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AHHOTaIINA

CewmenHas runepxonectepuHemus (CITXC) — pacnpocTpaHeHHoe MOHoreHHoe 3abonesa-
HUue, KOTopoe BCcTpeyvaeTcs ¢ Yactoton ~1:250 n xapaktepusyeTcs BbICOKUM coaepXXaHuem
B KPOBUW NUNONPOTEUHOB HU3KOW nroTtHocTu (JIMNHM) u paHHuM pasBuTnemM atepocknepoTu-
Yeckux cepaeyvHo-cocyancTbix 3abonesaHuii (ACC3). HecMoTpsi Ha TO 4TO BOMNPOCHI CKpU-
HWHra un guarHoctukn CIXC xopolo pa3paboTaHbl, @ COBPEMEHHas rMnonMnuaeMmnyeckas
Tepanus cnocobHa 3HAYUTENBHO YMy4YlUTb NPOrHO3, BbISBMSIEMOCTb 3TOro 3aboneBaHus
ocTaeTcs kparHe Hu3kon. OTmeudeHo, 4YTo npeacTtasnenns o CITXC B nocnegHue rogbl npe-
Tepnenu cylecTBeHHble U3MEHEHUS NOA BIIMSIHUEM Pe3ynbTaToOB HEAABHO BbINOSTHEHHbIX
KPYMNHbIX 3NUAEMUONOrMYECKUX UCCreaoBaHUN, B TOM 4Yucne ¢ Bepudukauuen amarHosa
CI'XC npu nomoLLm reHeTUYeckmx TecToB. B cTaTbe geTanbHO 06CyxaaloTcs KNMHUYeckme
NPoOSIBNEHUS, a TakxKe COBPEMEHHbIE MeJMKaMEHTO3Hble U SKTpakopnopanbHble MeToAbl Ne-
yeHna CI'XC.

3akniouveHue. Takum o6pasom, CIXC, koTopasi 40 NOSIBNIEHUSI COBPEMEHHbIX ryunonunuae-
MWYECKMX NpenapaToB ocTaBanacb 3aborieBaHMEM C MIOXMM MPOrHO30M K3-3a paHo pas-
BuBatowwmxcss ACC3 1 CBSI3aHHON C HUMW MPEXOEBPEMEHHON CMepTu, B HacTosilliee Bpe-
Msl MOAAaEeTCs YCMEeLWHOMY JIeYeHUI0, XOTS U He YCTPaHSALWeEMY reHeTUYeckmuin gedekT, Ho
MO3BOSSAOLLIEMY AOCTUYb NMPaAKTUYECKU TaKoW e NPOAOIIKUTENBbHOCTU XKU3HW, Kak B 06LLei
nonynsauun. OgHako Ansi peanvsaumm BCEX BO3MOXHOCTEN COBPEMEHHOIO JIeYeHUsl 3TOro
cepbesHoro 3aboneBaHns HeobxoAnMa NporpamMmma CKpUHUHIa Takux GObHbIX, MPUHATas Ha
rocyAapCTBEHHOM YPOBHE.

KnrouyeBble cnoBa: cemeliHas rmnepxonecrtepmnHeMmnd, atepocKrepoTn4eckmne cepaedHo-
cocyauncTtble 3aboneBaHus, runonnngeMmyeckas Tepanuna
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Abstract

Familial hypercholesterolemia (FHC) is a common monogenic disease that occurs with a fre-
quency of ~1:250 and is characterised by a high content of low-density lipoprotein (LDL) in
the blood. This disease leads to the early development of atherosclerotic cardiovascular dis-
eases (ACVD). Although the screening and diagnostics issues concerned with FHC are well
developed and the modern lipid-lowering therapy can significantly improve the prognosis, the
detectability of this disease remains extremely low. In recent years, the concept of FHC has
undergone significant changes under the influence of large epidemiological studies, including
verification of the FHC diagnosis using genetic tests. The article is aimed at discussing the
clinical manifestations of FHC, as well as modern medical and extracorporal approaches to its
treatment.

Conclusion. Until the advent of modern lipid-lowering drugs, FHC had remained to be a dis-
ease with a poor prognosis due to early ACVD and the associated premature death. Today, the
diseases is amenable to successful treatment, which, though not eliminating the genetic defect,
allows almost the same life duration as in the general population to be achieved. However, all
the possibilities of modern approaches to the treatment of this serious disease can be realized
provided that a state-level screening program for such patients has been implemented.
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ing therapy
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CemenHasa runepxonectepmHemus (CIFXC) —
ayTOCOMHO-KOAOMMHAHTHOe 3abonesaHue, CBSA-
3aHHOE C reHeTn4yeckMm OedeKkToM B O4HOM U3
TPeX reHOB, OTBETCTBEHHbIX 3a peLenTopHoe
MOrfnoLeHme KneTkaMmm LUpPKYnmMpyoLwWwmx B KPOBU
nunonpoTenHoB Huakon nnoTHoctu (JIMHIM): reH
peuentopa JIMHM (pJIMNHIT), reH anonunonpo-
TemHa B100 u reH nponpoTenHkoHBepTasbl cyb-
TUNU3nH-kekcuH 9-ro Tnna (PCSK9) [1, 2]. JIMHIM
cogepxat ©OonblIOEe KONMMYECTBO XOflecTepuHa
(XC), B OCHOBHOM B BuAae ero aupoB C XUPHbIMMK
Kucnotamu, noatomy cgpeHotunudeckn CIrXC npo-
SBNISIETCS, Npexae BCEero, yBerMYeHNEM B KPOBU
YPOBHS XONleCTepMHa, HaxodsLWerocs B nMnonpo-
TenHax Hu3kom nrotHocTr (XC JIMHIT).

Ewe B 1938 rogy C. Miiller onnucan coyetaHue
KCaHTOM, BbICOKOrO YPOBHS XOfiecTepuHa B KpOBU
N pas3BMBLLErOCa B MOMIOAOM Bo3pacTe MHdapkTa
muokapga [3], a B 1960 rogy A. K. Khachadurian
W COaBT. Mokasanu, 4Yto 3To 3abonesaHue, nony-
ymBwee HasBaHue CIXC, nmeet B CBOEN OCHO-
BEe MyTauuio Nub OAHOrO reHa u HacrnegyeTcs
ayTOCOMHO-goMUHaHTHO [4]. B 70-e rogbl npo-
wnoro Beka M. S. Brown u J. L. Goldstein onuca-
nn reHeTuveckn obycnoBneHHbin aedekT pJIMHI
B kayecTtBe npuymHbl CIMXC [5]. 3a nccnegosaHus
B obnactu metabonmama XC u BblIACHEHME NaTO-
dumamonormyeckon ocHobl CIMXC M. S. Brown
nJ. L. Goldstein B 1985 roay 6b1nm ygoctoeHbl Ho-
©enesckon npeMmun No omU3nonNorm u MeguunHe.

MpeacTtaBnenus o CITXC kak o pegkom 3aboneBa-
HWUW B NOCNeaHNe rofbl NpeTepnenu CyLeCcTBEHHbIE
N3MEeHeHMs Nnog BNUSIHUEM pPe3yrnbTaToB HeLaBHO
BbIMOSTHEHHbIX KPYMHBLIX 3NUOAEMUONOrNYECKUX UC-
cnegoBaHuK, B TOM 4Yncne ¢ sepudukaunen gua-
rHo3a CIXC npuv NomMoLWM reHeTUYeCKUX TeCTOB.
Tak, MO [AaHHbIM KpyrnHeEWLWero WccrneaoBaHus,
BbiNonHeHHoro B [aHuun, yactota CIXC B 0obuien
nonynsuumn coctaBnsana ~1:200, a ony6nvkoBaH-
Heih B 2017 rogy B British Medical Journal meta-
aHanma coobuiaeT o yactote 1:250 [6, 7]. B Poccun
B HacTosilllee Bpemsi OTCYTCTBYIOT 3NUOEMUONO-
rmyeckne gaHHble No pacnpocTtpaHeHHocTn CIXC
B LIeJIOM MO CTpaHe, O4HAKO KPYMHbIA 3aNUaeMUorno-
rudyeckuin npoekt ESSE-RF nossonun yctaHOBUTH
Bblcoku npesaneHc CIXC B 3anagHon Cubupw,
coctasnsowmn 1:108 [8]. CneayeT nogyepkHyThb,
YTO peyb MaeT o 4yacTtoTe retepo3nrotHon CIXC
(reCIrXcC), B 10 Bpems kak yactoTa roMO3nroTHOM
CIr'XC (loCrxc), no cospeMeHHbIM MpeacTaBne-
HuaMm, cocTasnsaeT 1:160 000-1:300 000 [9]. Huskasa
BoisiBnisiemocTb CIFXC npeacTtaBnsieT cobon pac-
NpoCTpaHeHHyo npobnemy B GONbLUMHCTBE CTpaH
Mupa. Tak, Hanpumep, B CLUA, KaHage, ®paHumn,
Wtanun, AnoHuun, Bpasunum n MHOrmx apyrux cTpa-
Hax amarHo3 CIXC yctaHoBneH He Gonee 4em
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y 1% ©onbHbIX OT NpeanosiaraemMon Nx YNCIIeHHO-
CTWU, UCXOAS N3 JAHHbBIX O NMONYMSLMOHHON YacToTe
CIrXC. OgHako B Hugepnangax, Hopseruu, Leen-
uapum u BenukobpuTaHun criydan BbISIBIIEHHOM
CI'XC coctaensoT oT 12 go 71% oT npegnonara-
€MOW YNCIIEHHOCTN 3a CYET OEeNCTBYHOLWMNX TaM ak-
TUBHbIX NporpaMmm ckpuHuHra [10].

MoBbiweHHbIN  ypoBeHb XC peructpupyercs
npu CI'XC yxe ¢ poxaeHus, B pesynstate gnu-
TENbHOCTb 3KCMO3MLMM BbICOKMX KOHLIEHTpaLumm
XC KO BpeMeHU JOCTUXEeHUSA B6OonbHbIM cpegHero
BO3pacTa okasblBaeTCs BO MHOIMX Cryyasax gocTa-
TOYHOW AN pasBUMTUS CUMNTOMHbLIX aTepockre-
POTMYECKNX CEPAEYHO-COCYaMCTbIX 3aboneBaHui
(ACC3) — uwemmnyeckon 6onesnn cepgua (MBC),
WUWIEMNYECKOr0  WHCYnbTa, 0bnuTepupytloLwero
aTepocknepo3a apTepuit HUXHUX KOHEYHOCTEW,
a Takxe atepockneposa WHbIx nokanusauun [11].
Mpu MOCIrXC nposiBNeHNs aTepocKnepoTUyeckux
3aboneBaHUn MOryT HacTynuTb YyXe Ha BTOPOM
AEeCATUNETUN XU3HN N axe paHblle — ONUcaHus
Taknx KNMHUYECKMX CriyvaeB Nepuoanyeckn noss-
ngTCHa B MegnumMHCKMX nybnukaunsx [12-14].

Mo paHHbIM KpynHoOro peructpa B MWcna-
HUW, BKnovaBwero 2732 B3pocnbix n 206 ae-
Ten, cpegHun yposeHb XC JIMHIM npu leCrxc
y B3pocnblx coctaBnan 6,67+1,92 mmone/n, y ge-
Ten — 5,51£1,61 mmone/n [15]. B gpyrom peru-
cTpe y 60nbHbIX TOCIMXC ¢ roMo3uroTHOCTbIO MO
MyTaHTHOMY reHy pJIMHI cpeaHunin ypoeeHb XC
JINHM — 12,6+5,8 mmonb/n [16].

MpogomxkuTtenbHas akcnosmuma XC JIMHI B BbI-
COKMX KOHLUEHTpauusix NpuBOAWNT K npexaespe-
MEHHOMY pasBUTUIO aTepoCKrepo3a — BHavane
CyOKMMHMYECKOro, a BNOCMNeACTBUM U CUMMNTOM-
Horo, npuyeM VBC aBnsieTca cambiM YacTbiM aTe-
pocknepoTtnyeckum 3abonesanmem npu CIXC. Mo
AaHHbIM KPYMHOro peructpa, B KOTOPOM [MarHo3
CIr'XC ©Obin noaTBepXXAeH C MOMOLbI0O reHeTu4e-
ckux TecToB, Yactota ACC3 y 6onbHbix [eCIrXC
coctaBnsana 13% v 6bina B Tpy pasa Bblle, YeMm
Y UX POACTBEHHMKOB, HE HECYLLMX NAaTOMOrMYECKMX
MyTauui COOTBETCTBYIOLWMX reHoB [17].

[o Havyana wWWMpPOKOro nNPUMEHeHns CTaTUHOB
ans nedeHus CIrXC k 60-netHemy Bo3pacty da-
TanbHble U HedaTanbHble KOpOHapHble CobbITUSA
pasBuBanucb npumepHo y 50% myxumH n 30%
y XeHwwuH [18]. B ctatbax 15-20-neTtHen Aas-
HOCTK coobuwanock, 4to y 6onbHbIX TeCIrXC uh-
dapkt muokapga (UM) passuBaetcs B cpegHeMm
Ha 20 neT paHblUe, YeM B obLen nonynauuu [19].
B HacTosilee BpeMs C NOSIBIEHMEM MOLLHbIX M-
nonuNuaeMmMyeckux npenapaTos yganocb 3Hayu-
TENbHO YBENWYUTbL BPEMS OO HacTynneHus nep-
BOro cepaeyHo-cocygucTtoro cobeitus npu CIrXC
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npy yCcnoBuW, YTO MaLMEHT NnosiyyaeT COBpPEMEH-
HYIO rMNonMNUMAEMnYeckyto Tepanuio. Ecnu B umc-
cnegosaHun, onybnmkoBaHHom B 1995 roay, cpeg-
Hun Bo3pacT nosieneHuns MBC y 6onbHbix NeCIrXC
coctaBnan ans myxduH 38,8+9,4 roga, a ons
XeHwuH — 45,6+12,7 roga [20], To B HacTosLlee
BpeMs mMegumaHa Bo3pacTa HacTynieHust NepBoro
cepAeyHo-CcoCcyaucToro cobbitusa (B nogasnsio-
lwem BOoNbLUIMHCTBE ClyYaeB 3TO OCTPbIE U XPOHMU-
yeckne dopmbl MBEC) npu NeCrXC 6obina 48 ner,
a Yy POACTBEHHMKOB 3TUX OOMbBHbIX, HE HECYLLMX
NaTonormyeckMx MyTauun COOTBETCTBYHLUUX re-
HOB, OTBETCTBEHHbIX 3a pa3Butmue CI'’XC — 55 nert
[17]. C y4eTOM reHeTU4eCKOro xapakrepa gaHHOM
naTtonornn paHHee pas3BUTME aTepocKrepoTude-
CKnx 3aboneBaHui, No KpanHenm Mepe y HeKoTo-
pbIX YNIEHOB CEMbM NauueHTa ¢ NOJO03PEHUEM Ha
CI'XC, aBnsetcsa AnarHOCTUYECKN 3HaYNMbIM.

XapaktepHbiM nmeHHo ans CIXC cumntomom
ABNAOTCA CyXOXWNbHble KcaHToMbl. OHW npeg-
CTaBNAT COBOM YTOMNLLEHNS CYyXOXUITMI 3a CHET UX
WHUNBTPAUUM NEHUCTBIMU KNeTkamu, coaepka-
LWMMK 3bmpbl XonectepuHa. MNMopaxatTca npenmy-
LLEeCTBEHHO cyxoxunus pasrmbatenen. Hanbonee
4YacTO CYyXOXMIbHble KCaHTOMbl pacronaralTcs
B 06nacTn axvnnoBbIX CYXOXUITMN U CYXOXWUNUA
pasrubaTeney nanbLeB KACTW, a Takxe Ha Kone-
HSAX M NOKTSAX. KcaHToMbl MOryT BCTpevaTbCs U Ha
koxxe — vawe npu foCIrXC, nokanusysacb Ha sro-
auuax, 6egpax, kucTax, koneHax. Cnegyetr oTme-
TUTb, YTO KCAHTOMbI BCTPEYAOTCA Jarneko He y BCex
BonbHbIX CIMXC, a yactoTa nx obHapyxeHus yBse-
nuymnBaeTcda ¢ Bo3pacToMm. Mo AaHHLIM OAHOMO U3
KpymnHbIX coBpemeHHbIX pernctpoB CITXC [15], kcaH-
TOMbI BCTpevanuch y 14% 6onbHbix ¢ leClrXC, noa-
TBEPXKOEHHON TEeHEeTUYEeCKUMU TecTamu, npuyem
y AeTten kcaHToMbl 6b1nn ocobeHHo pegkm (y 0,5%).
Taknum 06pa3om, YyBCTBUTENbHOCTb 3TOr0 CUMMNTO-
Ma HeBbICOKa M OTCYTCTBME KCaHTOM He No3BonseT
nckntountb anarHo3 CIHXC. NmetoTca gaHHble, 4TO
CYyXOXunbHble kcaHTombl npu CITXC cBs3aHbl ¢ 60-
nee Bbicoknm ypoBHeM XC JIMHI 1 6onee BbICOKNM
cepaeyvHo-cocyancTbIM puckom [21].

KcaHTenasmMbl — pa3HOBUAHOCTb KOXHbIX KCaH-
TOM, KOTOpble NOKanuayrTca Ha Bekax. KcaHTe-
naswmbl BcTpevatoTca He Tomnbko npu CIXC, Ho
W MpW HEKOTOPbIX Apyrux 3aboneBaHusx: NepBuY-
HOM OMMapHOM UMPPO3€e NEeYEeHU, XPOHUYECKOM
Xoneuuctute, MuenomMHon 6onesHu, Hacneg-
cTBeHHon aucbetanunonportemHemun (Il Tmn no
knaccudpukauum 1. dGpegpukconHa). NoatoMy oHuM
He paccMaTpuBalTCH B KavyecTBe OuarHocTuye-
ckux kputepmeB CI'XC.

Ewe oanH cumntom CIMXC — nunougHasa agyra
poroBuLbl, KOTOpas BbIMAAMT Kak 6enoro useta
ayra unu obogok BOKpyr pagyxku rnasa. OgHako
ANarHoCTU4ecKoe 3HayeHue 3TOT CUMMTOM UMe-
eT nuwb B Bo3pacTe Ao 45 net. Y niogen 6onee
cTapllero Bo3pacTta 3ToT (heHOMEeH BCTpevaeTcs
AOCTaTOYHO 4acCTo U He MMeeT 3HadYeHus Ang guva-
rHocTuku CI'XC.

Mpn pguarHoctuke CIXC yuyuTbiBaAOT Takue
OaHHble, Kak Bblcokasi koHueHTpauusa XC JIMHI
B KPOBW, NpexaeBpeMeHHOe pasBUTME aTepo-
CKINepoTuyecknx 3aboneBaHUn y nauueHTa, paH-
Hee MX BO3HUKHOBEHME Y KOro-rimbo u3 KpPOBHbIX
POOCTBEHHUKOB, KOXHbIE U CYXOXMUIbHbIE KCAHTO-
Mbl, TUMOMAHAs Ayra poroBuubl, a TakXe NOATBep-
XOEeHWe naTonornmyeckmx MyTaumi C MOMOLLLH
reHeTM4Yecknx TECTOB, NMPUYEeM AuarHocTumyeckas
3Ha4YMMOCTb 3TMUX NPU3HaKoB pasHasi. Bce nepe-
UYMCNEHHbIE Bbille NPU3HaKM 0O6beaMHEHbI B CU-
cTeMy amarHoctudeckmx kputepueB Cetu ron-
naHackux nunugHelx knuvHuk (Dutch Lipid Clinic
Network criteria, cokpaweHHo DLCN), oueHuBa-
oWyt Bec cumntomoB B Gannax. Pesyneratom
NPUMEHEHUST 3TUX OMArHOCTUYECKUX KpPUTEPUEB
aBnsieTcqa oueHka BeposaTHocTn CIXC y naumen-
Ta (Tabn. 1), nsmepsiemas B rpagaumsax ot onpe-
aeneHHon (bonee 8 6annoB) 4O ManoBEPOSITHOM
(ot 0 go 2 6anno.). BaxHO OTMETUTb, YTO KpUTe-
pun DLCN gomkHbl TPUMEHATLCA TOSMBKO C LENbIo
naeHTuukaunmn nHaekcHolx cryvaes [10] (TepmuH
ans o6o3HaveHust 6onbHoro CI'XC, koTopomy nep-
BOMY B CEMbE C 3TUM 3aboneBaHNEM YCTaHOBUMN
3TOT AnarHoas).

Ta6auua 1. Kpumepuu duazno3a CI'’XC Cemu 20AAaHOCKUX AUNUOHBLX KAUHUK (DLCN)
Table 1. FHC diagnostic criteria of the Dutch Lipid Clinic Network (DLCN)

Mpynnbl Npu3HaKkoB

CeMeNHbIN aHaMHe3

PaHHee pas3Butne MBC (<55 net y My>x4nH 1 <60 neT y XeHLUUH) y pOACTBEHHMKA

1 cTtenenn pogctea U

MoBbiweHne ypoBHa XC JIMHM >95-ro npoueHTuns (NS COOTBETCTBYHOLLENO

Bannbli

BO3pacTa 1 nona B AAHHOW CTpaHe) y poaCTBEHHMKA 1 cTeneHn poacTea

CyX0OXUnbHble KCaHTOMbI UNN NUNonaHas Ayra poroeulbl (4o 45 ner)

y poactBeHHuka 1 ctenenn poactea UJTA
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Oetn po 18 net ¢ XC JIMHM >95-ro npoueHTUNA (Ans COOTBETCTBYIOLLEro Bo3pacTta

IpodoaxceHue mabauypt 1

1 nona B AAHHOW CTpaHe) 2
KnuHunyeckuit aHamHes

PaHHee passutne MBC (<55 neT y Myxu4nH n <60 neT y XeHLnH) y naumeHTa 2
PaHHee pa3Butne (<55 net y my>x4mH n <60 neT y XeHLUNH) ULLIEMUYECKOTO UHCYNbTa 1
U1 CUMMNTOMHOTO aTepockneposa nepndepruyecknx apTepun y naumeHTa

dusnkanbHoe nccnenoBaHue

CyX0XUnbHblEe KCAHTOMbI 6
JlunongHas gyra porosulbl B Bo3pacTe 0 45 neT 4
YpoeHb XC JIMHN

>8,5 mmonb/n 8
6,5-8,4 mmonb/n 5
5,0—-6,4 mmonb/n 3
4,0—-4,9 mmons/n 1
Pe3ynbTaTbl reHETUYECKOro aHanmsa

BoisBneHve dyHKUMOHANbHO 3Ha4YMMoun myTaumm B reHax pJITHI, 8

anoB-100, PCSK9

Y poACTBEHHMKOB MHAEKCHOMO nauueHTa deHo-
TUNUYECKUA JuarHo3 ycTaHaBNMBAKT HA OCHOBAa-
HUW npeBblWeHns noporoeblx yposHen XC JMHI
C y4eTOM MX 3aBMCMMOCTM OT BO3pacTa K nona.
C aTOM Uenblo MCNonb3ylT BUOXMMUYECKME KPU-
Tepun CIXC panss poAcTBEHHMKOB MpobaHaos,
pekoMeHOoBaHHble GpuTaHckuM HaumoHanbHbIM
WHCTMTYTOM 300POBbS U KayecTBa MeLULMHCKOMN
nomowwn NICE (tabn. 2) [22]. Mpu Hanuuum Ta-
KOW BO3MOXHOCTW pOACTBEHHMKAM 1- CTeneHu
poacTBa criefyeT BbINOMHUTL FeHeTu4eckoe Te-
CTUpOBaHWe ANS BbisiBNeHUs dakTta Hacnegosa-
HUSA COOTBETCTBYIOLLIENA MyTaUWUW, ECNU OHA BbISB-
neHa y npobaHga.

3anopo3putb y nauymeHta CIXC u paccmatpu-
BaTb €ro B Ka4eCTBe KaHAuaaTa Ansa ganbHenwe-
ro o6cnegoBaHns C MCMOMb30BaHUEM KpUTepueB
DLCN cnepyeT B cnegytowux cniydasx [10]:

e obwmn XC=8 wmMmonb/n XC JMNHMz
4,9 mmonsb/n;

nnn

* paHHee pa3sButne UBC (<55 net y MyxuyuH
1 <60 neT y XeHLWUH);

¢ CYXOXWIbHbl€ KCAHTOMbI;

¢ paHHAA BHE3anHada cepgevyHasa CMepThb Y YrleHa
CEeMbM.

IOunanasoHbl ypoBHen XC JIMHIT npu CIXC
n F'XC ppyroro nNpoucxoxaeHus (npexae Bcero
MONIMreHHOW) CyLeCcTBEHHO NepeKkpbIBalTCS, YTO
noayYepknBaeT 3HAYMMOCTb FEHETUYECKNX TECTOB
ansa BblgeneHna 6onbHbix CITXC M3 maccel apy-
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rux cnyyaeB 'XC, xoTa npuMeHeHne Kputepues
DLCN BO MHOrmx crnydasix no3BofisieT ¢ BbICOKON
BEPOSATHOCTbI  uAaeHTUuunpoBatb OONbHbIX
CIr'XC n 6e3 ncnonb3oBaHus 4OPOrocTOSILLUX re-
HeTudeckmx TecToB. [laTtonoruyeckme MyTauuu
B reHax pJIMHM, anoB-100 nnn PCSK9 obHapy-
xuBatoT B 70-80% cny4vyaeB «onpegerneHHOn»
CIr'XC n B 20-40% cnyyaeB c MeHee oT4eTNn-
BbIMW peHOoTUnn4eckummn npossrneHusamm [23].
Ecnn myTauum B nepeyvucrieHHbIX Bbille reHax
He BbISIBIIEHbI, 3TO HE MO3BOMSAET KAaTeropmyecku
nckntounTb anarHo3 CIHXC, ocobeHHO B crnyyasx
APKO BblpaXX€HHOro peHoTUNa.

JleyeHue

OcHoBHas 3agada nevenus npu CIMXC — mak-
CUManbHOEe CHUXeHWe pucka HebnaronpusTHbIX
cepaeyYHo-CcocyaucTbIX cobbITUA, Takmx kak UM,
WHCYNbT, XpoHunyeckmne dopmbl MBC, atepockne-
poTuyeckne 3aboneBaHus nepudepudeckux ap-
TEPUN, a TaKKe CHUXEeHUe cepaeyHO-coCyancTon
CMepTHOCTU, YTO NoApasyMeBaeT BO3JeNCTBNE Ha
BCe MoauduumpyemMblie akTopbl pUcka, OCHOB-
HbIMKU cpegun koTopbix sBngatTca XC, aptepu-
anbHaga runepteH3ns u kypeHue. Lleneson ypo-
BeHb XC JIMHIM anga 6onbHbix CIMTXC<2,6 mMmonb/n
n <1,8 Mmonb/n (N0 POCCUNCKNUM pekoMeHZaunam
daxe <1,5 MMmonb/n), ecnu y naumeHTa yxe ume-
totca ACC3 unn caxapHbin guabet 2 tuna [24].
HecmoTpsa Ha npoBefeHUe MaKCUMarnbHOW Iu-
NUACHUXaloLWeNn Tepanuu, 3TUX LUeneBblX YpPOB-
Heln pganeko He Bcerga ygaetcsa JOCTUTHYTb. Tak,
HanpuMep, No AaHHbIM OYeHb KPYMHOro perncrpa
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Ta6auua 2. [Topozosbie 3HaueHUs yposHs XC AITHII 8 naasme kposu 045 duaznocmuku CI’XC y podcmeeHHUKO8
1 cmeneHu podcmea UHOeKCHO20 NAlUeHMA 8 3a8UCUMOCMU OM NOAA U 803pacma
Table 2. Age and gender-associated threshold values of low-density lipoprotein (LDL) cholesterol for the FHC diagnosis

in the first-degree relatives of an index patient

Keummanr

Bospact, net

15-24 | 25-34 | 3544 | 45-54

4.4 . . .

43 | 43 | 43 | 43

42 | 42 | 42 | 42

41 | 41 | 41 | 41

40 | 40 | 40 | 40

39 | 39 [ 39 | 39

38 | 38 | 38 | 38 | 38

37 | 37 [ 37 | 37 | 3.7 | 37

36 | 36 | 36 | 36 | 36 | 36

35 [ 35 | 35 | 35 | 35| 35

34 | 34 | 34 | 34 | 34 | 34

33 | 33 | 33 | 33 | 33 | 33

32 [ 32 [ 32 | 32 ]| 32] 32

3.1 | 31 [ 31 | 31 | 31 | 31

30 | 30 | 30 | 30 | 3.0 | 30

mmm BeposArHas

1 HeompeneneHHad
L1 ManosepoATHad

SAFEHEART, nuwb y 11% 6onbHbix CITXC 4vepes
5 neTt nmocne BKNKO4YEHUS B PErvcTp yaaBasnocb
yaepxuBaTb ypoBeHb XC JIMHIM<2,6 mmonb/n [25].
B atnx cnyyaax npuMsHaeTca 4OMYCTUMBIM CHUXE-
Hue ypoBHs XC JIMHI no kpanHen mepe Ha 50%
oT ucxogHoro. B3apocnbim nauneHtam ¢ CIXC ru-
nonunugemuyeckas Tepanus OOMMKHa OblTb Ha-
3Ha4yeHa C MOMEHTa yCTaHOBMNEHUSA JnarHosa, ge-
TAM — B 6onblIMHCTBE crny4vaes ¢ 8 neT. [NayneHT
[OJKeH ObITb MHOpMMpPOBaH, YTo neveHne CITXC
NPOBOANTCHA NOXN3HEHHO.
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Myvsmast

Bospact, net

15-24 | 25-34 | 3544 | 45-54

CtaTuHbl npn neveHnn CIXC asndatTcsa Tepanm-
el NepBoN NMNMHUK, NPUYEM BaXkeH BbIOOp cTaTuHa
N ero A03bl: AOIMKHbI MPUMEHATECHA COBPEMEHHbIE
MOLLHbIE CTaTWHbI B MakCMMarnbHO NEpPEeHOCUMbIX
posax: 40 mr/cyT posyBactatuHa unu 80 mr/cyT
atopBacTtatnHa [10]. UHrMbupys B renatoumrax
OOVMH U3 (DEepMEHTOB, Yy4YacTBYHOLIUX B CUHTE3E
XC — 3-rmgpokcu-3-meTtun-rnytapun-KoA-peayk-
Tasy, cTaTuHbl NpuBOAAT K aecdumumty XC B Kknet-
Kax neyeHwu. B pesynbrate npoucxoguT akTuBa-
M4 reHa, OTBETCTBEHHOro 3a cuHtea pJIMHI, 4yto

Ky6aHckun Hay4HbIi MeauumuHckmii BecTHuk / Kuban Scientific Medical Bulletin



B. K. 3adupaxku, A. M. HamuTtoxos, E. A. Kocmauesa.

CeMeiiHasi TUIIEPXOAECTEPUHEMHUST: TPOOAEMBI AUATHOCTUKH U BO3MOYKHOCTHU TePATHH

npMBOAUT K yBenuyeHuto konuyectsa pJIMHI Ha
NMOBEPXHOCTN renaTouuMToB W, COOTBETCTBEHHO,
bonee aKTMBHOMY peLenTOPHOMY MOrfOLWEHNIO
Haxogsawwmxca B kposu JIMHI. TMockonbky npu
leCIr'XC nonoswuHa obpasytowmxcs pJIMHI dyHk-
LUMOHAaIbHO HEMONHOUEHHbI N3-3a MyTauum B CO-
OTBETCTBYOLLEM reHe, a npu NoCIrXC — Bce pJlri-
HIM gedekTHbl, 9pPEeKTUBHOCTbL CTaTUHOTEpPaNuUmn
npyn CI'XC okasblBaeTCHa HUXE, YEM B OTCYTCTBUE
aToro 3aboneBaHus: ypoeHb XC JIMHI cHuxa-
eTca npumepHo Ha 20% BmecTto 40—-60%, kak npwm
nonureHHon MXC [26]. JLonONHUTENbHbIA rMNonn-
nnMaeMmnyeckmin  ag@eKkT CcTaTMHOB 06ycnoBrieH
CHWXEHWEM CKOpPOCTU CWHTE3a IUMNOMNPOTEMHOB
o4yeHb Huskor nnoTHoctn (JITIOHIT) B ne4eHwn,
KoTopble gaBnsatTca npegwectseHHukamu JIMHI
[27]. MoHoTepanusa ctatuHamu npu CIXC o4veHb
penko Mo3BonsieT AOCTUTHYThb LeNneBbiX YPOBHEN
XC NMHM, B pesynbTaTe pesvayarbHbIl cepaey-
HO-COCYOUCTBIN PUCK BCE €Lle OCTAeTCs BbICOKMM,
NMo3TOMY NMOYTK BCErAa BO3HMKAET HE06X0AMMOCTb
B KOMOMHMPOBAHHOM FMMNONMNUAEMUYECKOM Jleye-
HUK. BaxHO Takxe OTMETUTb, YTO CTaTUHbI HE CHU-
XalT KOHLEHTpaLMio B KPOBU aTepOreHHoro nu-
nonpoTteunHa (a), KOTOPbI BHOCUT 3HAYUTENbHbIN
BKNaA B pe3nayanbHbln puck [28].

MpakTuyeckun Bcerga 6onbHbiM CIMXC gonosnHu-
TenbHO K cTaTuHy TpebyeTcsa HasHayeHne 33eTu-
Mnba — nepBoOro HeCTaTUHOBOrO rMNONMNNAEMU-
4YecKoro npenapaTa ¢ XopoLwein NepeHOCUMOCTbIO,
YTO BbIFOAHO OTNNYAET €ro OT NCNOMb30BaBLUNXCA
B TE€YeHmne JONroro BpeMeHu B AONOSTHEHUE K CTa-
TUHaM WMOHOOOMEHHbIM CMOMaM W npenapaTam
HUKOTUHOBOW KUCNOTbl. 3J3eTUMUO WHrMoMpyeT
npouecc BcacbiBaHUSA XOonecTepuHa B npocBeTe
KULIEYHMKA, NPUBOAS K CHUXKEHUIO MOCTYNneHus
XC B neyveHb. B pesynbrate yBenuynBaeTcs 3Kc-
npeccusa pJIMHM Ha noBepxHOCTM renaToumTOB.
93eTuMnG, Ha3HaAYEHHbIV OOMOMHUTENBHO K CTaTh-
Hy npu CI'XC, gononHutensHo cHmxaeT XC JIMHI
Ha 10-15% [29].

HepaBHoO Ha dapmaueBTUHECKOM PbIHKE Obinuv
3aperucTpmpoBaHsbl, B Tom vucrie B Poccun, npeg-
CTaBMTENU HOBOrO Kfacca runonvnuaeMmyeckmx
npenapaTtoB, MHIMOWUTOPbLI MPOMPOTEUHKOHBEPTA-
3bl CyOTUNM3nH-kekcnH 9-ro tuna (PCSK9) anu-
pokymab n aBornokymab — aHTuTena Kk 6enkoBomn
monekyne PCSK9. benok PCSK9 cuHTesupyert-
Csl MPEMMYLLECTBEHHO B MEYEHW, CBA3bIBAETCSH
¢ pJIMHIM Ha noBepXHOCTU renaTouunTa, YTo NPUBO-
auT Kk paspyweHuto pJINHI B nu3ocomax. bnaro-
napsa PCSK9 npoucxoauT perynauusa konuyecrtsa
pJIMHIM, yyacteylowux B nornoweHun JIMNHIT.
B cBsa3u ¢ atnum PCSK9 caenanu dapmakonorunye-
CKOM MULLEHBIO 41151 BO34ENCTBUS HA NOBLILLEHHbIE
ypoBHU XC JIMHM. AHtntena k PCSK9 npenar-
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cTBYIOT ee B3anmogerctauto ¢ pJINHIM Ha noBepx-
HOCTW renaToumnTOB, YTO MPUBOANT K YBENTUYEHUIO
npoaormkuTensHocTy xun3Hu pJIMNHM n, kak cneg-
CTBME, UX KONU4ecTBa.

Anvpokymab n aBonokymab 6binu M3y4veHbl Ha
pa3HOObpasHbIX KOHTUHreHTax 6GomnbHbix ¢ 'XC
B paMKax ABYX KPYMNHbIX Hay4HbIX nporpamm PRO-
FICIO n ODISSEY, B TOM 4Yncne B KNUHNYECKUX UC-
cnefoBaHuSX, cneynanbHO CNiaHMPOoBaHHbIX AN
N3yYeHns TepaneBTU4EeCcKnx apdekToB y 6OMbHbIX
CI'XC. Kak nokasanu pesynbratbl 3TUX uccneno-
BaHWW, UHrIMGUTOPHI PCSK9 npu CIr’XC cnocobHbI
3HAUYUTENBbHO CHWXaTb KOHUeHTpauuto XC JIMHIM
OOMOMHUTENBbHO K YyXXe AOCTUTHYTOMY Ha (hoHe
npuema CTaTUHOB YPOBHIO (B TOM 4uUCre B cove-
TaHum ¢ a3etumubom) [30, 31]. Tak, aBonokymab
y 6onbHbIX ¢ [eCIMXC, yxe Haxoasawmnxcsa Ha noao-
OpaHHOW rMNONUNUAEMUYECKON Tepanum, CHUXan
ypoBeHb XC JIMHIT ewe Ha 61,3% OT ncxoaHoro.
Y 6onbHbix T0CIMXC, koTopble OBbIYHO XyXe OT-
BeYaloT Ha rMnonuMNMAEMNYECKylo Tepanuio us-3a
aedekTHocTn Beex pJIMHI, aBonokymab nosBo-
nvn gononHutenbHo cHu3ntb XC JIMHIM Ha 23,1%
[32]. AHanoruyHbIn adekT Bbin NonyyeH y 6onb-
HbIx CI'XC Ha choHe neveHus anmpokymabom: npu
eCIrXC pononHutenbHoe cHuxeHne XC JIMHIM
coctasuno 51,4-57,9%, a npu NoCrxc — or 21,7
0o 63,9%, B 3aBUCMMOCTM OT BapuaHTa MyTauuu
[33, 34]. Vicxoaa n3 aTuX AaHHbIX CYUTAETCS, YTO
nopsgka 80% 6onbHbix CITXC cmoryT Ha Takow
KOMOMHUPOBAHHOW COBPEMEHHON Tepanuu [o-
CTUrHYTb uenesoro yposHs XC JIMHTI. Kpome Toro,
BbICHMMOCb, YTO MHIMBUTOPLI PCSK9 cnocobHbI
TakXke CHWXaTb YPOBEHb NpoaTeporeHHoro nmno-
npoTeunHa (a), YTo HaxogMTCsa 3a NpegenamMun BO3-
MOXHOCTEN CTaTUHOB U 33eTumnba. Tak, y 60nb-
HbIx [eCIM'XC aBonokymab CHM3WM KOHUEHTpauuio
nunonpoTtenHa (a) Ha 28,2-31,6%, a anupoky-
mMab — Ha 17,7-20,3% [30, 33].

PesynbTtatel npyumeHeHnss uHrmbutopos PCSK9
y 6onbHbix CIXC nogbiToxunu PekomeHgauun
aKkcnepToB HaumMoHanbHON NMNNgHON accouunaumnm
CLWUA B 2017 r. [35]. OguH 13 pa3genoB 3Toro Ao-
KYMEHTa COAEPXUT peKoMeHOauuu Nno BeAeHWto
6onbHbIx nonureHHon M'XC, lreCrXCuloCrXcypos-
Hem XC JINHM=190 mr/gn (4,9 mmonb/n) Ha doHe
Tepanunm MakcMMalrbHO MNePEeHOCUMbIMU [0O3aMU
CTaTMHOB B COYEeTaHUN C 33eTUMNOOM Unn 6es Hero.
HasHaveHune nHrnoutopos PCSK9 y nuy ¢ deHo-
Tnom CI'XC B oTCyTCTBME aTepOCKNepoTUYECKUX
cepAevHo-cocyaucTeix 3abonesaHun (ACC3) cne-
AyeT pacCMOTpPETb B CeaylLnx cnyyasx.

1. Y nauueHtoB 40-79 neT, y KOTOPbIX HET He-
KOHTponupyembix ¢aktopoB pucka ACC3
UNn  apyrux  AOMNOMHUTENbHbIX  KIHYeBbIX
MapKepoB BbLICOKOTO pucka, npu ypoBHe XC

2019 | Tom 26 | Ne 1 | 175-186 181



OB30PLI / REVIEW

JINHMN=2,6 wmmonb/n unu  XC  HellMNBIM2
3,4 Mmonb/n Ha poHe MakcMmanbHOW rMMnonu-
NMaeMMYEeCcKon Tepanum.

2. Y nauuenTtoB 40-79 net npu Hanuyuu nnbo
HeKoHTponupyeMmbix ¢akTopoB pucka ACCS,
OOMONHUTENBHbIX KNHYEBbLIX MapKepoB BbICO-
KOro pucka, nnbo reHeTM4ecku NoaTBEpPXKOEH-
Hon CI'XC npu yposHe XC JIMHM=1,8 mmonk/n
unn XC HellMNBlM=2,6 mmonbe/n, a Takxe y na-
umeHtoB 18-39 net npu ypoHe XC JIMHIM=
2,6 mmonb/n nnn XC HellMNBIM=3,4 mmonb/n.

3. Y naumenToB ¢ oCIrXC npu Hen3BeCTHOM re-
HoTune nnbo c agedektoMm dyHkumm pITHM
npu yposHe XC JMHMN=1,8 mmonb/n unu XC
HellMBIMN=2,6 mmonb/n.

K knioyeBblM Mapkepam BbICOKOrO puUCKa 3KC-
nepTbl OTHECNN HekoHTponupyemyto Al, caxap-
Hbln OnabeT, KypeHMe Uu CEeMENHbI aHamHes3
paHHux AACS3, a Takke WHOEKC KOPOHapHOro
kanbuna=300 eanHuy AratCcToOHa; NMMAONPOTEWH
(@)=50 mr/gn; BbICOKOYYBCTBUTENbHbIN C-peakTus-
HbI 6enok=2 Mr/n; XpoOHNYeCcKyt BGOMne3Hb No4vek
Npwu COOTHOLLEHUN anbbyMunH/kpeaTUHUH=30 Mr/T.

[MepcnekTMBHLIM HanpasfieHWeM B nevYeHuu
CI'XC aBnseTca npumeHeHne HeaBHO NosiBUBLLE-
rocs Knacca npenapaTtoB Ha OCHOBE Manon UHTep-
depupytowen PHK. MpenapaT aToro knacca UHKNu-
3upaH, B3ammogencteys ¢ matpudHon PHK reHa
PCSKO, npuBoauTt k ee paspyLueHuto. B pesynetarte
He NPOUCXOAUT MPOLECC TpaHCNAUUU MaTPUYHOMN
PHK Ha pnbocomax n npuoctaHaBnmMBaeTCcs CUHTE3
koaupyemoro et 6enka [36]. HeobblyHbIM CcBOW-
CTBOM MHKNM3MpaHa ABNAsieTCs o4eHb bonbLuas Anu-
TeNbHOCTb €ro runonunuaemudeckoro adpdekra,
nossongwllas BBOAMTb Npenapart ABaxdbl B rof.
B HacTosilee BpeMsi BbINOMHEHbI KNMMHUYECKUE UC-
cnegosaHuna | n Il dasbl, nnaHupyeTca nsyveHue
npenaparta B pamkax uccnegosaxum lll casbl, B Tom
yncne y 6onbHbIx CITXC.

JlomuTanma n mMmMnomepceH — feKkapcTBEHHbIE
npenapaTtbl, He 3aperncTtpmpoBaHHble B Poccuu,
uMewlLllMe B KayecTBe MOKa3aHUs K Ha3HaAYeHuto
[oCIr'XC. Nlomutanng, sBngscb MHIMGUTOPOM MU-
KpOCOMarnbHOro TpUrnnuepua-nepeHocsLero
Oenka, cHWXaeT CUHTe3 anoB-cogepXxawmx nu-
NonpoTENMHOB B MEYEHN U B TOHKOM KuLLKe. Takomn
MexaHn3M OEeNCTBUSA He 3aBUCUT OT PYHKLUOHMU-
poBaHus pJIMNHI, 4To 06oCHOBLIBAET NPUMEHEHMNE

nomutanmga npu MoCrxXc [37]. MunomepceH —
runonunugemMmyeckuin npenapart, 6nokupyloLwWmi
cuHTes3 anonunonpoTenHa B100, ssnsaetca npea-
CTaBMTENEM Kracca aHTUCMbICIOBbLIX OJIUFOHY-
kneotngos [38]. NpumeHsieTcs B kayecTBe JonNon-
HUTenbHOM Tepanuu npu neveHmm NoCrXC.

Adbepes JIMNHI aBnseTca HeMeaNKaMEHTO3HbIM
METOOOM feYeHus, NO3BONAIWNM n3bupartenbHo
yoansaTb M3 KPOBW aTepOreHHble NUMonpoTENHbI.
MpumeHseTca ona neveHns Tex 6onbHbix CIXC,
Yy KOTOpbIX Ha POHE MaKCumarbHOW runonunuae-
MUYECKO MeLUKaMEHTO3HOW Tepannn He yoaeTcsa
A0CTUYb 3HauMmoro cHwmxkeHuna XC JIMNHM — npe-
umyectseHHo npu [oCIMXC. Paccmatpusath na-
LUMeHTa B KayecTBe KaHaugata Ans nposBefeHuns
adepesa JIMHM cnegyet B cny4vasax, korga, He-
CMOTPSi Ha MakCMMarbHYK rMNONUNNAEMUYECKYIO
Tepanuio, ypoeHb XC JIMHM>7,8 mmons/n npwu
loCI'XC, a takxke npu leCIrXcC ¢ XC JIMNHIM>5,2—
7,8 MMONb/N N HANNYMM AONONHUTENBHBIX HAaKTOPOB
cepAaeyHo-cocyancToro pucka, nnbo ecnu y 6onb-
Horo leCI'XC ypoBeHb XC JIMHM>4,1 mmonb/n v npu
atom umeetca UBC, apyrme ACC3 munu caxapHbin
anabert [39]. XKeHwwmHbl ¢ CI'XC npun oTMeHe runo-
nunuaeMmnyeckon Tepanvu Bo Bpemsi 6epeMeHHo-
CTW TaKkXe OOSMKHbI paccMaTpuBaThCs B KayecTBe
KaHgugaTtoB Ans BbinonHeHus adepesa JIMHI.
OrpaHunymBaeT NpUMEHeHne gaHHOro metoaa ne-
YEeHWs OYeHb BbICOKas ero CTOMMOCTb U KpaunHe
HebonbLIoe KONMMYeCcTBO LEHTPOB, CMNOCOBHbIX Bbl-
nonHaTb adepes JIMNHIM.

3aknrouveHune

Takum obpasom, CI'XC, koTopasi 40 NOsIBIIEHUS
COBPEMEHHbIX MTMNONNNMAEMNYECKNX NpenapaTos
ocTaBanacb 3aboneBaHMeEM C MIOXUM MPOrHO30M
n3-3a paHo passupatowwmxca ACC3 u cBasaHHOM
C HUMK MpeXOeBPEMEHHON CMepPTH, B HacTosLee
BpeMs Mogdaetcs YCNewHOMYy IeYEeHUIo, XOTS
MW He YyCTpaHsWeMy reHeTudecknin pedekt, Ho
No3BOMAKLWEMY OOCTUYb MPaKTUYECKU TaKoW Xe
NPOAOIIKUTENBbHOCTM XM3HKU, Kak B obLien nony-
naumn. OgHako Ang peanusauumn BCex BO3MOXHO-
CTeli COBPEMEHHOr0 feYvYeHnst 3TOro Cepbe3Horo
3aboneBaHusa HeobxogMma NpUHATasN Ha rocygap-
CTBEHHOM YPOBHE MporpaMmma CKPUHWHra Takux
©onbHbIX, NockonbKy BbisBrsiemocTb CI'XC B Poc-
cun, Kak 1 B 6onbLUMHCTBE APYrMX CTpaH, ocTaeTcs
KpanHe HU3KOW.
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