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AxkryanabHocTh. Cunapom Xybepa (CXK, MKB-10 Q04.3;
OMIM #213300) — peaxoe reHeTuueckoe 3aboaeBaHue, OT-
HOCsIIeecs: K HePBUYHBIM IMIIHONATUSIM, C PacIpOCTPaHEHHO-
cTbto 1 ciyuaii Ha 55 000-200 000 HOBOpOXKIEHHBIX. XapaKTe-
pu3yeTcs aHOMaJIHsSIMHU B Pa3BHTUU TOJIOBHOTO MO3ra U MOXKET
COIIPOBOXKAATHCS MHOXKECTBEHHBIMHU BPOXKAEHHBIMH TTIOPOKAMH.
ITaTOrHOMOHMYHBIM IIPU3HAKOM SIBIISIETCS] CUMIITOM «KOPEHHOTO
3y6a» mpu MPT. Tepanus TpeOyeT MeXIUCIUIIMHAPHOTO MOJ-
xofa.

Onucanue knunuyeckozo cayuaa. bonsnoit C. ot Matepu
C OTATOIEHHBIM aKyIIEPCKUM aHaMHE30M: Ipeablayne oepe-
MEHHOCTH 3aKaHYHMBAIIUCH BBIKHIBIIIEM M BHYTPHUYTPOOHOMH T'H-
6enbio mioza. JanHas OepeMEHHOCTh 6-51, POTEKaa C TOKCHKO-
30M M yrpo3oii npepsiBanus. Pe6éHok ot 4-X ponoB Ha 36-ii He-
niene ¢ maccoii tena rpu poxaerud 3280 1, anuHoi Tena 50 oM,
oleHKa 11o mKkane Anrap 5/7 6amos. IToctymmn B OPUT B Tské-
JIOM COCTOSIHUH, 00YCIIOBJIEHHOM JIBIXaTeIbHON U CEpeIHON He-
JOCTaTOgHOCTBIO. [Ipu (M3UKaIEHOM OCMOTpE BBISIBICHBI CTHT-
MBI TU33MOpHOTeHe3a, MaTOIOTHYECKHEe IBIKSHNUS I1a3, JKUBOT
BU3YaJIbHO yBEIHYEH B 00bEMeE, IUIOTHBIN Ipu nanenanuu. Jla-
6opaTopHBIC OTKJIOHCHUS: HapacTalolas a30TeMHUs1, THIICPHATPHU-
eMUs, CHHPOM ITUTOJIN3a U XOJIeCTa3a, TCHACHINS K THIIOIPOTEH-
HEMUH, CKIIOHHOCTh K THIOKOArysiuuy. 110 HHCTpyMeHTaIbHBIM
JTAaHHBIM — TOTAJIBHBIN aTeNeKTa3 IPaBoro JETKOro, MOJIUKUCTO3
MOYEK C YBEIMYCHUEM UX pa3MepoB U Macc-3pPeKToM Ha OIu3-
JIC)KaIIUEC OpraHbl. B cBs13u ¢ HaanuMeM MHOKECTBEHHBIX nopo-
KOB Pa3BHUTHs y JAHHOTO OOJIBHOTO (IIOJIMKHUCTO3 MOYCK, aHOMA-
JIMU Pa3BHUTHS KETIEBBIBOAMINX IyTell o naHHeIM Y3, arene-
31s1 YepPBS MOIKEUKA C CUMIITOMOM «KOPEHHOTO 3y0a» mpu MPT
TOJIOBHOTO M03ra) OBUT B3AT aHAJIN3 JUIsl TeHETUUECKOTO 00CIen0-
BaHHUs. Pe3ynbTaTsl MONEKYISPHO-TEHETHIECKOTO TECTHPOBAHUS
NOATBEPIMIN Hanu4yue MmyTtauuu B rene TMEMG67 (naHHbIi reH
accoruupoBal ¢ peHorunom CXK ¢ nmopakeHHEM He TOJNBKO I10-
9eK, HO U [IEYEHH, 0 MOBOJY Yero OOJIEHOTO MOBTOPHO FOCIIUTA-
JIM3UPOBAJIH), TAKKe ObLIa BEIsABIEeHa MyTanus B rene PKD1, ac-

COLIMMPOBaHHAS C ayTOCOMHO-IOMHHAHTHOM MOJIMKHCTO3HOH 00-
JIE3HBIO TTOYEK.

3akarouenue. CXK sBisercs peakoid popmoii maTonoruu,
HO B CJTy4ae HOJMKHCTO3HOTO 3a00IeBaHMs [IOYEK U ITaTOIOrHYe-
CKUX JIBIDKCHUIT [71a3, a Takke MOJHOPTaHHOTO MOPAKSHUSI, Clie-
IyeT paccMarpuBath Bo3MoxkHOCTh CHK. Jl[narHo3 ocHOBBIBaeTCS
Ha TpeX KPHUTEPHIX: CHMIITOM «KOpeHHOro 3yb6a» npu MPT, ru-
MIOTOHUS B paHHEM BO3PACTe U 337epXKKa B HEPBHO-IICUXUIECKOM
pa3BuTHU. Y TaHHOTO peOEHKa HAOIIOAAETCS COYETaHHE JIBYX I'e-
HETHUYCCKUX q)OpM IaToJIOIH, YTO ABJIACTCA PEAKUM SIBJICHUCM.



