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XpoMOCOMHbIE 00Jie3HM — OoJiblliasi TpyImna IaTo-
JIOTMIECKNX COCTOSTHWI, BO3HHMKAIOIINX B pe3yIbrare
aHOMAaJIMI KOJIMYECTBA WIIM CTPYKTYPBI XPOMOCOM KaK B
ITOJIOBEIX, TaK ¥ B COMAaTHYECKMX KJIeTKaxX. Ipyrma cTpyK-
TYPHBIX IIEPECTPOCK — camas MHOTOYMCJICHHAS II0 pa3-
HOOOpPa3WIO TUIIOB, OTHOCSIIINXCS K KJIACCY XpOMOCOM-
HBIX MyTalldii. Y:Ke BO BHYTPUYTPOOHOM IIEpUOE ITyTeM
JTOVMILIAHTAIIMOHHBIX TTOTEPh, CIIOHTAHHBIX a0OPTOB U
MEPTBOPOXICHUN TMMUHHUPYETCS TTOAABIISIONIAsT 9YaCTh
3UTOT C XPOMOCOMHBIMHA aHOMAJTUSIMU.

YacToTa XxpOMOCOMHBIX 3a00J1eBaHUI COCTaBISIET S—7
ciaygaeB Ha 1000 pomos [4]. XapakTep W TSKECTb KIIMHU -
YeCKMX CHUMIITOMOB IIPM PA3IWYHBIX THIIAX XpPOMOCOM-
HBIX TIEPECTPOCK OIPEHCIISICTCS CTEIICHBIO HapyIICHUS
reHerudyeckoro OanaHca. JIjisi OOJBIIMHCTBA ayTOCOM-
HBIX aHOMAJIMIT XapaKTePHBI IIpeHaTaIbHask TUIIOTPODUS,
IIOPOKU Pa3BUTHSL ABYX U 00JIee CUCTEM OPTaHOB, OJIUTO-
¢dpeHNST 1 CHIDKeHHE TToKa3aTeNeil (GpU3NMIecKOoro pa3Bu-
TUs. Y IeTeil ¢ XxpOMOCOMHOI MaTOJOTUEl YacTO BBISIB-
JISICTCST YBEJIMUICHUE KOJIMYECTBA CTUTM AMCIMOpPHUOTEHE-
3a WJIM TaK Ha3bIBaeMBIX MaJIBIX aHOMAaJIMI pa3BUTH [2].

CuHIpOM IeIeIINH ITMHHOTO T1e4a 1 1-i XpoMOCOMEI
ormmcaH B 1975 1. Furledu et al. [1, 3] Ha ocHOBaHUM cOOC-
TBEHHOTO HAOJTIONCHMS 1 aHAIM3a JINTepaTyphl. 3a0o0ie-
BaHMe B 2 pasa Jalle BCcTpedaeTcs cpenn meBouek. Cpen-
HsIS Macca Tesa pedbeHka npu poxaennu 2500 . Xapak-
TepHBIe (PEHOTUMMMYCCKIE TaHHbBIC: e opMaIs yeperia
(TpuroHOUEe AN, MaKpO- WIN MHKpoledanus), Ipy-
Oble YepThl JIMlIA, 1IAPOBUAHBIA HOC, pa3HOHAMpPaBJIEeH-
HBIC TJIa3HbIC MIeIN (MHOTIA STIUKAHT), TUTIEPTEIOPH3M,
IIAPOKUI POT C TOHKUMH Ty6aMu (pOT KapIia), BEICOKOE
He00, HU3KO TTOCakeHHBIC 1 1e(pOpMUPOBAHHEIC YIITHEIC
PaKOBMHBI C HEIOPa3BUTON MOYKOM, KIIMHOMAKTHIIHS,
BapyCcHOE IIOJIOXEHWE CTOI, aHOMAJbHOE pPacITOIOoXKe-
HHE TaJIblleB Ha HOTaX, TMIIOCITAIUS YUIM KPUITOPXHU3M.
JIOBOJTBHO YacTO BCTpeUYaeTCs TaKast MaTOJIOTHS IJ1a3, KaK
KOJIOOOMA pamyKKH, TJIayKoMa, IIOMYTHEHHUE POTOBUIIHI,
MUKpodTaaTbMus. M3 TTOpOKOB BHYTPEHHHX OPTaHOB
YacTO PETUCTPUPYIOTCS TSKEIbIe aHOMAJIUM CepaIa, Mo-
YeBOM M NIPYruxX cUCTeM. IIpM KIacCHMYecKOM TeUeHWH
TAHHOTO 3a00JIeBaHMUS OLICHUTD 3a¢PXKKY YMCTBCHHOTO
Pa3BUTHUSI TOBOJIBHO CIIOKHO.

B OonpmmHCTBE HaOMIOneHN neimenud 1uieda 11-i
XpOMOCOMBI — MyTanusi de novo. Kputuueckumm cer-
MEHTaMU IBISTIOTCS 21—24, moTeps KOTOPBIX BEIET K
MMOSIBJICHUIO KOMIUIEKCa TUITMYHBIX aHOoManuii. C 1ep-
BBIX CJTy4aeB ONMCAHMS JaHHYI0 MOHOCOMUIO IIPUHSITO
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Ha3bIBaTb CHMHAPOMOM. HpI/IBO,Z[I/IM COOCTBEHHOE Ha-

OJIIoeHUE.

Ponurenu npodanga M. — neBouka 2005 rona poxkaeHust — 00-
PaTWIVCh B MEIMKO-TEHETUIECKOE OTICICHUE C XXalo0aM1 Ha 3a-
JEPKKY IICUXOMOTOPHOTO Pa3BUTHUS U SITUIIONOOHBIE CUMITTOMBI
y pebeHka. CeMeliHbIii aHAMHE3 He OTSITOLLEH, TeHETUYEeCKHUX 3a-
GoJieBaHMIA y OIVDKAUTIIMX POICTBEHHUKOB He 3apeTUCTPUPOBaHO.
He ycraHOB/IEHO TEPAaTOreHHOIO BIMSIHYS B TEUEHUE AaHTEHATAIb-
Horo nieprofa. Tpu npeapiayiye 6epeMeHHOCTH Y MaTepy 3aKOH-
YWJIKCH POXKICHUEM 3I0POBOrO pebeHKAa 1 ABYMST METULIMHCKMU
abopramu. Poguresnn 3M10poBbI, KO BpeMEHH POXKIEHMSI IIpoGaHIa
marepu 0b10 33, oty — 34 roaa. ITpodeccruoHanbHBIX BpeaHOC-
Teil B aHaMHe3e He 3aduKcHpoBaHO. bepeMeHHOCTh TpoTeKaia
C YIPO30ii MpephIBaHUSA U 3aKOHYMIACH CPOYHBIMU POIAMM IIy-
TeM KecapeBa ceueHus. Macca pebeHka rmpu poxkaeHun — 2970 1,
pocT — 49 cM, OKpY>KHOCTb T'0JIOBBI — 31 cM.

IIpu ocMoTpe TeaoCIOXKeHNE peOeHKa IIPaBUIbLHOE, yMe-
peHHoro nutanus. Yeper OKpyIIbli, IpyaHast KJIeTKa LUIMH-
npudeckas. Koxka M BUAMMEBIE CIIM3UCTbIE OOOJIOYKU YHMCTBIC.
HaiineHbl aHOMAaIMU CTPOEHUsI 3y0OB M JEBCTBEHHOI IUIEBHI,
TUIOCKOCTONME M BajbrycHas aedopmauusi crom. ITokasare-
JI1 00111ero U OMOXMMUYECKOTO aHAJIM30B KPOBU B Mpeaeiax
HOpMbL. IIpu yIBTpa3ByKOBOM HCCIENOBAHMU BHYTPEHHUX
OpraHoB MaTkKa B Buje Tsika pasmepoM 1,3x0,3x0,7, sMaHUKU
TIOCTOBEPHO JIOIMPOBATh He yaasoch. [1py UTOreHeTHIeCKOM
HCCIeq0BaHUU Nepr(eprIecKOil KPOBU OIpeneIeH KapUOTHIL:
46, XX, del (11)(q21g23.1). IIpu1 IUTOreHETUIECKOM HCCIIEN0-
BaHWM KPOBU pOAUTENICH peOeHKa XPOMOCOMHOM TMATOJOTUM
He HaiifeHo. [{uartos: «XpoMocoMHast 00JIe3Hb: CHHIPOM JIe-
JIEUUM JJIMHHOTO Tuieda 11-if xpomMocoMbl. PUCK TTOBTOpHOTro
pOXIeHusT pebeHKa ¢ aHAJIOTUIHBIM 3a00JIeBaHUEM TTPEBBIIIA-
€T MOMYJISIUOHHBIA YpOBEHD Ha 1%».

OnucaHHasg KIMHAYecKas KapTHHa OTIMYacTCAd OT
KIIAaCCUMYECKOT'O BapraHTa CUHApOMa ACJICLNN OJIMHHOTIO
nieva 11-i XPOMOCOMBI OTCYTCTBMEM MaAJIbIX aHOMAaJINIA
" TDY6LIX IIOPOKOB pa3BUTHUA CO CTOPOHBI BHYTPCHHUX
OpraHOB. B IIPUHIINIIE COMAaTOTCHETUYCCKUE JaHHbIC 00-
CJICAOBAaHHOTO pe6eHKa HE COOTBCTCTBOBAJIM HU OJHOMY
N3 KIIMHUYCCKUX CUHAPOMOB, OITMCAHHBLIX ITPX ayTOCOM-
HBIX MyTalluAX.
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ATYPICAL CASE OF THE SYNDROME OF THE LONG
SHOULDER DELETION OF THE 11™ CHROMOSOME
E.I Kostyrko, Zh.V. Prokoptseva, Kim Mi Dya

Sakhalin Regional Hospital (Yuzhno-Sakhalinsk)

Summary — Case from practice. In the child with the mental re-
tardation and epileptic seizures cariotyping showed the deletion
of the long shoulder of the 11" chromosome. Parents and close
relatives are healthy. The case differs from the classical descrip-
tion of similar anomalies by the absence of congenital organ
anomalies and so-called small signs.
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