XPOMOCOMHbIE aHOMaNnun

* XPOMOCOMHbIE aHOManun —
HapyLleHne B YNCINEHHOM COCTaBe
XPOMOCOMHOIro Habopa, a Takxke
N3MEHEHUNS CTPYKTYPbI OOHOUN UK
HECKOJTbKMX XPOMOCOM
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XPOMOCOMHbIE
aHoManuu

* lI3aMeHeHne Yyncna XxpomMmocom
(reHOMHblE MyTaLuNn)

* KI3aMeHeHne CTPYKTYpPbl XPOMOCOM
(XPOMOCOMHbIE MYyTaLK)



VI3aMeHeHne Yyncna Xxpomocom

 [lonunnongmn - yBenn4yeHme Konn4ecTBa

XPOMOCOM, KpaTHOE ranmnongHoMy
(69, 92)

« AHEynnonagnum - yBernu4eHue unm
YMEHbLLUEHNE KONMMYecTBa XpOMOCOM, He
KpaTHOE ranfionaHoMy
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CuHapom Llepelwesckoro-TepHepa
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CvHapom KnauHgpenbTtepa




[Tlonncomunsa xpomocombl X
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LinToreHetn4yeckme dgoopmebl
XPOMOCOMHbIX aHOMaNunu

* PeryndapHble
* MO3au4HbIE



Mo3anumsm -

HanM4me B OHOM OpraHn3Me HECKONbKUX
KNETOYHbIX NUHUA (KNETOYHOW NUHUN C

YMCNTIOBON WM CTPYKTYPHOU aHOManueu
XPOMOCOM B COYETAHUU C NIMHUEN KIETOK C

HopMasibHbIM HADOPOM XPOMOCOM):

* mos47 ,XXY/46,XY
e mos4 7 ,XX,+21/46,XX



CuHapom [ayHa
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CuHgpowm [laTay




CTPYKTYPHbIE aHOMaIIMN XPOMOCOM

» [leneuus

« lynnukauuns

* /IHBepcu4

* lHCcepuu4

* TpaHcnokauus

* /Isoxpomocoma

* [InueHTpnyeckaa xpomocoma
« KonbueBasa xpomMmocomMa



[leneuyuns -

°* yTpata 4aCctm XpoMOCOMHOIO Martepuaria.

-TEPMUHAJIbHAA AEJieund — yrpara
ANCTAalJIbHOIO y4aCTKa XPOMOCOMBblI,

-UHTEpPCTMLUManbHaa geneumsa — ytpara
BHYTPEHHEro CerMeHTa XpOMOCOMbI



CUHAPOM «KOLLIAYbero Kpuka»




[leneunsa y4acTka XpoMocombl 16
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Lynnukaunsa —

* yABOEHME y4acTKa Kakon-nnobo
XPOMOCOMBbI



[dynnukauma y4actka XpoOMOCOMbl 7
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MHBepcua -

NOBOPOT y4YacTka Xpomocombl Ha 180°

- NapaueHTpUYeckme NHBepCcun
(BHYTpUNe4vyeBkble);

- NepPULIEHTPUYECKMUE NHBEPCUN
(Mexnrne4yeBble, C yH4acTMeM LLeHTPOMEpPbI)



NHBepcua xpomocomer 4




TpaHcnokauus -

nepecTponka gByX XpOMOCOM C NepeHOCOM
yyacTka ogHOW XpOMOCOMbI Ha APYryro
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TpaHcnokaunga mexay
XpomMocomMmamMum X u /




PobepTcoHOBCKasda TpaHcnoKaLus

45 XY, der(13;14)(p10;p10)
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PobepTCcoHOBCKas TpaHcrokauus
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* XPOMOCOMHbIN NONMMOPdU3M —

M3MEHYNBOCTb pa3MepoB
reTepoxpomMaTUHOBbIX pallOHOB
(I'X) Xxpomocom

gh+ gh-



Xpomocoma 9 ¢ ysenuUYeHHbLIM
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Kapuotun nnoga
C XPOMOCOMHbIM MONMMMOPMPMN3MOM MO
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Kapuotun nnoaa 46,XY,1qh+




Cny4yan XpoOMOCOMHOIO

Y3HU

MBIIP, BIIP ITHC
HE COBMECTUMBIE
C KU3HBIO

nonnmMmopdousma
Nno xpomocome 1

I1A BCKpbITHE

[ToarBepauno Hanuuue MBIIP u cturm nu3sMmOpHoreHesa.
Y 1wiona WMEIUCh: CIIMHOMO3TOBAas TIPbIXKA KPECTIOBO-

KOMYMKOBOM  00JIacTH, TUIIOIUIA3Usl  MO3XKEUKa,
HABHUCAIOIINI 3aThUIOK, BBICTYMAIOIIUME JOOHBIE OYyTIpHI,
HU3KO PAaCHOJIOKECHHBIE, au3MoppudHbIe YW,

VIUIOLIEHHOE JIUL0, TUIIEPTEIIOPU3M IJ1a3, IIUPOKAs CIIUHKA
U KOpPEHb HOCA, BBICOKOE HE0O, TMMOIUIa3usl H.YEJIIOCTH,
KOPOTKMM HOC C pPa3JIBOCHHBIM KOHYMKOM, OTE€K JI€BOU
CTOIbI, BBICTYMAIOIIUN 1100, BBICTYIAIONIUE TEMEHHBIC
KOCTH.

YCTaHOBJIEH AWAarHo3: CIMHOMO3IOBas IpPbDKa
KPECTIIOBO-KOMMUUKOBOUW 001aCTH, TUIIOTLIA3UsT MO3KEUKA.



Y ANUHEHHbIE CNYTHUYHbIE HUTU B
xpomocome 14
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BaprnabenbHOCTb CNYyTHUYHbIX
HUTEN N CMYTHUKOB

« 21ps+ yBennyeHne pasmMmepa CnyTHUKOB

« 22pstk+ yBennyeHmne gnmHbl CNYTHUYHbIX
HUTEN

* 13pss ABOWHbIE CIYTHUKU
* 15pstkstk OBOMHbIE CMYTHUYHbIE HUTU

* 9gh+ yBenuyeHue OnNvHbI
reTepoxpomMaTUHOBOIO panoHa

* Ygh- yMeHbLUeHVe ONUHbI
reTepoxpomMaTuHOBOro panoHa



YBenuyeHHbIe CNyTHUKKU B Xpomocome 13
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XpPOMOCOMHbIE abeppauunn

* BO3HKMKaOT CNOHTaHHO nopA
BNMUAHWUEM pa3HbIX Mo npupoae
doakToOpOB BHELLUHEN Cpenbl, C
KOTOPbIMW NOCTOAHHO
KOHTAKTUPYET KaXXablX YeroBekK



XpoMoCcOoMHast HECTabUIbHOCTb
(0OmeH)




XpoMOoCcOMHasa HECTabUIbHOCTb
(mMapHbIN parMeHT)







[ eTepOXpOMAaTUHOBbLIMU Ha3bIBAlOT
6osilee KOHAEHCUMPOBAHHbIE YYACTKW
XpOMOCOM B WHTep®a3HOM d4pe,
COOTBETCTBYHOLIME nNpexae BcCero
LLEHTPOMEPHbIM 7 Te€/IOMEpPHbIM

panoHaM XpPOMOCOM.
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* LleHTpoMepHbIN (Y BCEX XPOMOCOM);

* BTOPUYHbIX OKONOLIEHTPOMEPHbIX MNEPETSKEK
aytocomMm 1, 9 n 16;

* reTepoOXpomMaTumH KOPOTKUX nney;
aKkpoueHTpudeckmux aytocom 13, 14, 15, n 21,

22;
* FeTEePOXPOMAaTUH ANTMHHOIO nsieya

Y-XPOMOCOMBiI.



e KOMMNaKTHas cneunpunyeckas CTPYKTYpa
(opraHmnsauus HYK/1€0COM) B panoHe
LeHTpoMep onpeaenser ee @YHKUUID -
npuncoegnHeHune BepeTeHa AeneHuns 7
pacxoXXageHne XpoMOCOM;

B retepoxpomaTtnHe (Apo30®uUsbl), HECMOTpPS
Ha HWU3KOe coJepXaHMe reHoB B pacyeTe Ha
konunyecteo [HK, HaxoaaTca BaXHble TE€Hbl,
MYHKUNS KOTOPbIX HE TOJIbKO HEe NnoaaBNseTcs,
a HaobopoT onpegendercsa npunexawmmm
noBTopaMn U 6enKamMm rerepoxpomMaTmHa; 3TU
reHbl KOANPYIOT NPOTENHKWUHA3bI,
cybbeanHuubl G-6enka, noan(AAdd-pubosa)
nonuMepasy, KoTopas ydyacTBYeT B npoLeccax
penapauunn AHK n anonTto3e;



e Onpepenger NPOCTPAHCTBEHHYIO
BHYTPUAOEPHYIO apXUTEKTYpPY XPOMOCOM B
MHTep@da3e;

e Y-XpOMOCOMa HacCbILWEHa
NOBTOPAOLWLMMUCS 3/1EMEHTaMM,
BbiMaaeHue KOTOPbIX npnBOAUT K
MY>XCKOW CTEPUNIbHOCTMW.



e [eTepOXpOMAaTUHOBbIE paMOHbl XPOMOCOM

OKa3bIBatOT BIANSAHUE Ha
OYHKUMOHUPOBAHME  OKpYXakWnx  ux
reHoB (rmnote3a 06 ap@deKTe MosI0XKEHUS
reHoB);

e [eTepoXpOMaAaTUHOBblIE panOHbl XPOMOCOM
MMEIoT CeJIeKTUBHYIO LEHHOCTb B
ajantaumMm  4esnioBeka K  HEKOTOpbIM
SKCTpeMasibHbIM  CpeadoBbIM  (MaKTopam
(X004, rMMOKCKUS);




e CoaepxxaHue reTepoxXpoMaTnHa
6e3BpeaHO nNUWb A0 onpeaeneHHoro
YDPOBHSI, nepexos 3@ KOTopblK VY
HEKOTOPbIX HOCUTEsIeN CONPOBOXXAAEeTCs
PUCKOM HapylleHUN B pa3BUTUN INOO VY
HUX caMunx, Nnbo y nx aeTeun.



[ OHAaOHbI MO3anLUN3M

 Mo3anunam B NMosOBbIX KIeTKax
poauTeENnen

» ObycnasnmBaeT NOBTOPHbIE Cny4au
POXAOEHNA OEeTEN C XPOMOCOMHbLIMU
aHoOManMaMu



OgHopoauTenbckast AMCOMUS

* [1pn OPL] notomoK oumbo4yHo Hacneayer
BE roMOSfOrM4YHble XpOMOCOMbI OT OAHOrO
N3 poauTenen — nmbo oT maTepu

(matepuHckas OPL), nubo ot oTua
(otuoBckast OPL) n He nMeeT HKU ogHOoWn
KONMM yKa3zaHHOW roOMOorM4Hou

XPOMOCOMbI OT APYroro poanTens



OPL moryTt Bo3HUKaThL B
pesynerare:

HapyLLUEeHUS NPOLIECCA PaCXOXOEeHUS
XPOMOCOM B MENO3€e B Xo0Ae 0bpa3oBaHus
MY>KCKUX U XKEHCKNX MOMNOBbIX KINETOK;

* B MmutoTMYECKM OEenALmnXCca KNneTkax
3UrOTbl HA PaHHUX 3Tanax pa3BUTUS
3apoabilla ro fobdon n3 22 aytocom, a
TaKXe 1 No NMosIoBbIM XPOMOCOMaM
Habopa.



Tunbl OPO

* VIsoancomusa — HacnegoBaHue OBYX KOMUN
OAHON N3 XPOMOCOM, BO3HUKaOLLIEE NPU
HepacxoXaeHnun Xxpomocom Bo llgeneHnn
Menosa

» [eTepogmncommna — HacneagoBaHue
pebeHKOM [ABYX pa3HbIX FOMOJIOroB OT
O4HOro U3 poauTenen, B pesynbsrarte
HepacxoXXaeHnsa Xxpomocom B |
MEeNOTUYECKOM AeNeHnn



