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Axmyanvrnocms. CHHAPOM KOJBLEBOH 13 XpOMOCOMBI SIBIISI-
€TCsl pelIKOM CTPYKTYPHOM XpOMOCOMHOI aHOManuei, BcTpeya-
etcd ¢ yactoroil 1 : 58 000 >xuBopoxaEHHBIX. Cpean npeHaTaib-
HBIX YJIBTPa3BYKOBBIX [IPU3HAKOB CHHAPOMA YaCTO OTMEUAIOT 3a-
JIep KKy BHYTpHyTpoOHOTO passutus (3BYP), mukpouedanuro,
MHOKECTBCHHBIE BPOJKIEHHBIE TIOPOKH Pa3BUTHS.

Onucanue knuHuveckozo ciyyas. JleBouka 3., ot 4-it OepeMeH-
HOCTH, 2-X OIIEPaTUBHBIX POJIOB, Ha cpoke 36,4 Hex. [1pu poxaeHnn
Mmacca tena 1720 1, auiHa Tena 45 oM, oleHKa 1o mkajie Anrap 6/7
6anoB. Tsokénoe cocrosiHUe, 00YCIOBIEHHOE AbIXaTeIbHOM U cep-
JIEYHO-COCYINCTOM HEIOCTaTOYHOCTHIO, ITOTPEOOBAIO TIPOBEACHHUS
pEaHUMAIOHHBIX MEPONPUATHI B POJUIBHOM 3aJle U IIEPEBO/Ia B
OT/IEJIEHHE PeaHUMAallUi U UHTCHCUBHOM Tepany HOBOPOKAEHHBIX.
Ha 5-e cyTku cocTosHIE CTaOWIN3HPOBAHO, PeOEHOK MepeBeEH B
OTJIeJIEHHE BTOPOT'O 3Talla BBIXXKUBAHU JULS JAJIbHEHIIIero oociie-
JloBaHUA U nedeHus. [Ipy NoCcTyIIeHHH COCTOSHUE CPEeAHEN TshKe-
CTH, MHO)KECTBEHHBIE CTHUIMBI IM33MOpHOTeHe3a: MHUPOKasi mepe-
HOCHII4, BRICOKOE, BOPOHKOOOpa3HOe HEDO, THITEPTEIOPH3M, aHTHU-
MOHTOJIOMIHBIN pa3pe3 Iia3, HU3KO MOCAKEHHBIE YILU, KOPOTKast
miesi, Mmukpouedanus. [To mxane Intergrowth 21 okpy>KHOCTB rO-
1oBHI 28 cM, HIke 1%o. I1IBBI uepena COMKHYTBI, OOJIBIION pOJI-
HUYOK TOYeuHbIH. ¥V peO&HKa AUarHOCTUPOBaH BPOXXAEHHBIH IO-
poxk cepana (BIIC) — medekt MexoKeTynouKOBOH MeperopoaKy
(3,7 mm). TIpu npoBeIcHUU ayTHOCKPUHUHTA OTOAKyCTHYECKast
OMHUCCHA ¢ 00EHX CTOPOH HE 3aperHCTpUpoBaHa. [laHHBIC pacIiu-
PEHHOTO HEOHATaJIbHOTO CKPUHMHIA OTpULaTenbHble. Hammune y
pe6énka BIIC, 3BYP, MHO)XECTBEHHBIX CTUIM JU39MOpHOreHe3a
BBI3BAJIO MOJIO3PEHUE HA HAJIMYUE XPOMOCOMHOM aHOManuu. Me-
TOZOM KapHoTHTIpoBaHus BeisiBIeHO: 46 XX 1 (13) (p13q34) xapu-
OTHII )KEHCKUIT aHOMAaJIbHBIH HecOanaHCHPOBAHHBIN — KOJbIIEBAs
xpomocoma 13. Ha 17-i1 geHp cTariioHapHOTO JIEIEHUS B BO3pacTe
21 cyT peOEHOK B CTaOUIBHOM COCTOSHUM BBIITHCAH MOZ aMOyria-
TOpHOE HaOJIIoIeHUE NTeIUaTpa, HeBPOJIOora, KapIojIora, ITeHeTHKa.
Ha naHHbIi MOMEHT JIeBOUKe 4 MeC, COXpaHseTCs 3a/leprKKa (pU3u-
YECKOT'O U HEPBHO-TICUXHYECKOTO Pa3BUTHSI.

3axmouenue. Hanmane MHO)KECTBEHHBIX CTHIM JAM39MOPHO-
renesa, BIIC, 3BYP sBnsieTcs ocHOBaHMEM /)11 IUArHOCTHYECKO-
'O IIOUCKA BO3MOXKHON XpOMOCOMHO aHOManuu. [Tomumo Bpox-

JNEHHBIX U IEpUHATAIBHBIX HHEKINH, MUKpoedanis yamie 00-
YCJIOBJIEHa XPOMOCOMHBIMH @aHOMAJIUSIMHU, B YaCTHOCTH HAJTUYHEM
KOJIbIIeBO# 13-if XpOMOCOMBI. AHTEHATAIbHAS M PAHHSS TOCTHA-
TaJbHasl TUATHOCTHKA MOTYT YIYYIIHUTh Ka4eCTBO JKU3HH JCTeH
C TaKOM MaToJIOTHEM.



