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Hay4yHO-nabopaTopHbIM KOMMIEKC

I'en ApoB konupyer anonumnomnporerH B - 0CHOBHOH 010K CHCTEMBI aroJHIIONpo-
TEHHOB, BXOJAIIUI B COCTAaB JIMIONPOTCHHOB HU3KOM tuioTHOocTH (JITTHIT), swrmo-
MIPOTENMHOB o4YeHb HHU3KO# miotHocTH (JITIOHII), xunomukpoHoB. SIBisercs Takxke
JIMTaHIOM JUISL pelienTopa JIMIONOpOTeMHOB HU3KOH mioTHocty (JITTHIT), urpas ta-
KUM 00pa3zoM BaxkHylo ponb B nerpanauun JIITHIT B neuenu. [laTorennsie myrarmn
B reHe ApoB MoryT ObITh CBsI3aHBI C CEMEWHBIMH JeeKTaMu anonunonporenHa B
100, HapymaronmmMu CriocOOHOCTh aroIUIIONPOTEHHA B CBA3BIBATHCS C PEIEITOPOM
JITTHII, uto mpuBoaut Kk pa3BuTHio 5-10% ciiyyaeB cemelHON THIepxonecTepuHe-
MUH U K nobiieHHON koHueHTparwu JITTHIT B xpoBu. IlaTtorenssie myranuu B 26
9K30He reHa ApoB He 0OHapy>KeHBI.

I'en LDLR xoaupyet penenTop junonporemHoB HUu3Kol miotaoctu (JITTHIT), korto-
pBIi ydacTByeT B peLentop-onocpenosanHoi yrunuzanuu JIITHII B kietke, mocne
4ero xosectepuH, BeicBoOouBImiicss u3 JITTHII, mogaBnsier akTHBHOCTH (hepMEHTa
I'MTI"-KoA-penykra3sbl, Kito4eBoro hepMeHTa CHHTE3a X0JIECTepUHa, CHIXKAsl TEM ca-
MBIM YpOBEHb XoJecTepuHa B KpoBH. IlaTorennsie myramu B rene LDLR npusoasat
K YaCTUYHOM WJIM MOJHOW MOTEepe PEelenTopoM CBOel criocoOHocTH cBsizbiBaTh JII1-
HIT u yrunusupoBath UX, B pe3yJIbTaTe Yero pa3BUBAeTCs ceMeiHas TUrepxosiecTe-
puHemus 1 tumna. 3aboneBaHue HacIeoyeTCsl ayTOCOMHO-IOMUHAHTHO U BCTpeyaeTcs
y 85-90% GonbHBIX ¢ cemMelHOil runepxonecrepuneMuei. [latorennpie MyTanuu B 4
sk30He reHa LDLR He oOHapyxeHbI.

I'er LDLR xomupyet peuenTop JumonpoTenHoB Hu3Koi mwiotHoctH (JITTHIT), koto-
pBIi ydacTBYET B peLentop-onocpenosanHoil yrwmsanuu JIITHIT B knerke, nocie
4ero xoJsiectepuH, BeicBoOouBLmiics u3 JITTHII, nmogaBnsier akTHBHOCTH (hepMeHTa
I'MI'-KoA-peaykTasbl, KIIOYEBOro epMEeHTa CUHTE3a XOJIeCTepPHHA, CHIKAs TEM ca-
MBIM ypOBEHb XoJiecTepuHa B KpoBu. [latorennsie myraru B reae LDLR npusonst
K YaCTUYHOM WJIM MOJIHOW TOTepe PELenTopOM CBOeH criocoOHOCcTH cBsi3biBaTh JIII-
HII u yrunn3upoBath uX, B pe3yJabTaTe UYero pa3BUBAETCs ceMelHas THrepxolecre-
punemus 1 Tumna. 3aboneBaHue HacIeTyeTCs] ayTOCOMHO-TOMIHAHTHO U BCTPEYaeTCs
y 85-90% GonbHBIX ¢ ceMeliHoit runepxonecrepunemueii. [latorennsie MyTanuu B 9
sk30He reHa LDLR He oOHapyxeHbI.

I'er LDLR xomupyet perenTop JumonpoTenHoB Hu3Kkoi mwiotHoctH (JIITHIT), xoto-
Ppblil ydacTByeT B peuenTop-onocpenosanHon yrunuzauuu JIIIHII B kierke, mocie
4ero xosectepuH, BeicBoOomuBIHiics u3 JITTHII, mogaBnsier akTHBHOCTH (hepMEeHTa
I'MI'-KoA-peaykTasbl, KIFOYEBOro epMEHTa CHHTE3a XOJIeCTepPHUHA, CHIDKAs TEM ca-
MEBIM YPOBEHB XOJlecTeprHa B KpoBH. [laTorennsie myranuu B reHe LDLR mpusomst
K YaCTUYHOW WM MOJHOW MOTEepe PELenTopOM CBOeiH criocoOHOCcTH cBsi3biBaTh JIII-
HII u yrunn3upoBate nX, B pe3yiabTaTe 4ero pa3BUBAETCA ceMelHas THIepxoecre-
puHemus 1 tTuma. 3aboneBaHue HaCcIeTyeTCsl ayTOCOMHO-TOMIHAHTHO U BCTPEYaeTCS
y 85-90% OGonpHBIX C ceMeWHO! runepxonecrepuHeMuei. IlaToreHHbIe MyTanuy B
10 sx30He TeHa LDLR He 00HapyXeHBI.

I'en PCSK9 komupyer ¢epMeHT MHpOMPOTEHHOBYIO KOHBEPTa3y CYOTHUIIU3UH-
kexcunoBoro tuna 9. PCSK9 urpaer BaxxHyto poiib B TOMeocTase xonecrepuna. Csi-
3piBanne PCSK9 ¢ EGF-A noMeHoM perienTopa JUMonpoTerHOB HU3KOH IIIOTHOCTH
MPUBOIMT K Jierpajaiuu petenropa. [larorennsie myrarmu B rene PCSK9 npusossit
K TOBBIIIEHNI0 akTUBHOCTH (hepmenTa PCSK9 u yBenndaeHn1o CKopocTH pa3pyIIeHHs
peuenrropos JIITHII, Taroke ycnnuBaercs cuaTes aumomnpornHa B u JITTHIT neuenstio,
YTO MPUBOAUT K Pa3BHTHIO 5% ciydaeB ceMeiHOM runepxonecrepuHeMun. [laroren-
HbIe MyTanud B 7 sk30He TeHa PCSK9 He oOHapyKeHbI.
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I'en APOB Anomunonporenn B
@®ynkuus reHa en APOB xomupyeT amofumonpoTrenH B - OCHOBHOM 0ENOK CHCTEMBI aIlOJUIONPOTENHOB, BXOMSIIANA B COCTAB JIHIIO-
nporerHOB HU3KoH uorHocTH (JITTHIT), numonporenHoB ouens Hu3koit miotHoctH (JITTOHIT), xunomukpoHoB. SIBisiercst
TaKOKe JIMTAH/IOM UL PeLIeNTOpa JIUIIONOPOTEMHOB HU3KOH ITIOTHOCTH, UTpasi TAKUM 00pa30M BaXKHYIO POJIb B JIerpajaluy
JITTHIT B neueny. [ToBbIeHHBIE KOHIIEHTPALK ATIOB B KpOBH SIBIISIFOTCS (PaKTOPOM PUCKA PA3BUTHS aTEPOCKIIEPO3a.

I'en LDLR Penenrop nunonporenHOB HU3KOMN MIIOTHOCTA

®ynknus reHa ['en LDLR pacnonoxkeH Ha KOpOoTKOM muiede 19 xpomocomsl B pernoHe 19pl13.2, mmeer]18 3K30HOB, GENOK KOAMPYEMBIit
reHoM cocrout u3 839 ammHokucnor I'en LDLR koxupyeT perentop JMnonporeMHoB Hu3koil miorHoctu (JITTHII), xo-
TOpBIH yd4acTBYeT B perenTop-onocpenoBanHoM sHpouTo3e JIITHII, mocne uero xonecTepuH yHnakoBBIBAE€TCS B JIN30CO-
MBI ¥ noziaBisieT akTuBHOCTh (epmenta ' MI'-KoA-penykrasbl, KiroueBoro epMeHTa CHHTE3a XOIECTePUHA, CHIDKAS TeM
caMbIM ypoBeHb XosiectepuHa B kpoBu. I'en LDLR skcnpeccHpyeTcs BO BCeX OpraHax M TKaHsAX, MaKCHMaJlbHas JKC-
npeccust HaOIIOJAaeTCsl B HaANOYEYHUKAX, NIEYEHH, JIETKUX, JKeTUYHOM My3bIpe, skenyake. [Ipy Hanuuum MyTanuii B 3ToM
reHe Hapymaercs (QYHKIMOHMPOBaHHE JAHHOTO PELENTOpa U TKaHU TEPSAIOT CIOCOOHOCTh YTHIM3HPOBATh XOJIECTEPHH,
ocraeTcsl BEICKOKOM akTuBHOCTh ['MI'-K0oA-penykrassl, 4To MPUBOIUT K YBEJIIMUEHUIO KOHIIEHTpaluu xonecrepuna u JIII-
HIT B kpoBM M MX OTJIO)KEHHIO B CTEHKaX COCYIOB - arepockiepo3dy. Myrammu B rene LDLR Bcrpeuatorcst B 85-90%
CllydaeB HACJIC/ICTBEHHOH THIIEPXOJIHECTEPUHEMUH U BBI3bIBAIOT CEMElHYI0 runepxonecrepuHemuto 1 tuma. Hacnenyercs
ayTOCOMHO-JIOMUHAHTHO.

I'en PCSKO Ipornporennosas konBeprasa CyOTHIM3UH-KEKCUHOBOTO THIIA 9

®ynknus reHa en PCSK9 kommpyer depMeHT NpOIPOTEHHOBYIO KOHBepTasy CyOTHIN3HH-KekcrHoBoro Tuna 9, nim PCSK9. Benok cus-
TE3UPYEeTCsl B BU/IE PACTBOPHMOr0 HEAKTHBHOI'O 3MMOT'€Ha, KOTOPBIH ayTOKaTAIMTHYECKH (CaMOIPOU3BOJIBHO) aKTHBHPYET-
¢sl BO BpeMsi BHYTPUMOJIEKYJISIPHOTO NTPOLIECCHHIA B SHIOMIA3MAaTHYECKOM PETHUKYIYME U JICHCTBYET KaK IPOINPOTEHHOBAS
KoHBepTa3a. PepMEHT OTHOCUTCS K CEMEHCTBY PONPOTEHHOBBIX KOHBEPTa3, KOTOPbIE aKTUBUPYIOT ()EPMEHTBI, OTILCTLISS
OT HUX MENTHUJ, THTUOUPYIOIINHA UX KaTaIUTHYecKyro akTHBHOCTh. PCSK9 wrpaer BaxkHyto poib B TOMEOCTa3e XOJecTe -
puna. CeszpiBanue PCSK9 ¢ EGF-A nomenom peuenTopa JIHUIIONPOTEMHOB HU3KOW IUIOTHOCTH NMPHUBOAUT K JAeTrpajaliu
peuenTopa. CHIKEHHE YPOBHS pEeLENTOpa JIUIONPOTEHHOB HU3KOH IJIOTHOCTH, B CBOIO OY€PE/ib, BHI3bIBACT MOHMKECHHBIN
MeTaboITM3M JIMIONPOTEHHOB HU3KOH TIIOTHOCTH, YTO MOXKET IIPUBECTH K THIIEPXOJIECTEPUHEMHN.
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