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FEEHETUYECKUE XAPAKTEPUCTUKA
KPUNTOPXU3MA Y OETEN

MyauHos T.C.!

HayuHble pykoBogutenu: npod. [1.A. Mopoz3oB'?,
npodc. N.10. KOpoB?

"MepBbIi MOCKOBCKUIA rOCYAapCTBEHHbIN MEAULIMHCKUN
yHusepcuteT umenun .M. CeveHosa MuHsgpasa Poccumn
(CeuveHoBckun YuueepcuteT), Mocksa, Poccus;
2HayyHo-uccnenoBaTenbCkuid KMMHUYECKUIA UHCTUTYT
neavaTpvm u OETCKOW XMPYPrum NMeHn akagemumka

10.E. Benbtuwesa, Mocksa, Poccus;

SHayuyHbI ueHTp ncuxmyeckoro 3gopoBbsi, Mocksa, Poccus

KnioueBble cnoBa: demu; Kpurnmopxu3am; XpOMOCOMHasi
HecmabusnbHocmb; coMamu4yeckull Mo3auuyusm

AKTYyaJBbHOCTb. XPOMOCOMHAsI HECTaOMIBHOCTE — (hopMa
Bapra0eIbHOCTH TeHOMA WIIM COMAaTHYeCKOTO MO3anlu3Ma B BU-
Je HecTlelM(UUECKUX U3MEHEHUH YHcia, CTPYKTYpbl, MOp¢hoIo-
THH 1 TIOBEJICHUS] XpPOMOCOM B KJIeTO4UHOU momysauun. Kiaccuye-
CKHU O HECTaOMIILHOCTH I'€HOMA HJIM XPOMOCOM CBH/IETEJIbCTBYET
naroMop($ho3 HeHpoIereHepaTUBHBIX M OHKOJIOTHYECKHX 3a00IIe-
BaHHH, OHAKO PadoT, MOCBAMIEHHBIX aHAJIH3Y XPOMOCOMHOH He-
CTaOMIBHOCTH Y MaJIbYMKOB C KPUIITOPXU3MOM, €MI€ HeI0CTaTou-
HO. Iles1b: onpenenuTh reHeTHIECKIE XapaKTePUCTUKU KPHIITOP-
XH3Ma y MaJIBYHKOB.

MarepuaJjibl 4 MeToAbl. ObcienoBano 30 nereil B Bo3pacte
ot 4 Mec 110 14 net (cpenHuii Bo3pact 6 JieT) ¢ pa3nuaHbeIMU (op-
MaMH KpHNTOpPXH3Ma. MCIONB30BaHbI METOIBI IIUTOT€HETHIECKO-
IO U MOJIEKYJISIPHOTO aHaIn3a FeHEeTHYECKOTO Marepuana KpoBH
Y TKaHEH reHUTaNbHOH 00acTy.

Pesyabrarsl. [Ipu nurorenernueckom ananuse y 13 (43,3%)
MaJIbYMKOB BBISIBIICHA HECTAOMIIBHOCTh B BUJE YHMCICHHBIX
U CTPYKTYpPHBIX aHOMAJIUH XpOMOCOM, 0COOEHHOCTEH MOp(oJI0-
THH U TToBesleHus xpomocoM, y 3 (10%) nereit — comarnueckuit
MO3aUIM3M TI0 YHCJICHHBIM aHOMAIMSIM XPOMOCOM (aQHEYIIIIOH-
nust aytocoM U roHocoMm: 45, X [3]/46, XY [37]; 47, XY + 9[9]/46,
XY [21]; 45, X [3]/46, XV [27]). Y 2 nereii B Bo3pacTe /10 5 JieT
ObUT TUarHocTHpoBaH cuHIpoM [Ipanepa—Buium 10 ero xinvHU-
yeckoit Manugecrauuu. [Ipu ¢iayopecueHTHOH THOpUAN3AIIH
in situ (FISH) onpezneneHo Hanmaue XpOMOCOMHOM HECTaOMIIb-
HOCTH ¥ YTOUHEH e€ ypOBeHb (051 aHOMAIBHBIX KIIeTOK). [loiy-
YEeHHBIX JaHHBIC SBIIIOTCS 3HAYUMBIM OCHOBAHUEM IS IOHMMa-
HUS SMOpHOreHe3a U aTOreHe3a KPUITOPXU3Ma.

BbiBoabl. XpoMOcOMHasi HECTAOUIBHOCTh YacTO PETUCTPH-
pyeTcsl P pa3iYHbIX KIMHAYECKUX BapUAHTAX KPUIITOPXHA3Ma
y IeTeil 1 MOXKET paccMaTpuBaThCs KaK JIEMEHT MaTroreHes3a Ha-
PYLIEHUS ONMYIISHUS SH4YeK U popMHupoBaHus mmona. Heomymenne
SUYEK SIBISCTCS MapKepoOM BPOXKIEHHBIX XPOMOCOMHBIX M T€He-
TUYECKUX aHOMaJIHi.



