XapakTepuCTHUKaA U CTPOEHUE
XpPOMOCOM

« XpomocoMa — 3TO CTPYKTypa, KOTOpasd COAEPKUT HVKJIEUMHOBVIO KHUCIIOTY U
(PYHKIIMA KOTQPOM COCTOUT _B XPAaHEHUHU, peaJd3alud U Iepefade
HaCJIEICTBEHHOU NH(OpMauu. XpOMOCOMBI 3yKapuoT - 310 JJHK-cozep:kamiue
CTPYKTYPHBI B A[pe, MUTOXOHAPUAX U IUIACTUAAX. XPOMOCOMBI I[IDOKADUOT - 3TO
JIHK-conep:kaiiiue CTpPyKTyphbl B KJIeTKe 6e3 sjpa. XpOMOCOMbI BUPYCOB - 3TO
moJiekysa JIHK wiu PHEK B cocTraBe karcusa.

. ?ﬁpOMOCOMM JIy4llle BCEro u3ydaTh BO BpeMsA MeTada3bl MUTO34, T.K. B 3TOU
as3e OHU:

- pacmoJiaraloTcs B lieHTPe KJIeTKU, 06pasys MeTada3Hylo IJIaCTUHKY;

- MAaKCHUMaJIbHO KOHA€HCHUPOBAHbBI U JIEI'KO PA3/IMYHUMBbI C HCII0JIb3OBAHUEM
CBE€ETOBOU MHUKPOCKOIINUHU;

- ABJISIOTCA JIByXpOMATUHBIMU, & CECTPUHCKHUE XPOMATU/Ibl COEIMHEHBI MEXK/Y
co0011 B 006J1aCTU IIEHTPOMEPHI, UTO MO3BOJIAET PA3IUUYUTH UX MOP(POJIOTHIO.

« XpomaTtuga IIpe/ICTaBJIeHA OJHOU JIMHETHOU MOJIEKYJIOU JTHK,
ACCOLIMMPOBAHHOU C TUCTOHOBBIMU U HETUCTOHOBBIMU 0O€JIKaMU U MaKCUMaJIbHO
KOHJIEHCHUPOBAHHOMU.

 MerapazHaa XpomocoMa COCTOUT U3 HuByx CECTPUHCKHUX XPOMAaTH/,
ABAAKOIMNXCA pedyapraroM pervtukanuu JIHK B ¢ase S u, Takum obpasowm,
reHeTUYEeCKU WJIEHTUYHBIX. XPOMAaTHUAbl OJHOW XPOMOCOMBI COEANHEHBI B
ob6Js1acTH IEHTPOMEPHI 1 OCTAIOTCSA B TAKOM COCTOSTHUU 0 aHadasbl.



Crpoenue MetadazHOU XPOMOCOMBI

e Mopdosiornueckum

Tenomepsl " 3JIEMEHTaMU
MeTadazHOM

CnyTHUYHbIN paioH XPOMOCOMBI
ABJIAIOTCA:

Kopotkoe
nneyo p

BropuyHas nepetaxka
- 2 XpOMATHU/IbI;

LIeHTpOMEpPHbIN paltoH - HEHTPOMEDPA;
(nepeu4Has nepeTsaxka) - TEJIOMEPHI;

[1n1HHOE
nneyo q

- BTOPUYHAA MEePETIKKA;

Tenomeps - CIIyTHUK (caTeJIInT);

- joMkue ((pparuabHbIE)
YUaCTKMU.

CecTpuHckme xpomaTtias!




* IlenTpomepa, viu nepBUYHAS MIEPETIKKA,

MpeACTaBIsIeT cCOO0M cenuPuIecKuil y4acToOK
xpomocombl u3 JJHK u cnienmanbsHbIx
1eHTpoMepHbIx 0enkoB (CENP-A,B,C,D,E).
Ilenrpomepnas JIHK cocrour u3

BBICOKOITOBTOPATOIIUXCA ITOCICIOBATCIIBHO cTeu

(caremumntHas JJHK), mpakTudecku olMHAKOBBIX

U1 BCeX XpoMocoM. [TonmoxkeHne neHTpoMepsl B

XPOMOCOME TTOCTOSIHHO U CIEIU(DUYHO IS
Ka)KJI0i XpOMOCOMBI/TIAPbl TOMOJIOTMYHBIX
xpoMocoM. LleHTpomepa neauT XxpoMocoMy Ha
JBa 1ieya: p (IpoOKCUMaJIbHOE) U q
(mucranabHOE).

Tesomepsl ipecTaBieHbl CieUUUECKUMU
nociegoBarenbHocTsIMHU JIHK Ha koHIIax
XPOMOCOM B KOMIIJIEKCE CO CTICIIHAIbHBIMU
oenkamu. B cocras tenomepnoit JJHK Bxoasr:
(a) TaHAEMHO ¥ MHOTOKPATHO MTOBTOPSFOIIUECS
kopoTkue nocnenoBareabHOCTH (TTAGGG),
OJIMHAKOBBIE y BCEX XpoMocoM, (b)
crenu@uUecKue s KaKI0H XpOMOCOMBI

rocaenoBareapbHocTH JAHK.

[leHTpOMeEpPHI BHINOJIHAIOT CAeay0Iue GyHKIMH:
- CO3PCBAHUC KUHCTOXOPOB JIA ITPUKPCIVICHUSA XPOMOCOM K
HUTIM BCPCTCHA ACIICHUA;

- IPOAOJIBHOC PACHICIIIICHUC U PA3ACIICHUC CCCTPUHCKHUX
XpoMaTu/] ¢ 00pa3oBaHUEM W3 OJTHOM ABYXPOMATHUIHOU
XPOMOCOMEI JIBYX OJHOXPOMATHIHBIX XPOMOCOM;

- TOYHOC 1 PABHOC PACIPCACICHUC I'CHCTUYCCKOTO MaTCpurajia
BO BpEMA MUTO3ad, TOYHAA IICpCaada IeHETHUYECKOM

I/IH(I)OpMaHI/II/I OT KJICTKH K KIJICTKC.
TesoMepbl BHINOJIHAKT CJieayromue QyHKIUNn:

- 3aIUIIAI0T KOHIIbI XPOMOCOM OT JAEHUCTBUS HYKJIEa3;

- IPEAOTBPAIIAIOT CIIMIIAHUE KOHIIOB XPOMOCOM;

- obecneunBaroT perurkanuio Beer JJHK;

- MPEIOTBPAIIAIOT YKOPAYUBaHUE XPOMOCOM Ojiaroaapsi
AKTUBHOCTH TEJIOMEPa3bI;

- KOHTPOJIUPYIOT MPOLIECCHI CTAPEHUSI KIETOK U
MHOTOKJIETOYHOTO OPTaHU3Ma;

- peryaupyroT GUKcaIrio XpoMaTiHa K siepHoi MeMOpaHe B
uHTepdaze, odecrneynBas TeM CaMbIM HOPMaJIbHYIO
apXUTEKTYpy MHTEP(DAa3HBIX XPOMOCOM;

- 00eCIeunBarOT MPaBUIIbHYIO KOHBIOTAITUI0 TOMOJIOTHYHBIX

XpPOMOCOM B MEHNO3€.



* Bropuunbie mnepetrskku(h) mnpeacTaBisiior coOOM JAeCHMpaTM30BaHHBIE M CJ1a00
OKpallleHHble y4dacTku mnoBropstomeiicas JIHK; B HopmMe OHHM MOTyT OBITh Kak B
MPOKCUMAaJIbHBIX IUIeYaXx (p) aKpoleHTpUUeCcKux xpomocoMm 13, 14, 15, 21, 22, tak u B
IMCTABHBIX IUIedax Xxpomocom 1, 9, 16, pexe 4, 6, 10 u Y. BropuuHbie nepeTsKKH
aKpOILICHTPUUECKUX XPOMOCOM 00pa3yroT 00JIacTh SAPBIIIKOBOTO OpraHu3aropa. JlimHa
BTOPUYHOM  TNEPETSHKKUM  MOXET  BapbUPOBAaThb B MpEleliax  HOPMAaJbHOIO
WHAUBUIYaIbHOTO MOJUMOpPhU3Ma.

e CareJUIMTBI- 3TO TEPMHUHAJIbHBIC YYACTKA KOPOTKMX ILUIEY AKPOLCHTPUUECKHUX
xpomocom 13, 14, 15, 21, 22, otaeneHHbIE BTOPUYHON MEPETIKKOU M COCTOSAIINE W3
KOHCTUTYTMBHOIO TE€TEPOXPOMATHHA; YHUCIO U Pa3MEPhl CATEJUIUTOB BAPbUPYIOT OT
WHAUBUA K UHIAUBULY.

e Jlomkue ((pparujbHble) YYACTKH TMPEACTABISIOT COOON JIEKOHIACHCHUPOBAHHBIC
CETMEHTHI XPOMOCOM, OTJIMYAIOIIUECS MOBBIIIEHHOW YyBCTBUTEIBLHOCTHIO K JIEUCTBUIO
MYyTareHHbIX (PaKTOPOB, MMOJI BIUSIHUEM KOTOPBIX B HUX JIETKO IIPOMCXOISIT Pa3phIBhI U, B
pe3yJIbTare 3TOr0, XpOMOCOMHBIE EpeCTPOrKU. DparnyibHbIC YYaACTKHU:

- SIBJISIFOTCS MapKepaMy HOPMAJIbHOTO MHIMBUAYAIBLHOTO MTOJIMMOpPhHU3Ma;

- aCCOIMMPOBAHBI C HEKOTOPHIMA MOHOT€HHBIMU CHHAPOMAaMH (CEMEHHasi yMCTBEHHas

OTCTaJIOCTh);

- MOTyT Yy4YacTBOBaTb B OIIYXOJIEBOM IIporpeccuud (IyTeéM MHAKTUBALIMM TE€HOB-

CYIPECCOPOB).



XpomaTtuH — komnsekc 1HK n 6enkos
(TMCTOHOB U HETUCTOHOB)

XpomMaTuH

3yXpOMaTHH reTepoxpoMaTmH /
C z ,rsk. 1o .-" S, ': ‘I.

reTepoxpomMaruH
CUNIbHO
KOHfJeHCUPOBaHHbIIA,
HeaKTMBHbE\
fill DaKyNbTaTUBHBII KOHCTUTYTUBHBIN
fal (coaepXuT reHbl, He (CTPYKTYpPHbBIN)
| aKTMBHbIE B [JaHHOI (CTPYKTYPHbIi) He

wv Jil KneTke B laHHoe Bpemsi)  COAEPXUT TEHOB



YPpoOBHU OpraHusanuu
AYKAapPUOTHYECKOU XPOMOCOMBI
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KIIACCUDOUKALIUA XPOMOCOM YEJIOBEKA

* Kaxpaas comarnyeckas KJI€TKa OpraHu3Ma YeJI0BEKa COJCPKUT JUILIOUTHBIN
HaOop xpomocoM (2m1=46),m1u 23 apbl XpOMOCOM:

- 22 napbl, UICHTUYHBIE Y MY>KUYUH U KECHIIUH, - AYHIOCOMDbL;

- 1 mapy oTimyarnyocs y pa3HbIX MOJ0B XpOMOCOM (XX - y )KeHIIUH, XY -y

MY YUH) -20HOCOMbL.

* UnenTrnuHbie 1o MOp(doJIoruu (pa3Mepsl U (hopMa) U COAECPKAHUIO T€HOB, HO
Pa3JIMYHBIC 110 POAUTEIILCKOMY MPOUCXOKICHUIO XPOMOCOMBI, Ha3bIBAKOTCS
2OMOI0ZUYHBIMU.

* B 3penbIx MOJI0BBIX KJIETKaX - FaMeTax - COIEPKUTCS 10 OHOMY TaIllJIOUTHOMY
HaOopy xpoMocoM (n=23): B silekIeTKax 22+X, a B cnepMaro3ongax 22+X Wiu
22+Y.

o Jlns uaeHTUPUKAIMU XPOMOCOM HCITOIB3YIOT MOP(OIOTUYECKUE KPUTEPHUH,
JTAHHBIE aBTOPAIMOTPAPUUECKOrO aHAIN3a U BBIABIISIEMbIE METOIAMHU
nuddepeHnaIbHON OKpAcKu 03H/IBI.

Mopdosioruueckue KpUTEPUH OTPAKAIOT pa3MepPbl U KOHPUTYpaLIUIO

XpOMOCOMBI. Paznuyarot konuuecmeennsle (I1MHA XpPOMOCOMBI, IIEHTPOMEPHBIIM

MHJIEKC) U KayecmeeHHble (HATMYNE BTOPUYHOMN MEPETSIKKN U CATEIIIIUTOB)

KPUTEPUHU KJIACCU(PUKAIIUN XPOMOCOM YEJIOBEKA.



XpOMOCOoMa BM.D'bI MeTaq)a3Hb|X
XPOMOCOM COI/1aCHO

KOpOTKoe

o (p) [leHBepcKon
Knaccudukaunm

BTOPUYHaA

ueHTpomepa nepertdaxka

(nepBuyHasn
nepeTsxka)

ANMHHOE
naevo (q)

MeTalleHTpuueckasi, cybmeTalL|eH Tpuueckas,
aKpoLleHTpuyecKas, TenoLeHTpuueckasl, Co CnyTHNKOM

TeNOMepa XpomMaTmaa



KIIACCUOUKALUA XPOMOCOM YEJIOBEKA

JIJIMHA XPOMOCOMBI - a0COJIFOTHAS JIJIMHA (B MUKPOHAX) WJIM OTHOCHUTEJIbHAs JJIMHA,

KOTOpasi BBIYUCIISIETCS 10 CIEayoNIe hopmylie:

Anuua xpomocomis x 100
Obman gnwea xpomocom rannonpsoro sabopa

B 3aBHUCHMOCTH OT JJIMHBI XPOMOCOMBI KJIACCU(PUIIUPYIOT Ha: Ooabuiue, cpednue,
MenKue.
Ilono:xeHne eHTPOMepbI. JJ1s1 XapaKTepHUCTHKH TTOJ0KESHHUS [ICHTPOMEPHI Ha

XPOMOCOME UCIIOIB3YIOT YeHmMPOMEPHbLU UHOeKe, KOTOPBIA ONMPEACIsatoT o (hopMyIie:

Ic = P X 100.
pT+q




KIIACCUDOUKALIUA XPOMOCOM YEJIOBEKA

* Ha ocHoBanuu MOp(hOIOTHYECKUX KouyecmaernHulx (JUTMHA U TIOJIOKEHHUE IICHTPOMEPHI) U KA4eCmBeHHbIX
(caTenauThl ¥ BTOPUYHBIC MEPETHKKU) KPUTEPUEB XPOMOCOMBI YeJIOBEKa KJIaCCU(DUITUPYIOT HAa 7 TPy,
KOTOpBIe 0003HaYarOT OyKBaMu JIaTUHCKOTO ajiaButa ot A 1o G:

- rpynna A (mapsl 1-3) - Gosnbliine METareHTPUIECKUE XPOMOCOMBI; XpoMOcoMa 1 MOKET UMETh

BTOpUUHYIO nepeTsiKKy (Igh), xpomocoma 2 cnabo cyOMeTaleHTpuIecKas;

- rpynna B(mapsi 4-5) - 60b111€ CyOMETaeHTPUIECKUE XPOMOCOMBI;

- rpynna C(mapsl 6-12 1 xpomocoma X) - CyOMETallEHTPUYECKUE XPOMOCOMBI CPETHUX PA3MEPOB; B 3TOU

rpyIIe y >KeHIuH 16 XxpoMocoM, y My>k4uH - 15; xpomocomsl 8, 9, 10 u 12 Gornee

CyOMeTaleHTPUIECKHE, B TO BpeMsI Kak XpoMOCOMEI 6, 7, 11 u X MmeHee cyOMeTalleHTpUIeCKHe; XpoMocoMa

9 MOXET UMETh BTOPUYUHYIO MEPETIKKY Ha TUCTAIbHOM 1iede (9gh);

- rpynna D(mapst 13-15) - cpennue akpoleHTpUYECKue XpOMOCOMBI; BCE XPOMOCOMBI 3TOUM IPyIIIbl UMEIOT

BTOPUYHYIO MEPETHKKY U CATEJUIUT HA MPOKCUMAJILHOM ILJICYE;

- rpynnaE (nmapser 16-18) - xpomocoma 16 cpenHsisi MeTalleHTpUYeCKasi, MOKET UMETh BTOPUUHYIO TIEPETIKKY

Ha IUCTAJIbHOM KOHIIE; XpOMOCOMBI 17 u 18 Menkue u cyOMeTaleHTpUIECKHUE;

- rpynna F(napsr 19-20)- menkue MeTaleHTpUuYeCKue XpOMOCOMBI;

- rpynna G (napsi 21-22 u xpomocoMa Y) - MEJIKHME aKpOIIEHTPUUECKHE XPOMOCOMBI; XpOMOCOMBI 21 1 22

MOT'YT UMETh BTOPUYHYIO MIEPETSIKKY U CATEIUIUT HA TPOKCUMAIIBHOM IUIeU€e; XpoMocoMa Y HE UMEET

caTeJuInuTa; XpoOMOCOMBI Ipyniibl G UCHONB3YIOT ISl OnpedeneHus noid.; B 3TOW rpynIie y KeHIuH 4

AKPOLICHTPUYECKUE XPOMOCOMBI (2 Xp. 21 + 2 xp. 22), a y MY>KUUH - S aKPOUEHTPUUYECKUX XPOMOCOM (2 Xp.

21 +2xp. 22+Y).



Buabl okpacku XpoMOCOM

* PyTuHHasA, nogsBunach B 50-x rogax XX
BeKa. ([leHBepckas knaccudukayms
nofesnmna Bce XpoOMOCOMbI YesiloBeka Ha 7
rpynn no pasmepy 1 oopme)

* [undpbpepeHumanbHas, Nnosasniach B KOHLE
60-x rogos (G, R, QucC
MeToAbl).[Mapmkckasa KoHdbe peHL M , \
3aKpenuia 3a KaXxgon XpoMocomMoun HoMep, g =
BBeNa 0603HaYEHNSA 419 My TaLui. |

* FISH - meTop, 6b11 paspadoTaH B 90-X
rogax v gan ewe 60bLUe BO3MOXHOCTEN
A9 AUarHoCTUKMN,




[apuckasi Knaccumukauus ocHoBaHa
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FISH -meToa — Fluorescent in situ
hybridization pan euie 6onblue
BO3MOXXHOCTEN




FISH (Fluorescent In Situ Hybridization)

He gna 3apucoBku!
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KapHOTHN - COBOKYITHOCTb IIPU3HAKOB (YHCIIO, pa3Mepbl, GpopMa H T. 11.)
MoJHOro  Habopa  xpomocom, IIpUCyIas  KJI€TKaM  JIaHHOTO
OumoJiornyeckoro Buja (6uodoeou kKapuomun), JITaHHOIO OpraHU3Ma
(unousudyanvuwvlil Kapuomun) WA JUHUU (KJIOHA) KieToK. Kapunorumnom
MHOTJAa TakKKE€ Ha3bIBAlOT M BHU3YyaJIbHOE MPEJACTABICHHUE IIOJIHOIO
XPOMOCOMHOI'0 Habopa (KapuorpamMmeal).

NJIMOI'PAMMA ( ot rped. 1dios - 0C0oObIN, CBOCOOpPA3HBIN M gramma -
PUCYHOK, JIMHMSA), CXEMaTH4YeCKoe O0O0O0OImEHHOE  H300pakKeHHUE
KapuoTHUna ¢ COOJIOACHUEM YCPEAHEHHBIX KOJMYECTB, OTHOIICHUM
MEXIy OTACIbHBIMM XPOMOCOMaMHM M HX 4YacTsamu. Ha wmauorpamme
M300pakaroTCsl HE TOJIBLKO MOP(DOJIOTHYECKUE MPU3HAKU XPOMOCOM, HO 1
OCOOCHHOCTH MX IEPBUYHOM CTPYKTYphI, CHHpAIU3AIUNA, PalOHBI
rerepoxpoMaruHa W Jap. CpaBHUTENIBHBIM aHAIU3 MUIAOTPAMMEI
MCIOJIB3YETCSl B KAPUOCHUCTEMATHUKE JJIs1 BBISIBIICHUS U OLIEHKH CTEIICHU
POJACTBA PA3JMYHBIX TIPYII OPraHW3MOB HAa OCHOBAaHMU CXOJICTBA U
pa3InyuMs UX XPOMOCOMHBIX HA0OPOB.



HccnengoBanue kapuoTuiia (KapUOTHUIIMPOBAHUE = IIUTONCHETUYECKOE
HUCCJICNOBAHUE IIO3BOJSCT JUArHOCTUPOBATH XPOMOCOMHBIE U

T€HOMHBIEC MYTAaIlHH)

* Homenkiiarypa Y uHIWBUIAyyMa B HOpME HMeeTcss 46 XpoMOCOM: 22 mapsl
ayTOCOM (HEIMOJOBBIX XPOMOCOM) M OJIHA Tapa MOJIOBBIX XPOMOCOM - XX y
KEHIMMH U XY y MyXYHH. DTO 0OO3Ha4yaeTcsl cieayromum obpazoMm: 46,XX
(keHckui kapuotui); 46,XY (MyXCKOM KapuoTuIl). BHadajge mpuBoaUTCsS 0OIee
KOJIMYECTBO XPOMOCOM, a MOCJIE 3alATON 0003HAIOTCS MOJIO0BBIE XPOMOCOMBI.

* AHOMAJINH B kayecTBe MIUTIOCTPAIMA XPOMOCOMHOU HOMEHKJIATYPbI MOXKHO
NPUBECTH TIpUMEp KapuoTura npu TpaHciokamuu: 46,XY,t(15;17)(q22;q21) B
MEPBYIO OYepe/lb MPUBOIUTCS KOJIUYECTBO XpOMOCOM (46), 3aremM mocie 3amsiTon
0003HAYAIOTCSI TTOJIOBBIE XPOMOCOMBI (B JTaHHOM CJIydae y My>K4MHBI - XY). bykBa t
O3HAYaeT HaJW4YMUe TPAHCIOKAllUM; B TMEPBBIX CKOOKAaX YKa3bIBAIOTCS HOMEpa
XpOMOCOM, Y KOTOpbIX UMmeeTcsi aHoMaius (15-1 u 17-51), pa3aeneHHble TOYKON C
3anATON (IPU BOBJICYEHHUU TTOJIOBOM XPOMOCOMBI OHA CTABUTCSI HA MIEPBOM MECTE).
Bo BTOpBIX CKOOKax yKa3bIBa€TCs JOKAJIM3AIMd AHOMAJIUM B XPOMOCOME - B
JaHHOM CJIy4ae TMOCIEeAOBaTENbHOCTh (22 15- xpomocombl u 21 17-u
XpoMocoMbl. [IpuBeneHHBIE JaHHBIE OEpyT U3 KapThl XpomocoM. Kaxmas
XpomMocoMma JAeiauTcs Ha obnactu 1, 2, 3 u 4 (B 3aBUCMMOCTH OT pa3Mepa), a 3aTemM
Ha nojpoOnactu. Hanpumep, B odiactu q2 BbLAESIOT ogoonactu q21, q22, q23.



