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AKTyaJbHOCTb. JIuccoHedanus — rpynmna reHeTHIeCKH
00YCJIOBJIICHHBIX aHOMAJIMK Pa3BUTHUS TOJIOBHOTO MO3ra, Xapak-
TEPU3YIOIIUXCS YACTUYHBIM HJIU TIOJIHBIM HEIOPa3BUTHEM H3BHU-
JIUH 1 60p0o3]1 KOpbI 0OJIBIINX MONyIIApUii, HApYIIEHUEM €€ Yilb-
TPacTPYKTYphl. BbIpaXX€HHOCTh M COUETAaHUSI CUMIITOMOB 3TO-
IO COCTOSIHUSI pa3jIMyaroTcs MpH pasHbIX (opmax 3a0ojeBaHus,
pacnpoCTpaHeHbl CyIOpOrH, ITyOOKas yMCTBEHHAsl OTCTaJIOCTh,
HapyHmeHUs IIIOTaHUSA U TUIIOTOHHS MBIIIIIL. le/l J'[I/ICC3HL[6(1)a-
JIUM HapyIIaeTcss MUTpaLusi HepoOIacToB B SMOpHOTeHe3e, YTO
MPUBOJHT K CIJIQ)KMBAHHIO M YTOJILIEHUIO KOPBI TOJIOBHOTO MO3-
ra. YcranosieHo, 4to reusl LIS1, DCX, TUBAIA, RELN accouu-
MPOBaHBI C PA3BUTHEM 3TOH (OPMBI ATONIOTHU TOJIOBHOTO MO3-
ra. HemocrarouHo n3y4yeHb! KIMHUYECKHE OCOOCHHOCTH U PONb
TEHETHYECKUX (PaKTOPOB B Pa3BUTHH JIUCCOHIC(ATNH Y HEIOHO-
HIEHHBIX JETEH.

Onucanue knunuueckozo cayuasn. Pe6EHOK ot 2-i 6epeMeH-
HOCTH, 1-X MpexXIeBpeMEHHBIX PONOB Ha cpoke 29 Hen 5 mHei
nyTéM KecapeBa cedeHus. bepeMeHHOCTh mpoTekana Ha (oHe
cerncuca B 5 Hell, caxapHoro auabera 1-ro Tuma, 1MabeTHYECKO-
r0 KeTOAIU/103a, BHyTPUYTPOOHO! THIIOKCUH IIJI0/1a, YMEPEHHOM
npeskinamncud. OueHka no mkane Anrap 4/5/6 6amnos. [Ipu po-
sxneHuu Macca Tena 1800 r, anuHa 41 cM. C poxaeHus 60J1bHOM
Haxonwics B OPUTH. B HeBponorugeckom craryce: MUKpOIIE-
(anusi, MBIIIEUHBIN TOHYC CHIDKEH, pedIeKkChl HOBOPOXKIEHHO-
ro ocnadnensl. C 18-ro qHs )KU3HU OTMEYAJICS CYITOPOKHBINA CHH-
JIpOM, Ky[IMPOBaH MPU Ha3HAYEHUU MPOTUBOCYJOPOXKHOM Tepa-
rud. [Tpu KT rooBHOro Mo3ra oTMeueHbl XapaKTepHbIe IPU3HAKH
nccoHIedanuy B cCOYeTaHuH ¢ BapuaHToM Jlennn—Yokepa: Mel-
KH€ Y9aCTKH KalbIH()UKAIUH TOJIOBOK XBOCTATHIX SIEp, OEI0ro
BeIecTBa 000MX MOyIIAPUHA TOITOBHOTO MO3Ta, pacINpeHHe 3a-
JHHUX POTOB U TeJl OOKOBBIX JKEJIYIOYKOB IO THITYy Koibroneda-
smu. [Ipu npoBeieHNN BBICOKOITPOU3BOIUTENBHOIO CEKBEHUPOBA-
HUSI TIOJTHOTO 9K30Ma BBISIBIICH paHee ONUCAHHBIA IeTepO3UIOTHBIH
BapHaHT HYKJICOTHIHOH mocinenoBareiabHOCTH B rene TUBAIA
(12-49185161-C-T), mpuBosIIHii K 3aMeHEe aMHHOKHCIIOTHI B 402-
1 mo3uimu Genka (p?Arg402 His, NM_006009, rs137853044). Ba-
PHAHT OIMCaH B TeTEPO3UTOTHOHM (hopMe, B TOM YHCIIE KaK BO3-
HUKIIUA de novo, y 60nbHBIX ¢ auccaHuedanueit. [Ipu ocmorpe
B BO3pacTe 4 Mec: MUKpoliedanus, yIuIomEHHbIH 3aThUIOK. B He-
BPOJIOTUUECKOM CTATyCe: 32 MOJIOTOYKOM HE CIIeTUT. MbIIIeYHbIH
TOHYC TOBBIIIEH T10 ClIacTHUecKoMy THITy. Pednexc badunckoro
MOJIOKUTETBHBIN ¢ ABYyX cTOpoH. Omopa Ha Hocouku. Cymopor HeT.

3aki04eHne. AHAINU3 3TOTO KIMHUYECKOTO HAOIIONCHUS
MO3BOJISICT ONPEENIUTh KIMHUKO-TEHETHUECKUE XapaKTePUCTHKH
nuccaHIedaniy, accounupoBanHoU ¢ reHoM TUBAIA.



