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Ab6cTpakT

CeMeilHas TUIIEPXOTIECTEPUHEMNS ABIIAETCSA CAMBIM PAacIPOCTPaHEHHBIM MOHOTEHHBIM 3a00J/IeBaHNEM,
CBA3AHHBIM C HPEXIEBPEMEHHBIM pasBUTUEM MIIeMudeckoil 6omesHm ceppua. OcCBefOMIEHHOCTDb
06 5]QeKTMBHOCTY, 3HAYMMOCTM M HOCTYIHOCTM CKPUMHMHTOBBIX IIPOTPAaMM, HAaIpaBIeHHBIX
Ha MJeHTU(UKALINIO NHEKCHBIX MAL[IEHTOB U VX POJICTBEHHUKOB C CEMEJTHOI I'MIIepXoJiecTepUHeMIe,
MO>KEeT IIPUBECTH K CYILIeCTBEHHOMY CHIDKEHMIO OpeMeHM CepledHO-COCYAUCTRIX 3aboneBanmit. PanHee
BbIAB/ICHNE, VHJLIMALMA afeKBaTHOM TIMIIONMINMAEMUYECKON Tepanmuy M KOHTPONb 3a IalMeHTaMI
C CeMeiTHOJ TUIIepXolecTepyHeMuell Ha 6a3e IUIMAHBIX LEHTPOB IPUBEAYT K CHIDKEHUIO CMEPTHOCTHU
Y MHBA/IVJM3aLY HaCEIeHUA OT CEepfieYHO-COCYAVICTBIX 3a00/IeBaHMIL.

KnroueBbie cnoBa: ceMeiiHas TUIepXO/eCTepMHEMMs, KACKaJHbI CKPUMHMHI, ONOPTYHMCTUYECKMIl
CKPUHVHI, YHUBEPCA/TIbHBI CKPVHUHI, TAPTeTHBI CKPMHMUHI, JIUNNUHbIE IIeHTPbl, PETUCTP CeMeHOIi
TUIIePXOIeCTePYHEMUM, TUIONPOTeNnz(a).

Monitoring and screening programs for patients with familial hypercholesterolemia
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Abstract

Familial hypercholesterolemia is the most common monogenic disease associated with the premature
development of coronary heart disease. Awareness of the effectiveness, significance, and availability of
screening programs aimed at identifying index patients and their relatives with familial hypercholesterol-
emia can lead to a significant decrease in the burden of cardiovascular disease. Early detection, initiation
of adequate lipid-lowering therapy and monitoring of patients with familial hypercholesterolemia based on
lipid centers will lead to decrease in mortality and disability from cardiovascular diseases.

Keywords: familial hypercholesterolemia, cascade screening, opportunistic screening, universal screen-
ing, targeted screening, lipid centers, register of familial hypercholesterolemia, lipoprotein(a).

BeBepeHune CI'XC aBnaeTca ayToCOMHO-AOMUHAHTHLIM MOHO-
reHHbIM 3aboneBaHMeM, KOTOpOe XapakTepusyetcs

HecMOTps Ha 3HaAYMTENIbHO BO3POCLUMIA MHTEPEC, MOBbIlEeHMEM YPOBHS xonectepuHa (XC) nunonpo-
cemenHan rmnepxonectepnHemms (CIXC) no-npex-  Temaos Huskow nnotHocty (JIMHI), 1 obycnosnexa,
HEMY OCTaeTCs HeOOLEHEHHbIM, MJIOX0 AMArHOCTUPY-  Yallle BCero, HanmiMem MnaToreHHbIX MyTauuii B reHe
€MbIM U HE NOABEPKEHHbIM TIEYEHNIO pacnpocTpaHeH-  peuentopa JIMHM (LDLR), anobenka B (APOB)
HbIM (DaKTOPOM PUCKA MPEXOEBPEMEHHOMO PA3BUTUA 1 NMPOMNPOTENMHOBOW KOHBEPTa3bl CYyOTUNN3MH-KEKCUH
niemmnyeckon bonesHn cepaua (MBC) [1]. 9 Tuna (PCSK9), Takxe BCTpPeYatoTca 1 pedkme hopmbl
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C ayTOCOMHO-PEeLeCcCMBHbIM TUMOM  HACNeLOBaHNS
[2]. B HacTosILee BpeMsi pacnpoCTPaHEHHOCTb reTepo-
aurotHon CIXC (reCrXC) oueHmBaetca kak 1 Ha 250
4yenoBeK, YTO COOTBeTCTBYyeT no4yti 30 MUnInMoHam
YyenoBek BO BceM Mmupe [3]. 1o faHHbIM MccefoBaHUA
SCCE-PO  (Onuaemumonorns cepaeqHO-COCYyANCTbIX
3aboneBaHM U KX (DaKTOPOB pucKa B PErmoHax
Poccuninckon @enepaummn), B KemepoBckom 1 TIOMEH-
cKor 0bnacTax pacnpocTpaHeHHOCTb onpeaenéHHomn
n BeposTHon CIXC coctaBnsieT 1 Ha 108 yenosek [4].
[MpennonoXxuTensHo, Yncio nayyeHToB ¢ CMXC B Ha-
LUew CTpaHe MOXeT npeBblIWaTh 1 MUAANOH [4].

Xopowo u3BectHo, 4to CIMXC obycnoenmBaet
pasBMTMe aTepockneposa W, Kak clencrsue, npe-
XAEBPEMEHHYIO MaHUpeCTaumio cepaedHo-cocyam-
cTbix 3abonesanuin (CC3) [5]. Bo3oencraume BbICOKMX
KoHLUeHTpauwmm XC JIMHI B TedeHMe XU3HW NpuBoauT
K Pa3BUTUIO  aTEPOCKIIEPOTUHECKOTO  MOPaXeHWs
B paHHeM Bo3pacTe [5, 6]. B KnMHMYeCKoM npakTmke
CIr'XC HepooLeHeHa, 1 4acTo AMarHo3 Beprduumpyiot
TOMNbKO Mocsie MaHWdecTaLmn cepaeyHo-CcoCcyancTbix
ocnoxHenun (CCO). Bpemsa maHudectraumm CC3
OMNpefenseTcd CKOPOCTbio KYMYNATUBHOIO 3ddekTa
1 3aBUcUT OT ypoBHA XC JITTHIT v Hannuua gpyrux
daktopoB pucka [7]. Tak, B cny4asx roMO3MIrOTHOM
CI'XC, koTopas onocpenoBaHa Hac/efOBaHWEM OBYX
MYTaHTHbIX anfenenm B OOHOM W3 FeHOB W XxapakTe-
pu13yeTca KpaknHe BblcokM ypoBHeM XC JIMHIM, CC3
pa3BuMBaloOTCsA B Bo3pacte fo 20 neT, 1, Kak npasuo,
OonbHble He moxwusaloT go 30 net [8]. Mpeano-
naraemMbln puUcK pa3BuUTUS npexgeBpemeHHoro CC3
y naumeHToB ¢ reCr'XC, kotopas obycroBneHa Hacne-
[OBaHWEM OHOW MYTaHTHOW anneny B O4HOM W13 Tpex
reHos, B 20 pa3 Bbllle, YeM Yy HaceneHnd B Lenom [9],
a CCO B TeyeHMe Xn3HN B 3,9 pa3za Oonee BEPOSATHI,
4YeM y NaLMEeHTOB C aHaNOrMYHbIMU (PaKTOPaMKM PUCKa
6e3 CIXC [10]. Takum obpazom, reCIXC BreyeT 3a Co-
bon 3HauuTenbHO OonbwK puck passutus UNBC,
KOTOPbIV, MO OLEeHKaM, Mo MeHbllel mMepe Ha 30%
BbllLe Y XXeHLMH B Bo3pacTte 60 fet 1 Ha 50% Bbliwe
Yy My>XH4KH B Bo3pacTe 50 f1eT No CpaBHEHMIO C INLAMK
©e3 CIXC [11]. B Poccum npoOomKuUTenbHOCTb XKU3HN
y My>x4mH ¢ reCI'XC — 53 roga, y XeHWuyH — 62 roga
[12]. DTV maHHble CBUOETENbCTBYIOT O HEODXOAMMOCTM
paHHen anarHoctkm CMXC nocpeacTBoM BHeApeHMs
B PYTUHHYIO KIVMHUYECKYIO MPAKTUKY CKPUHUHIOBbIX
NporpamMm 1 MHULIMaLMU TUNONNNNAEMNYECKON Tepa-
N1 B MONOLOM BO3pacTe.

CKPUHWHT Ha ceMelHYIo
rmnepxonecrepuHeMuio

KpawHe Bbicokuni puck pa3sutis CC3, obycoBneH-
HbI CTXC, TpebyeT paHHero BbiBNeHNs. B HacTosLlee
Bpema CI'XC amnarHoctmpyetcs B MeHee 4em B 1% cny-
4aes, 33 VCKITIOYEHEM HEeCKONbKUX CTPaH, B KOTOPbIX
MPOBOAMIINCE aKTUBHbIE MPOrpaMMbl CKPUHUHIA [5].
Onga novicka nauymeHTtoB ¢ CIXC npumMeHsiotca 4 Buaa
CKPUHWHIA: YHWBEPCaNbHbIA, OMMOPTYHUCTUYECKUN,
TapreTHbIV U KackagHbin. [1ns BbISIBNEHUA NHOEKCHbBIX

naumeHToB (NepBbiX ANArHOCTMPOBAHHbLIX NALMEHTOB
B CEMbE), UCMOMb3YIOT NepBble TPU.

YHMBepcanbHbIN CKPUHUHE HanpasJeH Ha obcneno-
BaHWe LUMPOKMX CTOEB HaCeNeHMS C Liefblo BbISIBIEHMS
HoBbIX cfiydaes CI'XC, B uOeane — y L, MOMOXe
20 net mnu OO Hayafia NMonoBoro cospeBaHuns [13].
International FH Foundation pekomeHayet nposeaeHme
CKpUHUWHra B Bo3pacte oT 5 go 10 net [6], American
College of Endocrinology npemnnaraet npoBoanTs An-
HaMMYeCKMI CKPUHUHTE eTer B Bo3pacte 3,9, 111 18
net [14], CnoBeHWs ABNSETCA AMHCTBEHHOM CTPaHOMN,
KOTOpas Ha CerofHsWHUMA AeHb YCMewHo BHeapuna
nporpamMMy yHUBEPCanbHOro ckpuHuHra CIXC ons
[eTel 5 NeT B pyTUHHYIO KITMHWYecKyo NpakTuky [15].
Kak BbisiBNeHMe NHOEKCHOro naumeHTa (pebeHka) me-
TOAOM YHNBEPCAIbHOMO CKPUHMHIA, TaK M MPOBeAeHME
0bpPaTHOrO KackafiHOTO CKPUHUWHIA poauTenen n pog-
CTBEHHMKOB, SBNAIOTCS Hamboree LenecoobpasHbiMu
N 3PPeKTVBHbIMX MeTodamuy  guarHoctukn CrXC.
Tak, B BenmkobputaHum npoBegeHo MpocnekTMBHOE
nccnepoBaHne 6onee yem 10 000 geten B Bo3pacTe
OT OZLHOMO [0 [ABYX J1eT, Y KOTOPbIX MNPY MMMYHM3aLMN
B3AT obpa3el, KPOBWM Ha JIUMUIHbBIA NPOGUIb U Npo-
BEAEHO reHeTM4eckoe TeCTMpoBaHMe Ha 48 MyTauuu,
accoummpoBaHHbix ¢ CI'XC [16]. B ka4yecTBe noporo-
BOro 3HadeHus nng sBepudukaumm CIHXC onpegeneH
ypoBeHb OX, COOTBETCTBYLOLWMIA 95-My NepLeHTUIO
B COBOKYMHOCTM C BbISIBNIEHHOM MyTauuen, unu 99-u
nepueHTUnb  0e3  AMArHOCTMPOBAHHOM  MyTaUMW,
Ha kaxnble 1000 ob6cnenoBaHHbIX BbISIBIIEHO BOCEMb
BonbHbIX CMXC (YeTblpe pebeHka 1 HeTbipe poanTens).
TakM 0DPa3oM, CKPUHWHI OeTen 1 poauTenen pac-
CMaTpUBaeTCa Kak MpocTon, 3pheKTUBHbINM U Npak-
TUYHbBIN MeTof, 00CNefoBaHVA HaceneHus Ha Hanmdme
CrXciiej.

OnNnopTyHMCTMYECKUIN (BO3MOXHOCTHBIN) CKPUHWHI
OCHOBAH Ha UCCNefoBaHMM NUNUA0B KPOBW (CKoppek-
TMPOBAHHbIX MO MOy 1 BO3PACTy) Y B3POCSbIX 1 AIETeN,
obpallaLIMXCa B MEOULMHCKME yYpexaeHus nep-
BWYHOIO 3BeHa. [laHHbin meTtop TpebyeT Gonee Bbl-
COKOW OCBELIOMJIEHHOCTU MEANLMHCKNX PabOTHNKOB
0 3HaYMMOCTM NOBbILLEHHbIX ypoBHeN XC y NauneHToB
C BbICOKMM pUcKoM pa3zsuTma CCO, HacnencTBEHHOro
M NepCoHanbHOrO aHaMHe3a, (eHOTUMUYEeCKMX
3HakoB CIXC. OnnopTyHUCTUYECKUA  CKPUHWHF
MOXeT ObITb [OMOMHEH CUCTEMATUHECKMM TMOUCKOM
nauyneHtoB ¢ CIXC 4epe3 3M1EKTPOHHblE KCTOPUN
bonesHu. Tak, B knuHuke Meno (CLLUA) paspabotaH
aNropuT™M  3AEKTPOHHOTO  (DEHOTUNMPOBAHUA  ANS
obicTpon maeHTudmrkaumn CIXC [17]. M3 131000
XuTenen rpadctea Onbmcten ObINO MAESHTUDULN-
poBaHO 5992 mauneHTa C NePBUYHON rMnNepannuae-
Muen (cpeoHu Bo3pact 52+13 net, 42% MyX4nH,
XC JINHN > 190 mr/an (4,9 mmonb/n), Tpurmu-
uepnabl < 400wmr/an (4,5 mmonb/n) [17]. Metop
3NEeKTPOHHOTO (PEHOTUMMPOBAHUA 3PMEKTUBEH KaK
NS NOCTaHOBKM AMarHosa, Tak 1 Ans AMHaMn4eckom
OLLeHKM JOCTUXeHMS LeneBbix ypoBHen XC JIMHIM.

TapreTHbi (NpULENbHbIN) CKPUHWUHI  HanpasieH
B nepsylo o4vepefdb Ha nouck nuy ¢ CIXC cpemm
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B3POCNbIX C MNpexXOeBpeMeHHbIM pa3sutiem CC3
(My>X4MHbI B BO3pacTe MeHee 55 feT, XeHLMHbl —
MeHee 60 neT). Hanbonee 4acTto MHOEKCHbIe Ciydamn
CI'XC BbIABNSIOTCA B KAPAMONOTUYECKMX U HEBPOJSIO-
rMYeCKMX OTAENEeHUAX, B OTAENEeHVAX KapamMoTopa-
KanbHOW 1 cocyaucton xmpypriam [18]. B 2019 roay
onybn1MKoBaH MeTaaHanmn3, KOTopbi 00beanHU AaH-
Hble 22 nccnegoBaHnin 1 Bkoumn 31436 nauymeHToB
C OCTPbIM KOPOHApPHbIM cHApoMom (OKC), KoTopble
NOCTYyNUAN B OTAENEHME UHTEHCMBHOWM Tepanun. Pac-
npoctpaHeHHocTb reCrXC cocrasuna 7,3% (95%
OW: 5,3-10,0%) y naumeHTOB B BO3pacTte Ao 60 neT
nysenuumnacb 4o 13,7% (95% [OWN: 8,2-22,0) y na-
LMeHToB B Bo3pacTe 0o 45 net [19]. Taknum obpazom,
1 13 21 naumeHta ¢ OKC nmeert reCI'XC, 1 3ta pacnpo-
CTPaHEeHHOCTb yBennymBaetca o 1 13 7 y naumeHToB
B BO3pacTte < 45 net. 2T pe3ynsraTel NOAYEPKNBAIOT
BAXHOCTb TapreTHoro (MpuLENbHOrO)  CKPUHUHIA
Ha Hannyme CI'XC B oTOENeHNsIX MHTEHCMBHOW Tepa-
MM, B 0CODEHHOCTM Cpeam NLL MOJIoA0ro Bo3pacTa.
KackagHbIn CKpUHUHT — Hanbonee 3heKTVBHbIN
Ccnocob BbIABNEHUS NaumeHToB ¢ CIMXC, KOTOpbIN
CNoCODCTBYET MpoBefeHMI0 NPohUNaKTUHeCckX Me-
POMPUATUI, BKITIOHAIOLLIMX 3MEHEeHMEe 00pa3a XXn3Hu,
KoppekLmio pakTopoB pucka CC3, a Takke HazHavyeHme
alleKBaTHOM NeKapCTBEHHOW Tepanuu, CHUXaloLLEeN
ypoBeHb XC B KPOBM M NpefoTBpallialoLlen pa3Butre
COCYaNCTbIX KaTacTpod. [laHHbI METOA UCMonb3yeTcs
INst AMArHOCTMK POACTBEHHMKOB NepBor (poautenn,
cnbCbl, OeTn) 1 Donee BbICOKMX CTeneHer PoacTBa
OT MHAOekcHoro naumeHTa ¢ CIXC. Uukn nostopserca
(kackamoMm) ANs Kaxkaoro PoACTBEHHMKA C IMArHO30M
CrXC, 7eM caMbiM paclumpsia KOnu4ecTBO ODHapy-
KEHHbIX MOTeHLUManbHbiXx 00bekToB. KOoHLEeHTpauus
XC JIMHM obbl4HO NpeBbIWaeT ABYKPATHbIA YPOBEHb
y nmy, ¢ CTXC, NO CpaBHEHUIO C UX HE3aTPOHYTbIMU
POLCTBEHHMKAMWN. POACTBEHHWKM MEpPBOW, BTOPOM
N TpeTbel CTeneHu pPoACTBa OyayT WMMETb BeposT-
HocTb CIXC Ha 50%, 25% 1 12,5% COOTBETCTBEHHO.
BnepBble MOMbITKM BHEOPEHUS U CUCTEMATUHECKOrO
MNCMONb30BaHNA KaCKaLHOIO CKPUHUHIA NMPeanpUHATbI
B Hunoepnangax B 1994 rogy, B Hactosllee Bpems
JaHHbIM  anropuT™M ycnewHo pabotaer B [HaHuu,
Hopserun, WcnaHum, Yanbce n HoBon 3enaHanu.
[MporpamMma KackagHOro CKpuHWHra B HupgepnaHgax
BblfiBUNA B cpefHeM 8 poacrtBeHHWKkos ¢ CIXC ang
KaXAoro WHAEKCHOro cnyyasi, Obino naeHtMuum-
poBaHo Oonee 28 000 numy, ¢ CIXC n noyt 23 000
POLCTBEHHMKOB, YTO 3HAYUTENBHO YBENMYMBAET AOMO
naumeHToB C amarHoctmpoBaHHon CIXC m nonyyato-
Wux runonunuaemMmndeckyto tepanuio [20]. LaHHag
cTpaTterva TecTMpOBaHUA OCHOBaHa Ha ayTOCOMHO-
OOMUVHAHTHOM NyTn HacslegoBaHua CIXC. B cembsix,
e BbiBMEHa MyTauusi, Bbi3blBatlollas 3aboneBaHue,
reHeTM4eckoe TeCTMPOBaHME Takxke MOXeT ObiTb
4acTblo KackaHOro CKpVHWHIAa. B HacToswee Bpems
OrpaHVYeHHble LaHHble CBUOETENbCTBYIOT O TOM, YTO
reHeTUYeCKNUA aHann3 MoxeT [00aBUTb [OOMNONHN-
TENbHYIO LEHHOCTb ON18 KJIMHWUYeCKOro KackaLHOoro
CKPUHMHIA.  [1OCKOMbKY — CTeMneHb  BbIPAXXEHHOCTA

rmnepxonectepuHemmun (MXC) y naumertos ¢ CMXC
pasHas, npubnunsutensHo 20% nuL, ¢ MyTauMsaMU
LDLR n ymepeHHO noBblileHHbIM yposHeM XC JITTHTT,
OCTaloTCH He AnarHoCTMpoBaHHbIMK [20]. N3 3TOrO
cnenyer, YTO BKJTIOYEHME MreHETUHECKOro TeCTUPOBAHMA
B KaCKaOHbIN CKPUHUHT MOXET YNy4LUWTb YacTOTy Bbl-
AsneHnsa CIXC. Takxxe 0 Nonb3e 3Toro Metofa roBopsT
JaHHble nporpammbl SAFEHEART (Spanish Familial
Hypercholesterolemia Cohort Study) 8 Wcnanuum, roe
NpoBefeHne reHeTUYeCckoro CKPUHKHIA CrocobCTBo-
Bano upeHTMdukaumm naymeHtos ¢ CMXC B bGonee
MOMOAOM Bo3pacTe (cpedHuin Bospact — 49,5 ner),
YBENMNYEHUIO TPUBEPXKEHHOCTN OOMbHBIX TUMONUMM-
OeMNYecKor Tepanmm 1, COOTBETCTBEHHO, YMeHbLLe-
HWIO BO3pacTa Hadvana Takown Tepanum [5]. HecmoTps
Ha pa3paboTky Pa3NMYHbIX MPOrpaMM IS ANarHoCTU-
Ku nauuneHToB ¢ CIXC, faHHble aMeprKaHCKOro peru-
ctpa CASCADE FH (Cascade Screening for Awareness
and Detection of Familial Hypercholesterolemia) noka-
3bIBAIOT 3HAYUTENbHYIO BPEMEHHYIO 3a4ep>XKy Mexay
BbisBneHvem [XC (nmobon atvonormn) (MegmaHa
BO3pacTa Ha MOMEHT MOCTaHOBKW AMarHo3a — 39 ner)
1 noctaHoBkon AmarHoza CIXC (47 net) [21]. 2!
JlaHHble CBMOETENbCTBYIOT O HEOOXOANMOCTI CTPOroro
ydeTa naumeHToB ¢ CMXC, UX OMHaMUYecKoro Habmio-
OEeHNS C KOHTPOJIEM NAaPaMETPOB NUMUAHOTO NPOPUNS
N NPUBEPXEHHOCTN TMNOAUNUOEMMYECKON Tepanuu.
MobanbHas nporpaMMa CKpUHWHra B HupepnaHoax
NnoKasafa, 41O KackafHble CTpaterym TecTMpOBaHUA
CIrXC aBatoTCa 3KOHOMUYECKN 3D MEKTUBHLIMWU 419
BbISIBIEHWUS HOBbLIX CrydaeB (3aTpaTbl Ha CKPUHMHT,
MNOXU3HEHHYIO  TMNONUNMOEMUYECKYIO  Tepanuio
n nevenme CCO coctaBunm 7500 US $, B TO Bpewms
Kak OfHa COXpaHeHHas XM3Hb npuHocuT 8700 US $
B rofl), W ANs KaX[oro HOBOTO AMArHoCTUPOBaHHOTO
cnyyas ObIno coxpaHeHo 3,3 rofa Xu3Hu [22].

CKpPUHUHI rmnepnunonportengeMmmn(a)

y naumeHToB ¢ CIXC

CornacHo MeTaaHann3y 2015 roga(n=1320581)
PACNPOCTPAaHEHHOCTb  MOBBILWEHHbIX KOHLEHTPALWN
nunonpotengala) [JIn(a)] s koropte CMXC gocturaet 1
13 3 yenosek [23]. JIn(a) coctonT 13 YacTuLbl, Nogob-
How JIMHTM, B koTopon anobenok B100 koBaneHTHO
cBA3aH C anobenkom(a) C MOMOLLbIO OAHOM AMC-
ynbUAHOW CBSA3W. Bbicokas pacnpocTpaHeHHOCTb
rmnepnunonpotemaemmmn(a) [rmnepsin(a)] npu CrXC
nrpaet BaxHylo ponb B nporHoze CCO u Bbibope
TakTVKK nederms. CMXC n runeplin(a) asnsoTca He-
3aBUCUMbIMU (pakTopaMn pucka passutms CC3 n nx
CoYeTaHne MPUBOAMUT K WCKTOYUTENIBHO BbICOKOMY
pucky passutmna MBC [24—28]. Kpome Toro, y naum-
eHToB ¢ CIXC noBblILEeHHbIN ypoBeHb JIn(a) sBnsetcs
He3aBUCUMbIM npeankTopoM pucka MBC [29]. Takum
obpa3oM, Mnockonbky oba HapyleHus NUMNUOHOO
obMeHa SBNAIOTCA reHeTUYeCckM OrnocpefoBaHHbIMM,
HEODXOAMM KOMMEKCHbIM MOAXOL B  CKPUHMHIE
CIXC, yumnTbiBatOLLMA BepUDUKALMIO NNL, C BbICOKOW
KoHLeHTpaumen Jin(a). MNpu aHanvse UCCnenoBaHuUs
SAFEHEART (2927 pOACTBEHHWMKOB  MHAEKCHbIX
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nauveHToB 1 755 npobaHgos ¢ CIXC) nposedeHa
OLIEHKa  PacnpOCTPAHEHHOCTM  BbICOKUX  YPOBHeW
In(a) y pPOACTBEHHWKOB WHOEKCHbIX MaLMeHTOB
¢ CIXC (nccnepoBanich POACTBEHHMKM MpobaHaoB
Kak C BbICOKOM, TaK W C HW3KOW KOHLEHTpaLUaMMK
Jin(a)) [30]. KackagHbll CKPUHWUHT UHOEKCHbIX Na-
umertoB ¢ CIXC un yposHem JIn(a) Gonee 50 wmr/
I BbIABU 1 HOBbLIM Ciydan runeplin(a) Ha kaxable
2,4 npobaHpga. KackagHbI CKPUHWHE  WHOEKCHbIX
naumeHTo ¢ CIXC v ypoBHem Jn(a) meHee 50 mr/on
BbIABUI 1 YernoBeka Ha 5,8 npobaHpa. B TeveHme 5 net
HabnogeHns CIXC (oTHolweHue puckos [OP]: 2,47,
p = 0,036) 1 noBbILeHNe KoHUeHTpauun Jin(a) (OP:
3,17; p = 0,024) 6bInn CBSA3aHbI C BbICOKMM PUCKOM
BO3HMKHOBeHMA CC3 wmnu CMepTu MO  CPaBHEHWIO
¢ noapmun 6e3 CMXC 1 HopMarbHbIM YpoBHeMm J1n(a)
[30]. Hambonblunn puck Habnogancs y poacTBeHHU-
KoB kak ¢ CIXC , Tak 1 C NoBbliLLEeHHbIM ypoBHeM J1n(a)
(OP 4,40; p < 0,001) HE3aBMCMMO OT TPAAMNLMOHHbIX
akTopoB purcka. TakMM 0DOpa3oM, KackafHbl CKpU-
HUHT Ha runepsIn(a) y naumeHTos ¢ CMXC adbdekTnBeH
L9 BbIABNEHWUS POACTBEHHNKOB C BbICOKNM YPOBHEM
JIn(a) v nosbileHHbIM puckom CC3, 0cobeHHO Koraa
y npobaHga ¢ CTXC nMeeTcs MoBbILLEHHbIN YPOBEHb
In(a).

HabGniopeHne u ctpaterun nevyeHus
ceMeMnHOW runepxonecrepmHeMumn

JleyeHne CI'XC HanpaBfieHO Ha CHUXEHWE YPOBHS
XC JMMHM o ueneBbiX 3HAaY€HW C MOMOLLbIO MOLM-
brkaumm obpasa Xn3Hn 1 hapmakotepanim, obbINHO
3TO CTaTWHbI U 33eTUMKUO, a B HEKOTOPbIX Clydasx —
KOMOWHaUMA C MOHOK/OHASIbHBIMU aHTUTENaMM Npo-
™B PCSK9. PaHHee Havano rmnonmMnuaeMmyeckom
Tepanuy CHUXaeT KyMynaTuBHYIO Harpysky XC JIMHI
npu CI'XC n apdekTMBHO 3aMefIfseT MaHudecTaumio
NBC[31].

HecmoTtps Ha uMelolmMecs BO3MOXHOCTU TUMO-
NVNUAEMMYECKOM Tepanuu, Ha CEerogHsHUA OeHb
npoueHT nauneHtoB ¢ CIMXC, kotopble nofy4atoT
TMNONUMUAEMUYECKYIO Tepanuio 1/unn  4oCTUratoT
uenesbix ypoHen XC JIMHI, ocraeTca HU3KMM. Ha-
PAAY C 3TMM O BAXHOCTU CKPUHWHIOBbIX MPOrpamMm
ans BbisBneHns nuy, ¢ CMXC B 6ornee 10HOM BO3pacTe
rOBOPUT  CYyLLECTBEHHAad pPasHMLA B BEPOATHOCTU
BO3HMKHOBeHMsE CCO B MepBMYHOM WU BTOPUYHOM
npodunaktrke. Tak, nepsasg NPUBOOUT K CHUXEHUIO
cmeptHocTM OoT MBC Ha 48%, B TO BpeMs Kak BTOpas —
BCero Ha 25% [32]. Takum obpa3om, NpenMyLLecTBo
BTOPUYHOW NPOPUNAKTUKL BABOE MeHbLLUE, YeM Y Na-
umeHToB ¢ CMXC npu nepBMYHON NPOGUNaKTLKe.

B Hacrodllee BpemMA BO BCEM Mupe BedyTCA
pernctpbl CIXC, KoTopble ABNAOTCA MONE3HbIM W He-
0OXOANMbBIM MHCTPYMEHTOM [MS YiyHLIeHUs CUCTEMB
30paBOOXpPaHeHVsa. PerncTpbl MO3BOJIAIOT BECTU Yy4eT
NaUMeHTOB [OaHHOW rpynnbl, MPOBOAUTL CBOEBpe-
MEHHYIO KOPPeKUMIO MMNoNMNUAEMNYECKON Tepanum

N CylWecTBeHHO obneryaloT npoBefeHWe KackafgHoro
CKPUHMHTa.

C 2013 roga Ha Tepputopumn Poccumckon Pe-
nepaumn oencrByeT POCCUMCKUI  MHOTOLEHTPOBBIN
PErncTp cemerHom runepxonecrepuHemmnn (PoCrxc),
koTopbi B 2017 rogy Obin npeobpa3oBaH B pernctp
PEHECCAHC (Pernctp naumentos ¢ CIXC 1 naumeH-
TOB O4eHb BblCOKOro cEpaevHo-Cocyamcroro pucka
¢ HepgoCTATOo4HOW 3dhdekTnBHoCTbiO NPOBOAMMOWN
rmnonunuoeMmdeckon  Tepanumn) [33].  CornacHo
HellaBHO OMybnMKOBaHHLIM AaHHbIM, 33 Mepuop
HabnoaeHNs B perucrpe npoueHT nauneHToB, Nnoy-
YaoLLMX TUNONMIMAEMNYECKYIO Tepanmio, C MOMEHTa
BKJIIOYEHVA O HACTOALLErO BPEMEHW YBeIMYuics ¢ 27
no 72 [33]. PEHECCAHC BkJlo4eH B KpynHemLnm
npoekT EBponenckoro obliectsa atepockneposa EAS
Familial Hypercholesterolaemia Studies Collaboration
(FHSC), HacumTbIBaIOLLMM 69 CTpaH-y4acTHUKOB [34].
Ha cerogHsiluHmm geHb B EAS FHSC 3apernctprpoBaHo
61370 naumertoB ¢ CIXC (cpegHuin BO3pacT npw
BKJIIOYEHVWN cocTaBun 46,7 rofa, npv NOCTaHOBKe
avarHosa — 44,9 roga). CornacHo HegaBHO onydnu-
KOBaHHbIM NnpefBaputenbHbiM pesynsratam EAS FHSC,
npwv BKJIIOYEHWWN B PErncTp Tofibko 59% naumeHToB
nonydany runoannuaemMumyeckylo Tepanuio  (6onb-
WNHCTBO — CTaTuHbl) [35]. MeHee 3% nauMeHTOB
M3 rpynnbl BbICOKOTO PWUCKa [OCTUMN  LIeNeBoro
ypoBHa XCJIMHM < 1,8 mmonb/n (70 mMr/an). AHanus
KpynHenLen 6a3bl AaHHbIx EAS FHSC cBuaeTenbcTByeT
0 HEobXOOANMOCTU M3MEHEHWI B rNobanbHOM NonuTA-
Ke 30,paBOOXPaHEHMS], KOTOPbIe BKOYAOT BHELPEHME
CKPVHUHIOBbLIX MporpaMM W ajekBaTHOe fe4veHune
nauneHTos ¢ CIXC.

3ak/iloyeHmne

CIXC aBnaeTca caMbiM  4acCTbiM  MEHETUYECKUM
3aboneBaHMeM, CBSI3aHHbIM C  TMOBbILLIEHHbIM  PU-
ckoM pa3BuTua CC3. OHO XapaKTepu3yeTcst HU3KOW
OCBE[IOMJIEHHOCTBIO  KaK Cpefu HaceneHus, Tak
1 cpeau Bpayen obLen NpakT1Ky, HeCBOEBPEMEHHOM
OMarHOCTUKOW M HeaflekBaTHbIM NeveHneM. Bbissne-
Hve naumenTos ¢ CI'XC ABNgeTcs OLHUM 13 NpuopuTe-
TOB COBPEMEHHOW NPOdMUNaKTUYeCKON Kapamonorim
N KIVHWYeCKoM nunuponorin. BepeHue permcrpa
nauveHtos ¢ CI'XC, cBoeBpeMeHHasa U afekBaTHas
KOPPEKLNS M KOHTPOMb MMAONNNNAEMNYECKON Tepa-
MU MOTYT BHECTM CYLLLECTBEHHbIN BKMaL B CHUXEHUM
CMEePTHOCTU U MHBaNUAM3aLUMn HaceneHusa ot CC3.

KoHpnukT nHTtepecos

KOH®NUKT MHTEpeCcoB OTCYTCTBYET.
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