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ATUNU4HbBIA CNYYAU CUHAPOMA OENELIUN
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XpOoMOCOMHBIE 00Jie3HU — OoJiblllasi rpymnmna mnaTo-
JIOTUYECKUX COCTOSIHUI, BO3HUKAWOUIUX B pe3yjbTare
aHOMaJIMil KOJIMYeCTBAa UM CTPYKTYPhl XPOMOCOM KakK B
MOJIOBBIX, TaK U B COMaTU4YeCKUX KeTkax. ['pynmna cTpyk-
TYPHBIX TEPECTPOEK — caMasi MHOTOYMCJIEHHAasl IO pa3-
HOOOpa3nio TUIIOB, OTHOCSIIMUXCS K KJIACCy XPOMOCOM-
HBIX MYTaluii. YXe BO BHYTPUYTPOOHOM TEepUOje MyTeM
JOVMIIJIAHTAIMOHHBIX MOTEePb, CIOHTAHHBIX Aa00PTOB U
MEPTBOPOXIEHUN JUMUHUPYETCS TMOAABISAIONIAs YacTh
3UTOT C XPOMOCOMHBIMM aHOMAJIUSIMMU.

YacToTa XpOMOCOMHBIX 3a00JI€BaHUI COCTaBIIsIeT S5—7
ciayyaeB Ha 1000 pomoB [4]. XapakTep M TSXKeCTb KIMHHU-
YeCKUX CUMITOMOB TIpM Pa3NUYHBIX TUIIAX XPOMOCOM-
HBIX TIEPECTPOEK OIpEeNesIeTCs CTEeNeHbI HapyUIeHUs
reHeTu4yeckoro OamaHca. Jlas OOJBIIMHCTBA ayTOCOM
HBIX aHOMAJIMI XapaKTepHBbI MpeHaTadbHas TunoTpodus,
MOPOKHU Pa3BUTUSA ABYX U 0oJjiee CUCTEM OPraHOB, OJIUTO-
dpeHUs u cHUXeHUe moKazaTeyeil puanueckoro pasBu-
TUsl. Y geteil ¢ XpOMOCOMHOM TMaTOJIOTUEN 4acTO BBISIB-
JISIeTCSl YBEJIMUEHUE KOJMYeCTBAa CTUTM AUCAIMOpUOTEHE
3a WM TaK Ha3bIBaeMbIX MaJIbIX aHOMAJIM pa3BuTus |[2].

CuHIpOM Aeeluu JAUHHOTO 1ieva 11 it XxpoMocombl
ornucaH B 1975 r. Furledu et al. [1, 3] Ha ocHOBaHUU cobc-
TBEHHOTO HAaOJIIOJICHUS W aHaJu3a JuTeparypbl. 3abosie-
BaHUE B 2 pa3a yallle BCTpedaeTcs: cpenu neBouek. Cpen-
Hss Macca Tena pedbenka npu poxnmeHun 2500 r. Xapak-
TepHble HEHOTUTTMYECKUE NaHHbIe: nedopMalus yeperna
(Tpurononedanusi, Makpo WIM MHUKponedanus), Ipy-
Oble YepThl JUlla, IIAPOBUIHBIN HOC, pa3HOHAIpaBJIeH-
Hble TJIa3HbIe 1IeJu (MHOTAA 3MUKAHT), TUTIePTEeJIOpU3M,
IUPOKUI POT C TOHKMMU Ty6aMu (poOT Kapra), BbICOKOE
He00, HU3KO MOcCaxXeHHble U 1eOPMUPOBAHHBIE YIIHbIE
PAKOBUHBI C HENOPA3BUTON MOYKOM, KIMHOOAKTUIINS,
BapyCHOE€ TIOJIOXXEHUE CTOI, aHOMaJbHOE pacIojioxe-
HUE TajblieB Ha HOTax, TUIIOCTIaAUsl UM KPUTITOPXU3M.
JIOBOJILHO YacTO BCTPEYAETCs TaKasi MaToOJOTHS Ta3, Kak
KoJI000Ma palyXKH, IlayKoma, MOMYTHEHUE POTOBUIIHI,
MukpodTanbmMusd. M3 MOpoKOB BHYTPEHHUX OPTraHOB
YacTO PEruCTPUPYIOTCS TsIXKeable aHOMaJIUU cepjlia, MO-
yeBOil W Apyrux cucreMm. I[Ipu kjlaccuueckoM TeYeHUU
NaHHOTO 3a00JieBaHUs OLIEHUTH 3aIePXKKY YMCTBEHHOTO
pPa3BUTUSI JOBOJIBHO CJIOXHO.

B GonbmimHcTBEe HaOMIOAEHUI negenusd meda 11 i
XpoMocoMbl — MyTauus de novo. Kpurtuyeckumu cer-
MEHTaMU SBASIOTCS 21—24, moTepsa KOTOPBIX BeleT K
MOSIBJIEHUIO KOMTIIJIeKca TUMUYHbIX aHoManui. C mep-
BBIX CJIy4aeB OTMMCAHUS NaHHYIO MOHOCOMMIO MPUHSTO

Ha3bIBaTb CHUHAPOMOM. HpI/IBO,I[I/IM cOOCTBEHHOE Ha-

OnofeHueE.

Pomurerm npo6anna M. — meBouka 2005 roma poxkiaeHusT — 00-
paTWINCh B MEIMKO TEHETMUYECKOE OT/IEJIEHHE C XKaobaMu Ha 3a-
JIEPXKKY TICUXOMOTOPHOTO PAa3BUTHSI M SITUTIONOOHbIE CUMITTOMBI
y peberka. CeMeitHbliT aHaMHE3 He OTSTOIIEH, TeHeTUIECKUX 3a-
OoJieBaHMiA y OMKAKIIIMX POIICTBEHHMKOB HE 3apercTPUPOBAHO.
He ycraHoB/IEHO TepaToreHHOTO BIIMSIHUSI B TeUEHUE aHTEHATAIb-
Horo riepriona. Tpu npepinyiye 6epeMeHHOCTH y MaTepy 3aKOH-
YUJTUCh POKIEHUEM 3M0POBOTO pedeHKa 1 IByMSI MEIUIIMHCKUMU
abopramu. Pormurenn 310poBbI, KO BpeMEHU POKIEHUS TpobaHIa
Matepu 6bu10 33, oty — 34 roma. IIpodeccroHATBHBIX BpeaIHOC-
Tell B aHaMHe3e He 3aukcrpoBaHo. bepeMeHHOCTh TpoTeKana
C YIpo30¥i MpepbIBaHUsI U 3aKOHYMJIACh CPOYHBIMU POIAMU TIy-
TeM KecapeBa ceueHMst. Macca pebeHka ripu poxkaeHun — 2970 r,
pocT — 49 cM, OKpYXHOCTb T0JIOBbI — 31 cM.

Ilpu ocMotpe TenocnoxeHue pebeHKa MpaBUIIbHOE, yMe-
peHHoro nuTaHus. Yepen OKpyIyblid, TpyaHasl KeTKa UIuH-
npudeckas. Koxa M BUAMMBIE CIM3UCTbIE OOOJOYKU YHCThHIC.
HaiineHsl aHoManuu cTpoeHust 3yOOB U JIEBCTBEHHOI TUIEBBI,
IJIOCKOCTONNE W BajbrycHas nedopmaimsi crom. [lokasare-
JI1 OOIIEro M OMOXMMUYECKOTO aHAIM30B KPOBU B TIpesesax
HopMbl. [Ipy yJIBTPa3BYKOBOM HCCIEIOBAHUM BHYTPEHHUX
OpraHoOB MaTKa B BHIE Tsoka pasMepoM 1,3x0,3x0,7, TMYHMKUA
JIOCTOBEPHO JIOLIMPOBaTh He yaanoch. [Ipu HUToreHeTnuecKoM
HCCIienoBaHUY nepudepryecKoil KpOBH OIpeiesieH KapUOTHIT:
46, XX, del (11)(q21g23.1). Ilpy UUTOreHETUYECKOM MCCIIEI0-
BaHUM KPOBM pojMTeNell peOeHKa XPOMOCOMHON TaTOIOTUN
He HaligeHo. JInarHos: «XpoMocoMHas 00Jie3Hb: CUHIPOM Jie-
JIeIUK JUTMHHOTO 11eda 11 i xpomocombl. Puck moBropHOTro
pOXIeHUs1 pebeHKa ¢ aHAJIOTMYHBIM 3a00JIeBaHUEM TIpeBbIIIa-
T TOMYJISIIIMOHHBIM YpOBeHb Ha 1%».

OnucaHHasg KJIWMHWYECKas KapTUHA OTJIMYAeTCs OT
KJIaCCMYECKOro BapMaHTa CUHIApPOMA HeJelMU JIUHHOTO
mieya 11 ¥ XpOMOCOMBI OTCYTCTBUEM MaJIbIX aHOMAaJTUIA
U TPyOBIX TTOPOKOB Pa3BUTHUS CO CTOPOHBI BHYTPEHHUX
opraHoB. B mpuHIIMIIe cOMaTOTeHETUYECKUE TaHHbBIE 00-
CJIeIOBAHHOTO peOeHKa He COOTBETCTBOBAJIM HU OTHOMY
U3 KIMHUYECKUX CUHIPOMOB, OMMCAHHBIX MIPU ayTOCOM
HBIX MYTaIlUsIX.
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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
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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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