XPOMOCOMHBIE AaHOMAJINH

CHE 8952 O6buwas reHeTnKa - 6B05105 buotexHonorus
Hepensa 10 - XKaHuna3oB XK.A., cTapwimim npenogaBaTtenb



Il)1aH JIeKITUN

Knaccmoumkaums XpoMOCOMHbIX aHOMaAnUM
CTPYKTYpHblE NepecTpouKmn
AHeynaouamm n MeXaHMU3M HePaCXOXKAEHUS

OCHOBHbIE CUHAPOMBI
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MeTtoabl ANArHOCTUKU
Hefens - XPOMOCOMHbIE
aHOMaInu




Kiraccupukamus

Yucnosble (reHOMHbIE) CTpYKTYpHbIE
N3MeHeHMe Yncna XpoMOCOM: aHeynaonams, M3MeHeHMe CTPOEHMS XPOMOCOMBbI: Aeneums,
noAnnIonams AyNAnKaums, UHBEPCUs, TPaHCIOKaLMS



CTPYKTYypHBEIE IIepeCcTPOUKHU

deneuns [MoTeps ydyacTka CUHAPOM «KOLLAYbEro KpMKa»
dynnavkauuns YaBoeHue yqyacTtka
NHBepcus MoBopoT yyacTka Ha 180°

O6MeH yyacTKaMM HEFrOMOJIOTMYHbIX .
TpaHcnokayusa t(9;22), dunagenbouiickas xpomMocoma
XpOMOCOM



AHeyILUIOUIUH B IIUPpax

47 1:700 45,X

XpPOMOCOM Mpu yacTtoTa CMHApPOMaA CUHOPOM
Tpucomum 21 [ayHa cpegu LLlepeweBckoro-
HOBOPOXOEHHbIX TépHepa

YacTtoTa TpMCOMMI PacTET C BO3pacTOM MaTepu.

47,XXY

CUHAPOM
KnanHdenbtepa



HepacxoxaeHue XpoMoCOM

HepacxoXxaeHue Famertsl 3urora

B Meno3se | nnum ll n+imn-1 2n+1wuwm2n-1

TpucoMmua — AULLIHAA XpOMOCOMa, MOHOCOMUA — MoOTeps OAHOﬁ XPpOMOCOMBDbI.



OCHOBHBIE CHH/IPOMEI

oo oo e

JayHa Tpucomms 21
SaBapaca Tpucomus 18
[Maray Tpucommsa 13
LLIepelueBckoro-TépHepa 45X

Knanndenbrepa 47 XXY

NHTennektyanbHasi HEOCTaTOMHOCTb, XapaKTepPHble
YyepTbl

MHOXECTBEHHbIE MOPOKU, TAXKENOE TEYEHME
TsXKENble NOPOKN PasBUTUS
Husknm poct, becnnioane

[MnoroHagusm, BbICOKNM POCT



TpaHciIoKaIuu

CbanaHcMpoBaHHble HOCUTENN OObIYHO 340POBbI

Puck: HecbanaHCMpPOBaHHbIE FAMETbI U NOTEPS
6epeMeHHOCTH

PobepTcoHOBCKas TpaHCI0KaUMs 06beanHaeT
AKPOLLEHTPUYECKNE XPOMOCOMbI

t(14;21)

Okono 4% cnyyaeB cmHapoma JlayHa cBsi3aHbl €
TpaHCAOKaUuen npumep TpaHCAoKaumnm




MeToabl TMAarHOCTHUKH

KapuotunupoBaHue FISH
AHanus OKpall€HHbIX XPOMOCOM MO G-63H,D,MHFy <D11yopecu,eHTHb|e 30HAbl K KOHKPETHbLIM Y4aCTKaM
MuKpoMaTpUyHbIN aHaNU3 lNMpeHaTanbHble TECTbl

BbiaBnser Mukpogeneumm n aynankaumm HeunHBa3uBHbIM aHaNU3, aMHMNOUEHTES



HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

YeM CTpyKTYpHble aHOMaANUN OT/INHAKOTCS OT YNC/IOBbIX?
Kak BO3HMKaeT Tpucomus’?
Kakon kapmnoTtun y cuHapoma LLlepelueBckoro-TépHepa?

MpaKTUKa: CXeMbl U MPUMEPbI CUHAPOMOB

163-173
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