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BBenenue

Mosonuctoe teno (MT) aBnaetca camou KpynHou
KOMuccypon ronosHoro wmo3ra. OHa cocTtout un3
bornee 200 MWNNMOHOB AaKCOHOB, 0OOpasyOLLNX
OMOTPOMHbLIE WM TETEPOTPONHLIE CBA3U MeXay
pasfnyHbIMKU 00NacTaAMMU Kopbl FOMMOBHOrO Mo3ra wu
UrpaeT KIr4YeBY Ponb B 0ObeAMHEHUN CEHCOPHBLIX
N aBuUratenbHbIX PYHKUUN.

MT pa3BuBaeTca C¢ 6 Hegenn 3SMOPUOHANBLHOIO
pasBUTUA C TECHOro B3aMMOOEWUCTBUA  Mexay
HEUPOHAMMN W KINEeTKaMW [NuKn, Korga nepBUYHbIE
aKCOHbl  UMHIYNSpHOW  KOpPbl  NPOXOAAT  4epes
cpeoHwor nuHuw. B MT  BbigenarT  4yeTblpe
aHaTOMWUYeCKne 4acTu. POCTPYM, KOJSIEHO, Teno u
Banuk. Bce 4veTkipe Yactu MT onpegensatotca K 17-u
Hegene passBuTUA nnoda, O4HaKo [danbHeullee
«CO3peBaHME» aKCOHOB MpodofmkaeTca U nocrne
poxgeHusa pebeHka o 4 net. AreHesna MT moxet
bbiTb nonHada, korga MT MOMNHOCTBIO OTCYTCTBYET,
nmbo 4yacTuyHas, Korga npPUCYTCTBYET robon n3
otaenoB. Hanbonee 4yactbiM nopokom pasputms MT
ABMNAETCHA €ero areHesusa (nofiHaa WM YactudHas),
OHa onucaHa ¢ Yactoton 1:4 000 HOBOPOXKOEHHbIX.

MeToanl

[IpOoCneKTUBHYO rpynny UccrnegoBaHUs COCTaBUNMK
202 npobaHaa ¢ nonHou/vacTuyHom areHesnen MT.
LinToreHeTnyeckoe wuccrnegoBaHue nMpoOBEOEHO BO
Bcex 202 cny4yaax. MoneKkynapHo-reHeTn4yeckoe
nccriegoBaHme  Ond noucka - MUKPOMNepecTpoek
XpOMOCOM rpoBeaeHo B 21 HabntoaeHnn —MLPA ans
NCKIIOYEHNA TeNOMEpPHbIX NMepPecTpoeKk XpoMocoMm, 7
npobaHaam BbINOJIHEH XPOMOCOMHbIV
MUKPOMaTPUYHbIN aHanus (XMA),.
MonekynsapHo-reHeTU4eckoe uccnegoBaHne  Ang
NONUCKa MOHOIEHHbIX NPUYNH OPMUPOBAHUSA MOPOKA
npoBegeHo 46 naymeHTam.

Pe3yabTrarnl

1 aTan. YctaHOBIEHNE XpOMOCOMHOro gncbanaHca (KpynHble NePECTPONKN)

C uenbi YTOYHEHUS XPOMOCOMHOW 3TUOMOrMM nopokoB pas3utna MT BO Bcex HabnwgeHusax npoBedeHO UUToreHetudeckoe wuccriegosaHne (G-banding).
LinToreHeTnyeckne HapyLueHus Obinn yctaHoBneHol B 17,8% (36/202) cnyyaes. [lpy cpaBHeHUW rpynmn C MOfIHOM U 4YacTudHom areHesven MT, npu XPOMOCOMHbIX
3aboneBaHuAX Yalle onpegenderca YyactuyHaga areHeansa MT (x?=22,59; p<0,001). B rpynne ¢ nonHoun areHesmen MT bbino 3apernctpnposaHo 4 cny4yasi, ¢ YaCTUYHON —
32 (OaHHblE NpeacTaBneHbl B Tabnuue).

[lpn aHanunse pes3ynbTaTOB LMUTOrEHETUYECKOro UCcnegoBaHus ObIfio YyCTaHOBMEHO, YTO MOfiHble Tpucomum no 13 mnu 18 xpomocomam ABAANUCbL CaMON 4acToun
naTosIorMen, CBA3aHHOM C YMCIOBbIMU MEPECTPOUKaMK, OHU onpegensanuck B 22,2% (8/36) cnydyaeB. KpynHble  CTPYKTYpPHble  MEPECTPOMKM  XPOMOCOM  Obinu
auarHocTtmpoBaHbl Yy 72,8%(28/36) npobaHaoB. CTPYKTYPHbIE NEPECTPOMKM XPOMOCOM B rpynrne UccneagoBaHuUs onpenensanucb ¢ BoBneveHuem 2, 4-10, 17, 21 n X
XpomocomM. CamMbiM 4acCTbIh XPOMOCOMHbIN AncbanaHC perncTtpupoBarica ¢ yd4acTMeM KOPOTKOro nrieda 5 xpomocombl (pl5pter) n kopoTkoro nnedvya 4 XpOMOCOMbI
(pl6pter). deneuma kopoTkoro nreda 5pl5 npuBoanT K PpopMMPOBAHUIO KIMHMYECKOro doeHoTuna cuHapoma Bonbda-XupluxopHa., B Hallen BbIOOpKe OHW COCTaBUNM
25,0% (7/28) nauneHTOB CO CTPYKTYPHLIM gmcbanaHcom. [leneunsa KOpoTKOro nreda XpoMmocombl 4 KIMHUYECKN MPOABASAETCA CUHOPOMOM «KOLUA4Ybero Kpuka», B rpynne
nccrnegoBaHUAa OaHHbIM BapuaHT BeTpedanca y 17,9% (9/28) npobangos. Mo 7,1%(2/28) cniyvyaeB 3apernctpmpoBaHHbl C geneumen OnnHHOro rnredya XpomMoCcOMbl 2,
YaCcTU4YHOW MOHOcOoMMen/Tpucommen 8p23 n gepmBaTHOU Xpomocomon 21. Bce ocTtanbHbIE CTPYKTYPHbIE NEPECTPONKM NpeacTaBreHbl B eMHNYHLIX HabnogeHusx.

2 3Tar. YCTaHOBIeHMe XPOMOCOMHOIo AncbanaHca 3a CHET MUKPOMNEPECTPOEK.

MornekynsipHoe nccriegoBaHue Ha Hanudne MUKPOMNEPECTPOEK XpoMocom npoeseaeHo 21 naumeHty ¢ MBIIP u/unm mMHOXeCTBEHHbIMU BPOXAEHHBIMU OCODEHHOCTAMM
pa3BuTtna (bonee 3 cTnurMm amMOpuoreHesa) B COMETaHUM C NMpeHaTaribHOW 3a4ep’KKoM pocTa nfoga unu 3agepkkom dusnyeckoro passutua (MeHee 10 pc) npu oueHke
pocTta u Beca. B 66,7% (14/21) cniy4yaeB Obin1 yCTAaHOBIIEH XPOMOCOMHbIN AucbanaHc (Mukpoaeneums Unm MMkKpoaynnmkaumns).

Taknm obpasom, cymMMapHO, C YYETOM KPYMHbIX N MUKPOMEPECTPOEK XPOMOCOM, AncbanaHc cpean naunmeHtoB ¢ areHesmen MT Obin yctaHoBneH B 24,3% (49/202)
HabnogeHusIx.

3 aTan. YctaHOBNEeHNEe MOHOMeHHbIX NPUYNH DOPMUPOBAHUA NMOPOKA.

B 46 HabnogeHnax BbIMNONMHEHO MOMEKYNAPHO-reHeTu4eckoe uccriegosaHue:. 37 geten ¢ cncteMmHbimm nopokamu LUIHC wvnn MBIIP, 9 — ¢ nsonnpoBaHHOW areHe3newu
MT. B 60,9% (28/46) cny4aax ObIno HanaeHbl NaToreHHble/yCNnoBHO NATOreHHble BapuaHThbl, SBNA0WMeca npmyinHon 3abonesaHunsa. Kpome toro, 3 naunmeHtam gnarHos
Oblf1 YyCTAHOBIEH HA OCHOBAHUN XapaKTepHOro KrnnHuyeckoro doeHotuna: cuHgpom Amnkapan (1), cuHaopom MapgeHa-Yokepa (1), cuHgpom dpuHca (1).
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