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BBIZKUBAEMOCTD BOJIBHBIX MJIC NIOCJIE AJIJIO-TI'CK

B 3ABUCUMOCTHU OT HUTOI'EHETHYECKOI'O IPO®UJIA

XpOMOCOMHBIE aHOMAaJIMA BCTPEYAIOTCS TIPH-
MEpPHO Y IMOJOBUHBI MAIlUEHTOB C MEPBUYHBIM MH-
enogucractudeckuM cuugapomom (MJIC) u sB-
JISTFOTCST  BaXHBIM TTPOTHOCTUYECKUM  (DaKTOPOM.
CorracHO HOBOI MeEXIyHapOJHOM cCHCTEME OLEH-
ku pucka nnipu MJIC (R-IPSS) Beigeneno nsars npo-
THOCTHYECKHUX UTOreHeTnueckux rpynt (J.Schanz
et al, 2012). B nepByto rpynmny ¢ O4€Hb XOPOIIUM
MPOTHO30M BOIIUTM TaKHW€ aHOMAJWU, KaK JCICIUs
11q 1 motepst Y. Bropyro rpynmny ¢ XOpoIuiuM mpo-
THO30M (popMHPYIOT OOJIBHBIE C HOPMaJIbHBIM Ka-
puotumniom, aexenusMu 5q, 12p, 20q u aBoliHbIE
XPOMOCOMHBIE IIEPECTPONKH, COUETAIOIMHUECS C 5q
neneurei. TpeTbio NPOMEXKYTOUHYHO TpYINILy CO-
CTaBISIIOT Jesneunu 7q, Tpucomuu 8 u 19, nzoxpo-
mocoMma 17 1o JJTMHHOMY IUIeYy U ApyTue JBOMHBIE
aHOMaJIMM. XPOMOCOMHBIE abepparuu, GopMupy-
FOIME YETBEPTYIO TPYIILY C TUIOXHM MPOTHO30M
BKJIFOYAIOT MIEPECTPONKHU C BOBJIEUEHUEM 3(, MOHO-
comusi 7, IBOMHBIE abeppalui ¢ MOHOCOMUEH 7 WiTn
Jenenueit 7q, CJIOXKHbBIE IEPECTPONKHU C TTOBPEXKIE-
HUEM TpEX XxpoMocoM. IIaTyro nUTOreHeTu4ecKyto
TPyNmny C OYEHBb IUIOXUM IMPOTHO30M COCTAaBIISIIOT
CJIO’KHBIE XPOMOCOMHBIE HapyILLIEHUS C BOBJICUEHU-
eM Oosee Tpex xpomocoM. IlokazaHo, 9TO HOBBIC
MPOTHOCTUYECKUE IPYNIIbI O0Jiee TOUHO ONpeeis-
FOT UCXOJ1 3a00JIEBAaHUS U BEPOSITHOCTh PELUANBA, B
TOM YHCJIE U TOCJE AJUIOT€HHON TpaHCIUIaHTallu|
TeMOTIOATHYECKHUX CTBOJIOBBIX KiIeTOK (amno-TI'CK)
(H. J. Deeg et al, 2012).

B nanHoit paboTe nmpoaHaIu3upOBaHbl pe3ybTa-
ThI [IMTOT€HETHYECKOT0 HcciienoBaHus 46 OOIbHBIX
(22 myxunH u 24 xeHmuH) ¢ nepsuaabiM M/JIC,
KOTOPbIM B HalleM MHCTUTyTe Obljla IMpPOBEICHA
amno-TI'CK B niepuon ¢ 2009 o 2013 roa. Bospact
6oabHBIX OT 10 Mec mo 58 ner (Menmana 26,2+2,8
net), u3 Hux 16 gereit B Bo3pacte g0 14 net (35 %),
7 mogpocTtkoB oT 14 1o 21 roma (15%), u 23 B3poc-
aeix crapuie 21 roma (50%). OCHOBHYIO KOropry
(hopmMupoBay NAaMEHTHI ¢ pepaKTEPHON aHEMUECH
¢ u3bsiTkoM OnactoB (PAMB-1 u PAUB-2) — 75 %,

MAIMEHTHI ¢ pepaKTepPHOU ITUTONICHUEH C MYJIBTH-
JMHEWHOU nucruiasuel cocraBisumm 22 % u ¢ ped-
paKTEpHOI aHEMUEN C KOJIBLEBBIMU cuaepoOiacTa-
mu — 3 %.

YucneHHble W/WIM CTPYKTYpPHBIE XPOMO-
COMHBIE MEPECTPOHKH ObLIM OOHApPY>KEHBI Y
34 SonbHbIX (74 %), HOpMAJIBbHBIA KapUOTHUI —
y 12 ygenoBek (26 %). Pacnipenenenue 1o natu
MPOTHOCTUYECKUM ITUTOT€HETUYECKUM BapHaH-
TaM OBUIO CJIEAYIOIIMM: O4YEHb XOPOIIWM MHpo-
rHO3 — 4 % O6onbHBIX, Xopommii — 31 %, npo-
MexXyTOuHbIN — 20 %, noxoit — 41 %, odyeHsn
miioxoit — 4 %. BBuay Mallo4nCI€EHHOCTH Tep-
BOM U OSITOM I'pyIIl OPU IIPOBEACHUN CTAaTUCTH-
YECKOIo aHajlu3a Mbl OOBEIMHWIIN I[ITUTOI€HETH-
YeCKHE TPYNMbl C OYEHb XOPOIIMM M XOPOIIUM
MIPOrHO30M, a TaK)Ke I'PyINbl C OYEHb IUIOXHUM U
I0XuM nporao3oM. K mpormocruyeckn Oiaro-
OPUSATHBIM HUTON€HETUYECKUM (aKTopam ObLI
OTHECEH HOpMaJIbHBIM Kapuotun (n=12), ne-
seunu 5q (n=2) u 11q (n=2). I'pynny c kapu-
OTUIIOM MPOMEXKYTOUYHOI'O IMPOrHO3a COCTAaBU-
mu OosbHBIE ¢ TpucomusMHu 8(n=4), 21(n=1),
22(n=1) xpomocomsbi, der(1;7)(ql10;p10)(n=2)
n dic(1;15)(n=1). HeOnarompusaTHBIE XpPOMO-
COMHBIE AHOMAJIMM COCTaBJISUIM MOHOCOMUS
7(n=13), peapanxupoBku 3q26 nokyca (n=5)
U CIOKHBIE XPOMOCOMHBIE a0eppaiuu ¢ Tpems
n Oonee nepecrpoiikamu (n=3). IIpoBeaeHnoe
HWCCIICIOBAaHUE TIOATBEPAMIIO, YTO OOIIasi BBI-
’)kuBaeMocTh mnocie amwto-TI'CK Obiia Hau-
MCHBIIIasE B TpyIIe IaIMeHTOB, HWMEIOIINX
HeOmaronpusaTHeI  kKapuoturl. OOHapyXeHa
JIOCTOBEpHAasl pa3HHULIa MEeXAy OOIIeil BhIKHBa-
€MOCTBIO B IIUTOTCHETHYECKHUX TpyImIax ¢ Ona-
TONPUSATHON U HEeOGIaronpUsiTHONM IIUTOreHETH-
koui. lIpenBapuTenbHBIE OaHHBIE ITOKAa3BIBAIOT,
4TO XOpouuil nporHo3 nocie amio-TT'CK mo-
J)KET OBITh TaK)KE€ CBSI3aH C HAJIUYHEM DPEaKIUu
TpaHcIUiaHTar npoTus xo3smHa (PTIIX).
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