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Vavanosckuii cocyoapcmeennwiii ynugepcumem

Cewmetinas runepxoiecrepunemus (CI'X) — HacnencTBeHHOe 3a001eBaHNe, BEAYIIEE K
paHHeMY, 10 CPAaBHEHUIO ¢ OOIIEH MOmynsiuei, pa3BUTHIO CEPACUYHO-COCYIUCTOM
HEJOCTAaTOYHOCTH, YTO CEPhE3HO BIMSAET HA KAUECTBO JKU3HH U, 324aCTYIO, 3HAYUTEILHO
COKpAIIAET €€ NPOJOLKUTEIbHOCTh. BO3HUKHOBEHNE 3a001€BaHUS aCCOLUMPOBAHO C
MYTaIMsIMH B T€HAX, PEryIUPYIONMX MeTabonmu3M xonecrepuna: renst JITTHII-peneniropa
(LDLR), anonunomnporenna B (ApoB), nponporenHoBoil KOHBEpPTa3bl CyOTUIN3NH-KEKCUHOBOTO
tuna 9 (PCSK9) u agantepnoro 6enka 1 JIITHII-penentopa (LDLRAPT). ITo naHHBIM MUPOBBIX
MCCJIEI0BAHMI CBOEBPEMEHHAs JUArHOCTHKA M HAYajIo0 Tepanuu, HalpaBJIeHHOW Ha
HOPMAJIM3aLMI0 YPOBHSI XOJIECTEPUHA B KPOBH MALIMEHTOB C HACJIEICTBEHHOM
TUIIEPXOJIECTEPUHEMUEH, TO3BOJISIET CHU3UTH CMEPTHOCTD U 3AMETHO COKPaTUTh PacXoibl Ha
3/IpaBOOXpaHeHHe. B CBs3u ¢ 3TUM pa3paboTKa MPOCTON U TOCTYITHOM CUCTEMBI JETEKIINU
MyTaliil B TeHaX MPeApacloIoKeHHOCTH K pa3BuTHio CI'X npeacTaBisieTcss HaM JOCTATOYHO
BAKHOM 3aJ1ayeil.

Cewmeitnas (HaceICTBEHHAs) TUTIEPXOJIECTEPUHEMUST — TeHETUYEeCKast 00JIe3Hb,
XapaKTepU3YIOIIasiCsl BBICOKUM YPOBHEM XOJIECTEPHHA B KPOBH, B YACTHOCTH, OYEHb BHICOKHUM
YpOBHEM JIUIIONPOTEeMHOB HU3KoM motHoctu (JIITHIT), a Takke paHHUM BO3HUKHOBEHUEM
CepACYHO-COCYTUCTHIX HapyIIeHUH. J{7s1 TaHHOro 3a00JIeBaHUS XapaKTEPHO MOJIHOE WIIN
YaCTUYHOE 3aKYIOPHBAHUE COCY/IOB, UTO BEJET K Pa3BUTHIO TAaKUX 0OJIE3HEH, KaK aTepOCKIIepO3,
a OH, KaK MpaBHJIO, JIEKUT B OCHOBE MHOTHUX JPYyrux Oose3Hen cepaua u cocynoB. Kpome storo,
CI'X MOeT NMpHUBECTH K MOSBICHUIO XPOHUYECKOIN HEJJOCTATOUHOCTH KPOBOOOpAILIEHUS B
pa3IMYHBIX OpraHax M TKaHsSX, B TOM YHCJI€ U TKaHSIX FOJ0BHOTO Mo3ra. [1]

Cumnromsl 3a005I€eBaHUs MOTYT OBITh CIIEIYIOIIMMHU: BHICOKUN YPOBEHb XOJIECTEpHHA B

KPOBH IalIMEHTA, XOJIECTEPUHOBBIE OTIIOKEHUS Ha KOJICHAX, JIOKTSAX U ATOJUIax, O0Jib B IPpyaH,
BbI3BaHHAs CY’KEHUEM KOPOHAPHBIX COCYI0B, MHPAPKTHI, KOTOPbIE CIIy4al0TCA B OTHOCUTEIBHO
paHHeM Bo3pacTe. [6]

3abosneBaHue UMeET J1Be (POPMBI: T€TEPO- U TOMO3UTOTHYIO. [ eTepo3uroTHas popma
HaCJIECTBEHHON IMIIEPX0JIECTEPUHEMHUH YaCTO OCTACTCSl HEBBIBIIEHHOM 10 B3pOCIOrO
COCTOSIHUS, TIOKA HE Pa3BUBAETCS CEPACYHO-COCYAUCTAs HEAOCTaTOUYHOCTh. [lanHas ¢popma
BCTpeYaeTcs B o0IIel eBponeicKoi momysiuu y ogHoro u3 natucot (1:500) yemosek. [5]
Knuanueckue mpu3Haku TOMO3UTOTHOM (TIOJTHOM ) HACIIECTBEHHON THIIEPX0JIECTEPUHEMUN
HAUYMHAIOT MPOSIBIATHCA yXKe B I€TCKOM Bo3pacte. Kpome xapakTepHbIX CUMIITOMOB
3a00JIeBaHUs Pa3BUBAETCS TUIMMYHAS KapTHHA UIIEMHYEcKoi O0oe3Hu cepaua. ['omo3urorHas



dbopma 3a00eBaHUS TPOSBISAETCSI HAMHOTO PEXE, U BCTPEUAETCs Y OJTHOTO M3 MUJIIMOHA

(1:1 000 000) HoBOpOKAEHHBIX. [10]
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CTOUT OTMETHUTH, YTO y MAIIUEHTOB ¢ TeTepo3uroTHou Gopmoii CI'X cepeuyHo-CoCyuCThIe
3a00JIeBaHus Yallle BCEro BO3HUKaIOT B Bozpacte oT 30 1o 40 jer, Toraa Kak Ipu rOMO3UTOTHOM
dbopMe TsKeTbIe ceplIeYHO-COCYAUCThIE 3a00IeBaHMsl Pa3BUBAIOTCS YXKE B IETCKOM Bo3pacTte. [9]
CymiecTByeT HECKOJIBKO BUIOB allOJIUIIONPOTEUHOB, PA3INYAOIINXCSI MOJIEKYISIPHOU

MAaccCoOM, CTETIEHbIO CPOJICTBA K XOJECTEPUHY U CTENEHbIO PACTBOPUMOCTH KOMILIEKCHOTO
COCIMHEHUS C XOJEeCTepUHOM. Pa3BuTHE COCYIUCTON HEAOCTATOYHOCTH 3aBUCUT OT JIBYX THIIOB
JUTMIONPOTENHOB: TUNONPOTENHOB HU3KOM moTHOoCcTH (JITTHIT) 1 mumonpoTenHoB BhICOKOM
motaoctu (JITIBIT). [7]

N3BecTHO, uTO Moau ¢ MyTanusiMu B reHe LDLR nmeroT oueHb BbICOKHI YPOBEHB
xoJiectepuHa B KpoBU. [3] [Ipu 3TOM CTOUT OTMETUTD, YTO KOHLIEHTPALIMS aoJunonporenHa B
(apoB) B kpoBu siBIsIETCS Naxe Ooliee JOCTOBEPHBIM MHIUKATOPOM PUCKA aTEPOCKIIepo3a, 4ueM
o0muii xonecrepun win xosecrepun JITTHII. [4]

[TponporenHoBas KOHBepTa3a CyOTHIN3UH-KeKkcuHoBoro tumna 9, unu PCSK9 —
(depMeHTIIIposIa3a, KOTOPbIA UTPAeT BaXKHYIO POJIb B TOMEOCTA3€ XOJIECTEPUHA U SIBJIAETCS
BAXKHOM

MOTEHIIMATBLHOM MHIIICHBIO JIJII ar€HTOB, CHIDKAIOIINX YPOBEHb XOJIECTEPHHA JIUTTOMPOTEUHOB
HU3KOH TUIOTHOCTH B KpOBH. [8] BaxkHoe 3HaueHuEe B METa00IM3ME JIMTIONIPOTEMHOB HU3KOU
IJIOTHOCTH UMeeT afanTepHblid 6emnok nmepsoro tuma JINTHIT-penentopa (LDLRAP1) —
peuenTop, CBSA3bIBAIOLINN YaCTUIbI TUITONPOTENHA HU3KOM TUIOTHOCTH. MyTanuu B reHe
LDLRAPI Taxxe npuBOJAT K Pa3BUUIO CEMENHON TMIIEPX0JIECTEPUHEMUH. [2]

B cBs131 ¢ BBIIEN3II0)KEHHBIM MIPEACTABIISIETCS BaXKHBIM CBOEBPEMEHHO MOCTABUTh
MPaBUJIBHBIN TMAarHO3 U HAaYaTh JieueHne. OCHOBHBIM criocoOoMm nuarHoctuku CI'X B mupe
ABJIIETCS] CEKBEHHPOBAHHUE — JIOPOTOCTOSIIAsl METO/IMKA, TPEOYIOIIast JOCTATOYHOTO CII0KHOTO
obopynoBanus. Takke CTOUT OTMETHTh, YTO OOJIBIIMHCTBO CUCTEM JTUATrHOCTHKHU, B TOM YHCIIE
MMEIOIINXCS Ha POCCUICKOM PBIHKE, IOMUMO CJIIOKHOCTEH B IPUMEHEHUH, TTO3BOJISIIOT
UACHTU(PUIIUPOBATh MYTAIIMH B TPEX U3 YETHIPEX U3BECTHBIX T€HOB, ACCOIIMHPOBAHHBIX C
pa3zsutuem CI'X.

[{enpro HaIIEro UCCIEOBAHUS SIBIIAETCS Pa3padOTKa TMAarHOCTHYECKONW CUCTEMBI IS

JETeKIIUU HACTIEACTBEHHBIX (DOPM TUMEPXOJIECTEPUHEMUH TSl OOHAPYKEHUS TOIMMOP()U3MOB B
renax LDLR, APOB, PCSK9, LDLRAPI na ocHoBe monumepasHoit renHoi peakmun (IT1[P).
B nporuiecce pa3paboTku JTUarHOCTHUECKON CHCTEMBI PEAYCMOTPEHBI CIIETYIOIIHNE

METO/IUKH.

1. [Ton6op npaiiMepoB k SNP MyTaHTHBIX I'€HOB ¢ TpUMeHeHHeM HHCTpyMeHToB BLAST.

2. Cunres npaitmepoB Ha cuntezarope JJHK/PHK BIOSSET ASM-800.

3. ITocTaHOBKa OJIMMEPA3HON LIETHOW pEAKLIUH.

JloKJIMHUYEeCKue HccleA0BaHus OyAyT IPOBOJAUTHCA HAa OMOIOTHYECKOM MaTepuaie KylabTyp
KJIETOK YeJIOBeKa, Jaliee TUIAHUPYIOTCA KIMHUYECKUE UCTIBITAaHUs Ha OoMaTepuase TOHOPOB.

B Hacrosiiiee Bpemst cucteMa AeTeKINH HaXxoIuTcs Ha ctaauu pa3zpadbotku. Co3gana

cHUCTeMa IIpaiiMepoOB U CHHTE3WPOBAHBI ITpaliMepsl K Hanbosee yacto Berpedarommmcst SNP rena
LDLR, Ha gaHHBI MOMEHT POU3BOAUTCS ONTUMM3ALIMS YCIOBUIM MOJIMMEPA3HOM IIEMHON
peakuuu. [Tociae okoHYaHMsI 3TOTO dTana OyAeT MpoBeIeHa arpolanus Ha OMOJIOTHIECKOM
Marepuaie.

Pabota BEIOTHSETCS B paMKax TpaHTa «Y YaCTHUK MOJIOJICKHOTO Hay4YHO-MHHOBAIIMOHHOTO



koHKypca» («YMHUK») denepanbHOro rocy1apcTBEHHOTO OI0KETHOTO YupekaeHust «DoH T
COJICMCTBUS PA3BUTHIO MAIIBIX (OPM MPEINPUATHI B HAYYHO-TEXHUUECKOH ceper.
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