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Noenmudghukayua u onucaHue 0OCHOBHbIX OpueHMupos, pPalioHOos8

u 63H008 Xxpomocom

B HOMeHKnatype BCe XPOMOCOMbl YesioBeKa PaACCMaTPUBAKOT  KKa

HenpepbiBHbIE cepun 63HA0B.

B3HAOM CUMTAIOT YYACTOK XPOMOCOMbDI, OT/IMYAIOLWMUUCA OT COCeaHUX NO
MHTEHCUBHOCTU OKPACKM NpU UCNONb30BaHMM COOTBETCTBYIOLWLErO MeToAa
AndPepeHuManbHOro OKpalmnMBaHuA.

CornacHo ISCN (2009), «63HAbl OTparxKatoT CTPYKTYPHO-PYHKLMOHAbHYIO
OpraHu3auMio reHoma, obycnosnmsawowyro peryaaumio  penamkaunm OHK,
penapaunto, TPAHCKPUMUMUIO WU TEeHEeTUYECKYr pekombuHauuiwo. bBaHabl —
KPynHble CTPYKTYypbl paamepom 5-10 Mb, KoTopblie MOryT BKAOYaTb COTHM FEHOB.
MoneKkynapHaa ocHoBa AndPepeHUManbHOro OKPAWMBAHMA  XPOMOCOM  —
HYK/NIEOTUAHbIN N 6eNKOBbIM COCTaB, a TaKXKe QPYHKUMOHANbHAA OpraHu3auma
YY4aCTKOB TreHOMa, CooTBeTCcTByOWMX 63HAam. G-no3uTuBHble 63HAbI (R-
HeraTuBHble) coaepraT AT-6oratyto, no3gHo penanumnpytowytoca AHK, 6eanyto
reHamu, TOrga Kak G-HeratmBHble 63HAbI (R-no3uTtmBHbIE) GC-60raThI,
oborauieHbl reHamu, nx AHK paHo penanumpyetca. LleHtpomepHas AHK n OHK
NPULEHTPOMEPHOIO reTepoxpomaTtuHa coctoAaT m3 anbdomaHonm AHK wmn OHK,
NpPeAcTaBAAOWEN pa3IMyHble CEMENCTBA NOBTOPeHHOM catenantHon OHK, nerko
obHapyxmBaemble c nomouwbto C-63HAMHra. Tenomepbl coctoaT u3 5-20 kb
TaHOAEMOB reKCaHYKNeOTUAHbIX CaTe//INTHbIX NOBTOPeHHbIX egnHuy, TTAGGG u
WHTEHCMBHO OKpawwuBatoTca metogom T-6aHamHra. 18S wmn  28S  reHbl
pubocomHon PHK cobpaHbl B bonblime Knactepbl, cogepKawme okono 40 konuim
Kaxporo reHa. OHM NOKaNM30BaHbl B KOPOTKMX MJie4aX AKPOLEHTPUYECKUX
XPOMOCOM B PalOHaxX AAPbILKOBbIX OPraHM3aTOpPOB M UX OOHapyXMBAKOT MNpwu
OKpalmBaHum cepebpomy.

Ba)XHble 23/1emMeHTbl B HOMEHK/1aType XpoOMOCOM — YeTKO BuaumMble
OpuneHTnpLbl, nNpeacrasjieHHble NOCTOAHHbIMU 7 OoT4yeTINBbIMU
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MOPGHONOrMYECKMMN OCOBEHHOCTAMM XPOMOCOM WU Aenduine ux Ha panoHbl. K
TakMM OpPUEHTUPAM OTHOCAT KOHLbI XPOMOCOMHbIX Nae4y, LEHTPOMEpPbI U
onpefenieHHble, Haunbonee 4eTko BuAMMble 63HAbI. Hymepauuio 63HA0B WM
palioOHOB OCYLLECTBAAIOT B HanpaB/JeHUU OT LEHTPOMEpPbl K Tesnomepe. PaiioHbl
XPOMOCOM COCTOAT M3 63HA0B. BaHAbI, MCNONb3yemblie B KayecTBe OPUEHTUPOB,
NO/HOCTbIO  BXOAAT B COCTaB  JAUCTa/NbHOro  paroHa. [lepeyeHb MU
onucaHne 63HA0B, MCMNONb3YEMbIX B HOMEHKNATYpPe XPOMOCOM 4Ye/loBeKa B

KayecTBe opueHTnpos, npuseseHbl ISCN (2009).

Ona 0603HaYeHNA KOPOTKUX U AJIMHHbBIX N1E€Y XPOMOCOM, 3 TaKXKe PahOHOB U
63HO0B, PACNOJIOMKEHHbIX B HUX, WCNOAL3YIOT CcAegylowme CUMBOAbL: P —
KOPOTKOE MNaAe4yo XPOMOCOMbI, q — AJMHHOe nne4yo. LeHTpomepy obo3HauatoT
CMMBOJIOM «cCen», HO Ana obo3HauyeHMA ee 4acTu, MpUnexalwen K p-nnevy,
NPMMEHAOT cMmBon «pl0», a npunexkawen K g-nneyy — cmmeon «qlO». PalnoH
XPOMOCOMHOIO nJeya, 6AuMKalwum K ueHTpomepe, obo3HayatoT umdpon 1,

cnepyrowmn — undpon 2 n 1.4.

[Ans 0603HaYeHMAa MHAMBMAYANbHOrO 63HAA MCNO/Mb3YHOT YETbIPEX3HAUYHYIO

CUMBOJINKY:

eriepBan uudppa o0H603HaAYaET HOMEP XPOMOCOMbI, B KOTOPOIM S1I0KAIM30BaH
63HA;:

*BTOPOM CUMBOA (P UK ) 0603HAYAET NJAEYO XPOMOCOMbI;
*TPETUN CUMBOJ1 — HOMEP PaoHa, B COCTaB KOTOPOro BXOAUT 63HA;
*yeTBEpPTbI CUMBON — HOMep 63HAa B cOCTaBe paloHa.

Hanpumep, cumeon «1p31» o3Hayaem nepsobili 63HO, /10KAMAU308AHHbIU 8

mpembem palioHe KOpoMmKOo20 rnae4ya XpoMocomsl 1.

Ans onucaHusa cybb63HOOB B cocTaBe 63HAa nocne Homepa nocsieaHero
CTaBAT TOYKY, a 3aTeM Homep cooTBeTcTBylowero cyb6aHaa. Cyb663HAabI
B npeaenax 63HAa TaKKe HYMepPYHOT B HanpaB/ieHUM OT LEeHTPOMEPbI K Te/IOMEpE.
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Tak, B 63Hae 1p31 BbigenaoTr Tpu cyb63HAa: 1p31.1, 1p31.2 u 1p31.3, us3

KoTopbix 1p31.1 — npoKkcumanbHbi, a 1p31.3 — AnUCTaNbHbLIN.

Echm cyb663HAbl noapa3fenatTca Ha 4YacTu, TO UX TaKXKe HymMepyroT
umdpamm, HO VyKe 6e3 ucnonb3oBaHMsA NyHKTyauun. Hanpumep, 1p31.11
O3Ha4yaeT NPOKCMMaANbHbIM 3n1emeHT cybbaHaa 1p31.1.

OvnddepeHumanbHoe OKpawmBaHMe MeTadasHbIX XPOMOCOM YesI0BEKa
NO3BONIM/IO BblAENUTb B HUX OKoso 400 63Ha0B M cyb663HA0B. Mcnonb3oBaHue
npomeTadasHbiX M NpodasHbIX XPOMOCOM MPUBENO K  3HAYUTE/IbHOMY
YBE/IMYEHUIO pa3peLlatolen cnocobHocTn metoga. Yncno naeHTMenumMpyembix B
raniougHom Habope XpPOMOCOM 3/1eMEHTOB AOCTUraeT MOYTU ABYX TbICAY, HO
MaKCMMa/IbHOE YMC/I0 HAAEKHO NAEHTUDULMPYEMbIX 3/IEMEHTOB, KOTOPbIE NErnu
B OCHOBY cO34aHuA ugmorpamm, He npesbicnno 850. ISCN (2009) skatoyaet
nAMOrpaMmmbl NATU YPOBHEN pa3pelueHuns, cootsetcTBytowmx 300, 400, 550, 700 u
850 anemeHTam B ranjouMgHom Habope xpomocom. M3ameHeHus ISCN (2009)
oTHocutenoHo ISCN (2005) 6bian nogpobHo onucaHbl B 2009 r. BpotmaHom U

COaBT.
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