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AxtyanbHocTh. Cunapom CuibBepa-Paccena otHocuTcs K oOmmpHOM rpymnme 3aboieBa-
HUM, 00yCIIOBIEHHBIX XPOMOCOMHBIMHU U T€HHBIMH MYyTalusiMH. BriepBrie 3a0o0eBaHue OMUcaHO B
CepeMHe MPONuIoro Beka Oputanckumu y4u€HsiMH B 1953 r. CunbBepoM, B 1954 1. — Paccenom.
YacroTa BCcTpeyaeMoCTH JaHHOro cuHapoma B nomyssiuuu 1:300000. J{aHHBI CHHAPOM BKIIIOYAET
KOMILJIEKC HAaCJIEACTBEHHBIX aHOMAJIMI, B TOM YMCII€ BHYTPUYTPOOHYIO U MOCTHATAJIBHYIO 3a/1€piK-
Ky pOCTa, OTHOCUTEILHO HOPMAJIbHBIE Pa3MeEpPbl OKPYKHOCTHU T'OJIOBBI, XapaKTEPHOE JIUIIO, & TAKKE
ACUMMETPUIO TeNa. YUYHUTHIBask TO, YTO TUMOTPO(DUS TUI0/Ia MOXKET OBITh MPOSBICHUEM PA3IIHMYHOM
NAaTOJIOTUH, HE BCET1a BO3MOKHO JUArHOCTUPOBATh JAHHBIA CHHIPOM IIPEHATAJIBHO .

Heab: onucarth KIMHUYECKUH ciaydail mposiBieHus cunapoma Cunbepa-Paccena y pebenka
8 Mecs1eB, UCCIIeI0BaTh HAIMYME YaCTO BCTPEUYAEMBbIX IIPU3HAKOB IPU JTAHHOM CHHIPOME Ha IpH-
Mmepe nauueHta M., paccMoTpers nuddepeHInanbHy0 AMarHOCTUKY 3a00J1€eBaHUN ¢ MOAOOHBIMU
KJIMHUYECKUMHU IIPOSBIICHUSMHU.

Marepuajbl U MeTObI. bblT HCCIENOBAaH KIMHUYECKUN CiTydail §-Mecs4HOro pebeHka ¢
cunapomoMm CunbBepa-Paccena, HaXOIUBILIErOoCs Ha CTAllMOHAPHOM JiedueHUU B Y3 «3 ropojackas
JeTCKas KinHu4eckas 6oiapHuna» r. Muncka (Y3 3 T'IKB).

Pe3yabTarnl U HX o0cy:kaeHue. V3 aHaMHe3a U3BECTHO, YTO PEOCHOK POJUIICS OT BTOPOU
OepeMEHHOCTH B CpoOKe recranuu 38 Henenb. bepeMeHHOCTh mpoTeKana ¢ OCTOKHEHHUSIMU : Y MaTe-
pu ¢ 23-if Hemenu HaOOmanach XpoHUUYEcKas ¢erorianeHTtapHas HepoctatouHocTh (XDITH),
CHHJIPOM 33JIpKKH pa3BUTHUS IJI0JIa 3 CT, FeCTallMOHHBbIN nuenonedput. Macca tena pedbeHka npu
poxaenuun coctaBuna 2000 r, anmHa 42 cM, OKPY>KHOCTB T'OJIOBBI 32 CM, OKPYKHOCTb Tpyau 26 cM,
OLIeHKa M0 mmKane Anrap 6/7 O6amnos, 3akpuyan cpazy. [Ipu poxkIeHnu cocTosHue TsxkEnoe, 00y-
CIIOBJICHO TIPOSIBJICHUSIMH BHYTpUYTpoOHOro uHpuuuposanus (BYWN), pecnupatopHoro muctpecc-
curapoma (PIC), npixatenbHOM HETOCTATOYHOCTH 3 CTENEHH, 3a1€PKKH BHYTPUYTPOOHOIO pa3BHU-
tus (3BYP), mepenecénnoil achukcum yMepeHHOM CTENEHH NpU POKIEHUH, MHOXECTBEHHBIX
CTUTM TU33MOpHOreHes3a, HapyueHni GyHKuu nenTpanbHoi HepBHO cuctemsl (LIHC). V peben-
Ka UMeeTCsl TpaxeoOpOHXOMAJIALUs 3 CTENEHH, 0 MOBOLY KOTOPOM Oblila BBIIIOJHEHA TPaxeoCTo-
musi. PeOEHOK HaxoauTCs Ha BCHOMOTATEIbHON BEHTWUJISAIMH JIETKUX. AYCKYIbTaTUBHO JIBIXaHUE
KECTKOE, IIPOBOAUTCS BO BCE OTAEIbI, BBICIYIINBAIOTCS pa3HOKAIMOEpHbIE BIIAXKHbIE XPUIIBL. Y pe-
OeHKa MHOXECTBEHHbIE CTHUTMbI AM33MOpHOreHes3a, (heHOTUIl, XapaKTepHbIH 1yt cuHapoMa CHIlb-
Bepa-Paccena: TpeyrojibHOE JIMIIO, HU3KO PACIIONIOXKEHHBIE YIIHbIE PAKOBUHBI, CEIJIOBUIHAs TIEpe-
HOCHUIIA, ACHMMETPHsSI HOCOTYOHBIX CKJIAZIOK, KOPOTKHE Majblpl (2 (amaHru) ¢ mUPOKUMH M K-
NaJabLEBBIMU NpOMEXyTKamMu. bonbmoi pogandok 4.0x4.0 cM Ha ypoBHE KOCTEH CBOJA 4epena,
BBINOJIHEH, HE HanpsbkeH. [lannenTy Oblna odopmileHa ManavaTuBHASI IOMOLIb, YCTAHOBJIEHA Tpe-
Thbs T'PyIIIA NAJUIMATUBHON ITOMOILIH.

BoiBoabl. [IpencraBieHHbIi KIMHUYECKUH CIy4ail oToOpakaeT 0COOCHHOCTH TMPOSIBICHUI
cunapoma CuibBepa-Paccena u tpynHocty nuddepeHInanbHOW TUarHOCTHKU 3a00JIeBaHUM, CO-
MPOBOXKIAOLIUXCS HU3KOPOCIOCTHIO.
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