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KawueBsie cioBa: OosiesHb Humanna-Iluka tunm C, n1u3ocomMHBIe 0O0JIE3HH HAKOILUICHHS,
reHeTHYeCKHUe 3a00JeBaHu s, oppaHHbIC 3a00JICBaAHUS.

AKTYyaJIbHOCTBb HccJIeqoBaHusl: 0oje3Hb Humanna-ITuka tuma C (BHII-C) — ayTocomuo-periec-
CHUBHOE HeWpoJereHepaTuBHOe 3a0oiieBanue, Bei3BaHHOE MyTarusiMu reHoB NPC1 (B 95% ciyuaes)
i NPC2 (B 5% ciyuaeB). I'en NPC1 koaupyeT cTepos-4yBCTBUTENBHBIN TPAHCIIOPTHBIN O€IOK O3/~
HUX 3HJI0COM U Jin30coM, a reH NPC2 — pacTBOpUMBIH JIM30COMAaIIbHBIN OSJIOK, CBA3BIBAIOIIUN XO0JIe-
cTepuH ¢ Bbicokoil apdunHocThio [2]. [Ipu BHIT-C Hapymiaercss BHyTPUKIETOYHBIH TPAHCTIOPT JIHITH-
JIOB, YTO MPUBOJMT K HAKOIUICHHIO B JIM30COMAx XojecTepuHa, cUHroMuenrHa u Gpochonunumaos B
MIEYEHU U CeJIe3eHKe, a TaK)Ke TaHIVIMO3UI0B B TOJIOBHOM Mo3re. HacTtoTa BCTpe4aeMOCTH 3TOro 3a60-
neBanust B Mupe — 1:120000 sxuBopokaeHHbIX. [10 qaHHBIM DKCHEPTHOTO COBETA MO peakuM (opdaHn-
HbBIM) 3a00neBanmsaM Ha 25.03.2019 B peructpe coctosuio 37 MaMeHTOB C TUarHo3oM 0oie3nb Human-
Ha-Iluka tun C, 12 u3 Hux — getu. Cornacuo ganabiM CIIb I'KY3 «/lmarnoctudeckuii neHTp (Menu-
ko-reHetnueckuid)» B 2019 rony B Cankr-IletepOypre Ha yuere cocrosuio 2 pedenka ¢ BHIT-C.

Leab uccaenoBaHusi: pacCMOTPETh HApPyIIEHHUS MEXaHW3MOB BHYTPHKIIETOYHOTO TpPaHCIOPTa
npu BHII-C.

MarepuaJjbl 1 MeTOBI: aHAIN3 U CUCTEMATH3aIUsl HAyYHOU JIUTEpaTyphl.

PesyabTarsl: Ha xierounoMm ypoBHe BHII-C xapakrepusyercs HapylleHHEeM TpPaHCIIOpTa XoJje-
CTepHHA IMyTeM dHJ01NTO3a. B HOpMme nunonporennsl HUu3Ko# iotHoctH (JIITHIT) noctaBisiores B
JIN30COMBI, TJIe OHU THIPOJIU3YIOTCS U 00pa3yeTcs CBOOOHBIN X0JIeCTeprH, KOTOPBIH OBICTPO TpaHC-
MOPTUPYETCA U3 JU30COM K IJIa3MaTHUeCcKod MeMOpaHe M pa3iudHbIM YacTsIM KIeTKH. B kimeTkax
nauerToB ¢ BHIT-C (NPC1 wnu NPC2) HeacTepupUIIMpOBaHHBIN XOJIECTEPUH HAKAMINBACTCS B JIH-
30coMax, B CBSI3M ¢ 3TUM B KieTkax OonbHbIX BHII-C 3amenmnsiorcsa peakuuu ¢aromurosa, peren-
TOP-OIOCPEIOBAHHOTO KaTaboau3Ma, KiaTpuH-omnocpenoBanaoro uaonuro3a JINIHIL, amonro3sa [1].
Haxoruienne w30BITOYHOTO XOJNECTEpUHA HApyIIaeT TepeHoc OenkoB am3ocoM — Rab 9 u
MaHHO030-6-pochaTHBIX OEIKOB-PEIIENTOPOB, OTBEYAIOLINX 332 HOPMaJIbHOE (PYHKIIMOHHUPOBAHHE JIH30-
coManbHOM cucremsl. Hapymenne tpancrnopra nunuaos npu BHII-C mpuBoguT Takxke K 3amesnse-
HUIO Tpolrecca ayToparud U B KOHEYHOM CYETE K KICTOYHOU rubenu. YBelMYeHHE KOHIEHTPAlUU
c(UHTOMHUEIMHA MTPOBOIMPYET MOBBIIICHNE MPOHUIIAEMOCTH JIN30COMaIbHOH MeMOpaHbl U MPHUBO-
JUT K BBIXO/Y MPOTEa3 KaTeICMHOB M3 JIM30COM B IIMTO30JIb, YTO OKa3bIBAET IMOBPEXKAAIOIIEE JCH-
CTBHE Ha MUTOXOHJPHH, BHI3BIBAET OKUCIUTENBHBIN CTPECC U anonTo3 [3].

BeiBoabl: Hapymienue oOpabOTKM W YTHIIM3ALUU SHIAOUMTO3WPOBAHHOTO XOJECTEPHUHA HTPAeT
KItoueByro posib B naroreneze BHII-C u Moxet (akTruecku 00bICHUTH 00Ty 0 TUCHYHKIIMIO BHY-
TPHUKJIETOYHOTO MeTabonmu3Ma JinuioB. B dubpobdiacrax namuentos ¢ BHII-C cHmkeHa aKTHBHOCTh
c(UHTOMHUEIMHA3BI, H3-32 YeT0 B HUX IPOMCXOIUT HAKOIUICHHE CHUHTOMHEINHA, YTO SBISETCS OC-
HOBHBIM JIHATHOCTHYECKUM KpuTepueM. [Ipu okpammBanuu GpumnuHoM Gudpobdiactel mpuodpera-
IOT I[BET MOPCKOM BOJHBI M3-32 OTIIOKEHUS JIMIIOMUTMEHTA [IePOn/Ia, KOTOPBIH 00pa3yeTcs mpu CBs-
3BIBAHUU HedCcTepupunmpoBaHHOTO X0suectepruHa u gpunununa. B xagectse Tepanuu bHII-C ucnomns-
3yeTcs mpenapar, MOoJaBISIONINI CHHTE3 TTNKOC(UHTOIHITHIOB.
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