSA X),

YTO BJITNMAET Ha POCT N MOJ10BOE pas3BUTUE.




LlMTOoreHeTn4YecKme Metoabl nccnenoBaHmMsa XpoMoCcoM

OKpaLlimBaHme no [mmae ' CoBpeMEHHbIe
MeTon oKpalwmBaHMA Mo AP MUKPOCKOMMYeckme
[MM3e noMoraeTr TEXHOMOrnm

BM3YyaiM3MpPOoBaTh . [MToMeHeHe CBePXBbICOKOIO
XapaKTePHbIE MOMOCH! Ha \ , , paspelueHna M aBToMaTU3aL MM B

XPOMOCOMaX, YTO MO3BONSAeT MM;F;%?;OIKI;IMC>3622I;§;M3?§T
BbIABIATb X H y y LY

XPOMOCOM U TMO3BOJTAET 6bICTpO N

dnyopecLeHTHasa
rmépumgmn3auma in situ (FISH)
TexHMka FISH ncnonbayet
PIyopeCUEeHTHbIe 30HObl A4
onpeneneHma TO4HOro
PACMNONIOYKEHUS
nocnepoBaTtenbHocTen JHK Ha
XPOMOCOMaX, YTO 3HAYUTENBHO




YmcnoBble aHOMaTMM BbIPaXKatoTCH B
TPUCOMUSAX, TAKMX KaK CUHOPOM 20Bapaca
(TpMcommga 18), conpoBOXKOAOLLMNNCS
CEPbE3HLIMUN HAPYLUEHNAMWM PA3BUTUA.

Jeneunn npencrtaBnaoT COB0OM NOTEPIO
YYACTKOB XPOMOCOM, BITUAIOLLLYIO Ha
MHOYKECTBO reHeTUYEeCKUMX MPOLLECCOB U
BbI3bIBaOLLYIO pPa3/1n4YHble 3ab6o1ieBaHms.
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MOHOCOMUU, KaK CMHOPOM TepHepay
YEHLLWMH, XapaKTepUn3yrTCa OTCYTCTBMEM
OOHOW X-XPOMOCOMBbI, YTO CKa3blBAETCA Ha
POCTE N PENPOAOYKTUBHbBLIX QYHKLMNAX.

TpaHcnokauum  MHBEPCUUN —

CTPYKTYPHbIE MepecTPOnKM, CMOCOBHbIE

MPUBECTU K HAapPYLUEHUIO QYHKLMM TEHOB U
HacnegCTBEHHbIM MaTOTOTUAM,



[Tonnnnononay
pacTeHnn

MHOrme pacrteHmq, Takme Kak
neHuua (42 XpoMOCOMbI) U
KapTodesb (48 XpoMocoM),
06/1a0ar0T HECKOJTbKUMMU
KOMMJIEKTaMU XPOMOCOM,
UTO YBETMYMBAET UX
reHETUYECKYIO
BapunabenbHOCTb U
YCTOMYMBOCTb.

XPOMOCOMHbIe
OCOBEHHOCTU
YXMNBOTHbIX

Y 601bLLUMHCTBA YXNBOTHbIX
OOMUHUPYET OUNMTONOHbIN
Habop, OQHAKO BCTREYatoTCH
Ccfly4anm Mo3aunLm3amMa m
XMMEPUM3Ma, YTO OTPaXKaeT
pa3Hoobpa3sne
reHeTU4YeCKMX cTpaTermm
aganTaunm.



46 XpOMOCOM - YeJioBeK

HenoBek MMeeT 46 XpOMOCOM, BKJIOUad

YHWKaNbHble CTRYKTYPHbIE U3MEeHEeHU],
OT/IMYaloLLIME ero OT APYrMx BUOOB U
BNMAOLLME Ha C/TOXXHOCTb OpraHmn3ma.

48 XpOMOCOM — LULMMIMAH3e

64 XpOMOCOMbI — fiollaab LLInMNaH3e, 6amKaniime POACTBEHHUKM

yenoBeka, 06/1agatoT 48 XPOMOCOMaMU, YTO
Jlowlagu MMetoT 64 XPOMOCOMBI, CBUOETENbCTBYET O Pa3In4ymMax B rpouecce
oTpakatoLlme nx brmonornyeckme BMOOO6pas3oBaHMS.

OCOBEHHOCTU M 3BOMOLMOHHOE Pa3BUTUNE
B poae Equus.

74 XpOMOCOMbI — Bep6nioa,

Bepb6ntoabl o6nagatoT 74 XpoMocoMamMu,
4YTO OBYCNOBIEHO MX SBOMOLLMOHHOW
MCTOpUEN 1 aganTauMaMmM K CypPOBbIM
YCNOBUAM MYCTbIHMN.



[InarHoOoCTMKa HacneacTBeHHbIX
bonesHeun
KapuoTunupoBaHme u
npeguMnIaHTaLMoHHas
reHeTnN4yeCKad dMNarHOCTmKa
MO3BOMSIOT BbIABNATb
reHeTUYeCcKMe naTonormm ewé oo
POXKOEHWA, YNIy4Llas KayecTBO
MeONLUMNHCKOM MOMOLLN.

"‘

[eHeTnyeckKoe

KOHCYNbTUNPOBaHMe
CneumanumcTbl oUueHWMBaKOT
PWCK HacneaCcTBEHHbIX
3a60/1eBaHNM Y MOTOMCTBA,
4YTO MOMOraeT NPMHUMaATb
MHPOPMUMPOBAHHbIE pPeLleHNd

CenbCKOX0O39MCTBEHHble

MHHOBALLNW
XPOMOCOMHbIV aHanus3
CMOCOOCTBYET BbIBEAEHWUIO
YCTOMNYMBbLIX COPTOB PacTEHUM
M MOpoOa CKOTa, MOBbILLAA
VPOXKAaMHOCTb M Ka4YeCTBO

NpoayKLnn.




XpOMOCOMbI U FreHOM: B3aMMOCBSI3b NMOHATUMN

Ol

[eHOM — 3TO MOoSIHbIM KoMMnekT AHK
OpPraHmM3ma, CTPYKTYPUMPOBAHHbLIN B
BUOE XPOMOCOM, Ka)Xaasd M3 KOTOPbIX
COOEPXKUT creumndPmyeckmnm Habop
reHeTn4YeCcKon MHPOpPMaLLMW.
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Y Ka)XOoro BMaa CyLLecTByeT
YHUKaNbHbIA KApUoTUmM,
onpenenarLLMmM opraHmlaumo u
YMCMNO XPOMOCOM B FreHOME, YTO
BaX>XHO O/19 MOEHTUPUKALMU U
mccnegoBaHUM.

Perynaumsa akTMBHOCTU MrEHOB B
XpPOMOCOMax BIUAET Ha
OYHKLMOHUNPOBaHME reHOMa B
LLe/TOM, YTO KPUTUYHO ON19 KINETOYHbIX
MPOLLEeCCOB 1 30P0OBbA OPraHM3Ma.




3HavyeHue uccnegoBaHMU XPOMOCOM
ANa HAYKU U1 obLlecTBa

3yyeHme XpoOMOCOM pacKpblBaeT dyHOAMEHTallbHble MEXaHM3Mbl HAaC1eACTBEHHOCTU U
3BOJIOLLMM, @ TAKXKE CMOCOOCTBYET Nporpeccy MeamuUMHbl M CENbCKOMoO XO39MCTBa,
VY4 LLasa Ka4vecTBO XM3HU N NogaepxmBaga bmopasHoobpasme.



