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OrAQY BO «Poccunckuin HaunmoHanbHbIN
nccrenoBaTenbCkuini MeEQULMHCKUIA YHUBEPCUTET UMEHU
H.N. Muporoea» Munsgpasa Poccun, Mocksa, Poccusi

Kriouesbie criosa: knuHuyeckul crydal; demu; CUHOPOM
Hoemsi-HaOKOMIeHHUKa; KOCMHO-MbIWEYHbIe aHoOMaruu,
Hegponamus

Axmyanvrnocms. CUHIPOM HOTTS-HAJAKOJCHHUKA BCTpEUYaeT-
cst B 2 ciydasix Ha 100 000 HOBOpOXKI€HHBIX, HA MyTallUH de novo
nipuxoputes okono 12,5% ciydaes. B pesynbrare pa3suBaercs no-
JOLMTONATHS C U30IUPOBAHHBIM HE(H)POTUUECKHM CUHIPOMOM.

Onucanue knunuyeckoeo cayyas. Jlesouka M. ot 5-ii Gepe-
MEHHOCTH, 5-X pozoB Ha 41-if Hexene recranun. Macca Tena npu
poxnennu 3210 1, muHa Tena 45 oM, olleHKa 1o IKaie Anrap
6/7 6amnoB. CocTOsIHUE TPU POXKICHUU TDKENOE, 00YCIOBICHO
JbIXaTeIbHBIMU PAcCTPOMCTBAMU, CHHIPOMOM YIHETCHUS LIECH-
TpaJIbHON HEPBHOI CHUCTEMBI, HAPACTAIOIIMMU ITPU3HAKAMHU HH-
(eKIMOHHOTO TOKCHKO3a. JeBouKa HyK1allach B IPOBEICHUH pe-
AQHMMAIMOHHBIX MEPONPHATHII B poaniIbHOM 3aie. [Ipu obuiem
OCMOTpE BBISIBJICHBI CTUTMBI AU39MOproreHe3a (aHOHUXUH YKa-
3aTeNIbHBIX NANIBIEB 00X KUCTEH, OpaXuIaKTUIINS MaJIblIeB KU-
CTell), rUnepTepMusi, FeMOIMHAMUUECKHE HapyLIeHus, TpeOyto-
1IMe Ha3Ha4eHUs JonaMHuHa. bbuta nuarHoctupoBaHa BHYTPHY-
TpoOHas! THEBMOHHUSI, TPOBOIIIIACH AaHTHOAKTEpUATbHAS TePaTHs.

Ha 3-u cyTku xu3HM TSI BRISIBJICHHUS CHHAPOMAIHHON TaTo-
JIOTMX U JajbHEHILEro JIeYeHHs! AeBOUKa B TAKEIOM COCTOSHUHU
HepeBe/ieHa B MHOTONIPO(QUIBHYIO IETCKYIO OOJIBHULLY.

ITo naHHBIM KOMILIEKCHOTO 00CIIEI0BAHUS BBISIBICHO IOBBI-
1ieHue Nepu(epudecKoro COIpoTUBICHUS COCYI0B Mouek. Jlns
OLICHKH OPTOIENMYecKoi MOp(OIOoriHu OblIa MPOBEIeHa PEHTTEHO-
rpadus MpaBoii KMCTH, HAa KOTOPOU BBISIBJICHBI THIOIIa3us | msict-
HOM KOCTH, OTCYyTCTBHE MUCTanbHbIX (ananr [-1I maneues. Ha 4-¢
CYTKH KM3HU JJaOOPaTOPHO BBIABIEHBI: HEUTPODUIBHBIN JeHKO-
uto3 (16 x 10%1), cHmxenue yposHs obmiero Genka (52 /i), ru-
noans0ymuHemus (28 1/1). B aHanmm3e Moun: BeIpaxeHHas! poTe-
unypus (3 r/n), neiikormtypus (153,30 kin/mxn).

YuuTeiBast HAJIMYIKE CTUTM IU39MOpPHOTeHe3a U N3MEHEHHH B
aHAJIM3€ MOYH, XapaKTePHBIX IS HEPPOTUUESCKOTO CUHAPOMA, JIe-
BOYKa 6bIJ'la KOHCYJIBTUPOBaHa I'CHETUKOM. HpOBCZ[CH])I OUTOI'CHE-
THYECKOE U MOJIEKY/IIPHO-TEHETUUECKOE 00CIIEIOBAHNUS: KAPUOTUIL
46XX, BoIgBNeHa MyTauus B reHe LMXIB (c.819+1G>A), noxn-

TBEp’KAAolIas HAJIM4ne y JeBOYKH CHHIPOMA HOT'TS-Ha/IKOJICH-
HUKa. B nanbHeiiem TpeOyercs mpoBeeHNE AMarHOCTHYECCKOM
OroncuM MOYeK AL ONPEASNICHHUs Y9acTHsl UMMYHHBIX KOMITIOHEH-
TOB B IIOPAXKCHUH IIOYUCK U B])I60pa TAKTHUKH JICUCHHA.

3axntouenue. Hannune y HOBOpOXXKAEHHOTO peOEHKA aHOMa-
THif KOHEYHOCTEH B COUETAHHHU C HE(PPOTHIECKIM CHHIPOMOM
JIOJKHO TOATONKHYTh KIIMHUIIMCTOB K TIOMCKY BO3MOXKHOH reHe-
TH4yeckod aHoManuu. [1031HAS TUAarHOCTHKA M OTCYTCTBHE CBO-
€BPEMEHHO HayaToro CUMMITOMATHYECKOIO JICYEHHs] MOXKET IIpH-
BeCTHU K ()OPMHUPOBAHUIO TEPMUHANBHOI CTaANU OUEUHOH HE0-
CTaTOYHOCTHU.
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