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CMHAPOM KOHPAOU-XIOHEPMAHA Y IEBOYKU
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Knrouesnie criosa: xoHOpoducnnaausi, anoneyusi, CUHOPoOM
KoHpadu—XoHepmaHa

Axmyanvrnocms. Cuanpom Konpanun—XioHepMaHa — peKoe re-
HeTndeckoe 3aboneBanue ¢ X-CIEMIeHHBIM JOMUHAHTHBIM TUIIOM Ha-

CJIC/IOBAHUS, XapaKTePU3YIOLIeecs] XOHAPOIUCILIa3 e, ajonenuei,
AQHOMAJIUSIMH PA3BUTHUS CKeJeTa, KaTapakTol, qu3mMopdueit mumna,
nxTHo30(hopMHOI 3puTponepMueil. BerpedaeTcs ¢ 4acToTol OKOIO
1 :400 000 HOBOPOXKIEHHBIX, IPU 3TOM B 95% ciyyacB — y JEBOYCK.

Onucanne KmHIYecKoro cimyyvas. [lamuentka O., 11 ner, ot BTO-
poit ocnoxxHEHHOI 6epeMeHHOCTH (recTo3). C poxkaeHuUs HaOIoIaeT-
sl y IepMaTosIora 1o TI0BOAY BPOXKIEHHOTO NXTHO3a, AU(y3HOH ano-
neuny. COCTOUT Ha TUCTIAHCEPHOM YU&€Te y OKYJIHCTa ¢ AUArHO30M:
KaTapakTa IpaBoTo IIa3a M y TPaBMaToJIOra-opToresa ¢ BpoXKAEH-
HbIM KHdockonnosom 11 crenenu. JlaHHbIe 00BEKTHBHOTO OCMOTpA!
JIeBOYKA aJIEKBAaTHO pearnpyeT Ha OCMOT], HAOIIONAETCS IUCIIaNsL.
OO0yyaeTcs B CIICIMATU3UPOBAHHOM WHTEPHATE IS CIa0OBUISIIAX
neteit, yuutcst xopoiuo. [Ipu ocmoTpe oOpararot Ha ce0st BHUMaHKE
MHOKECTBEHHBIE CTUTMBI I39MOPHOTeHe3a: ToI0Ba THPOIehaTbHO
(hopMBbI, BBICOKHH JI00 ¢ BBICTYMAIOIIMMH JTOOHBIMHU OyTrpaMu, HepaB-
HOMEPHBIH POCT BOJIOC, HXTHO3, TH((Py3HAS aloNenys, IIPoKas Ie-
PEHOCHIIA, TTIa3HOHM M COCKOBBIN THIOTENIOPU3M, MUKPO(TAIbM CIIpa-
Ba, CXOJSIILIEECs KOCOTIIa3ne, MOINIAKTIIINS TIPaBOi KUCTH, Tpe3yoer
CTOII, HU3KOPOCIOCTS. [Ipn momonHuTe TI5HOM 00CTIeI0BAaHIH BEISIBIIC-
HBI CTPYKTYpHBIC aHOMAJIUK PA3BUTHUS cepALa (IOMOTHUTENbHAs XOp-
J1a JIEBOTO JKeITyJJ0uKa), BPOJKAEHHBIC TIOPOKU PA3BUTHSI ITOYEK (BTO-
PHYHO CMOpIIIEHHAs TIpaBas MOoYKa, TMIOIIa3Ks paBoi mouku). Ka-
puorun 46,XX. [Ipu npoBeieHUH MOJTHOIN€HOMHOTO CEKBEHUPOBaHUS
JIHK BbIsiBIIEH aToreHHbIN BapuaHT B reHe EBP, npuBoAALIIMT K pas-
BuTHIO cuHApoma Konpaan—XroHepmana.

3axnouenue. B TaHHOM KIMHUYECKOM CITydae y AE€BOYKU ANArHO-
CTUPOBaHbI CUMIITOMBI, XapakTepHble A1 cuaapoma Konpaan—Xro-
HEepMaHa: TOYeYHAs! XOHIPOIUCIUIA3HS, aJOTEIHs, aHOMAJINH Pa3BH-
THS CKeJleTa, KaTapakTa, JU3MopQus IUIa, HXTHO30()OpMHAs SpUTPO-
JIepMUs, a TAKXKE HE OTNMCAHHBIE PaHee B JINTEPAType, HO KIMHUYECKH
3HAYMMBbIC IPU3HAKA: JHCIAIHS, JOIOIHATEIbHAS XOp/ia JIEBOTO JKe-
JIy/104Ka, BPOXKIAEHHBIE IOPOKU PA3BUTHS MIOUEK: BTOPUUHO CMOPILIEH-
Has IIpaBasl II04Ka, TUIOIIIAa3Ks IpaBoi mouku. Onucanue JaHHOTO
KIMHUYECKOTO CIIydasi ZOTOIHSAET MMEIOUIUECs CBEACHHS O PEAKUX
TeHETHYECKNX CHHIPOMaX.
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