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AHHOTALMSA

OucamnupgemMmns OTHOCHTCS K OOHUM M3 BEAYLUMX MOSUPUUMPYEMbIX HOAKTOPOB PUCKA PA3BUTHSI CEPAEYHO-COCYAMUCTbIX 3abone-

BaHuM. B COBpeMeHHOﬁ nuTepaTtype HAKAnAMBAIOTCA CBEAEeHMa O POJIM reHeTUYeCKUX d)GKTOpOB B NATOreHese AMCAUNUAEMMM. Ce-
MenHas rMnepxonecrtepmHeMms ABnaeTCd MOHOTeHHbIM sabonesaHuem ¢ npenmyLecTBeHHO AyTOCOMHO-AOMUHAHTHbBIM TUMOM Hacne=
AOBAHMUS U COMPOBOXAAETCA NpexaespemMeHHbIM PA3BUTUEM U NPOrpecCUPOBAHMEM ATEPOCKIEepOo3a, NOoBbILLEHUEM PUCKA CMEPTHO-
CTHU, KAK NpaBuno, B MOJIOAOM BO3pdAcCTeE. C)’LIJ.eCTB)’IOLI.IHe ANATHOCTUYECKME ANTOPUTMbI BbiABNEHUSA ceMeMnHoM rMnepxonecrepmMHeMnn
NO3BONAIOT AOCTUYD MMHUMQAJTbHbBIX PUCKOB PA3BUTUSA CepaAevYHO-COCYAMCTbIX sabonesanuii u obecneunts Ny4wyto TepanesTUHECKY O
cTpareruio. McnonbzosaHue MeTOAUK CEKBEHUPOBAHUA Cneayouero nokoneHusa B AUArHoCcTmke reHeTUYEeCKOM NATONOrUM U nanbueﬁ-
liee HakonneHue AAaHHbIX O NpeanKTopax AUCIUNUOEMUI - BAXKHbIE HAy4Hble HaNpABJSIEHUSA, LieJ1blO KOTOPbIX ABnfeTCsa pO3pCl6OTKCl
CTpaTerMyM paHHero Ha4yana nevyeHus A0 NosBieHUsa NepBbIX KIMHUYECKUX npoaaneHMﬁ 30601€BAHMS U B KOHEYHOM MUTOTE ysennyeHue
NPOAOJIXNTENIbHOCTH XKMU3HM.

KnmoueBble cnoBa: cemenHas runepxosieCTepmHeMms, aTepocCknepos, AMCIMnnMaeMmmn, XonecTtepmH, aMnonpoTenabl HU3KOM
NAOTHOCTMH, reHeTUYEeCKMM aHANK3.

Abstract

Dyslipidemia is one of the leading modifiable risk factors for cardiovascular diseases. In the modern literature, information about
the role of genetic factors in the pathogenesis of dyslipidemia is accumulated. Familial hypercholesterolemia is a monogenic disease with
a predominantly autosomal dominant inheritance and is accompanied by premature development and progression of atherosclerosis,
increased mortality risk, usually at a young age. Existing diagnostic algorithms for the detection of familial hypercholesterolemia make
it possible to achieve minimal risks of cardiovascular diseases and provide the better therapeutic strategy. The use of next-generation
sequencing in the diagnosis of genetic pathology and the further accumulation of data on predictors of dyslipidemia are important
scientific directions, the purpose of which is developing an early treatment strategy before the first clinical manifestations of the disease

and ultimately increasing life expectancy.

Key words: familial hypercholesterolemia, atherosclerosis, dyslipidemia, cholesterol, low-density lipoproteins, genetic analysis.

Cepneuno-cocyauctoie 3aboieBanus (CC3) ocra-
I0TCSl BeJIyllleW TPUIMHON cMepTHOCTU B Poccuiickoi
®enepannn. IMo nanaeiM Poccrara 3a 2016 1., cmepT-
Hoctb oT CC3 coctaBuiia 616 na 100 000 HaceneHus, a
abcoumoTHBIE ToTepu — oKoJio 900 000 yenoBek. K Be-
NYIIUM MOAU(DULIMPYEMbIM (PaKTOpaM pUcKa, CIioco0-
CTBYIOILLIMM Pa3BUTHIO CEPAECUHO-COCYIMCTON MaTOJIO-
rmu, oTHOCUTCS muciaunuaemus [1, 2. TloctosHHOE
HakoruieHue MH(poOpMallMM O TaToreHese 3aboJieBa-
HUI, OTHOCUMBIX K IPYIIIe TUCIUITUIEMUI, IIPUBEJIO
K TOHUMAaHWIO TOTO, HACKOJIbKO 3HAYUTETbHYIO POJIb B
WX Pa3BUTUU UTPAIOT TEHETUIECKME (PAaKTOPHI.

Cemettnas  runepxonectepuaemust (CI'XC) —
pacrpocTpaHeHHass MOHOTe€HHasl JAUCIUIIUAEMUS.
Ee omnpenessior, Kak ayToCOMHO-JIOMUHAHTHOE 3a-
OoJjieBaHME, CBSI3aHHOE C HapylleHUueM MeTabon3-

Ma JIUTIOTIPOTEMIOB, XapaKTepU3YIOIIeecs: MOBBIIIe-
HUEM YPOBHSI XOJECTEPUHA W JIUTIOTIPOTEUIOB HU3-
koii imotHoctu (JITTHIT) [3]. Ilpeanonaraercsi, 4To
O0oJbiast yactb ciaydyaeB CI'’XC BbI3BaHbl MaTOAOIM-
yeckumMu BapuaHTtamu rteHoB JITTHII-peuentopos
(LDLR), anonunonporeuna B (APOB) u nponpore-
MHOBOW KOHBEPTa3bl CYOTWJIM3UH-KEKCUHOBOTO TUIIA
9 (PCSKDY) [4]. CuuraeTtcs, 9To IMaTOTeHHbIE BapUaH-
THl OHOTO M3 3TUX F€HOB BBISBISIIOTCS TTPUMEPHO Y
70% OOJIBHBIX, y KOTOPBIX B COOTBETCTBUM C KPUTE-
pussmu CI'’XC oHa ycTaHaBIMBaeTCsl Kak UMEloLasi-
cs onpeneneHHo, u'y 20% ¢ dbeHOTUNMYECKU BEPO-
STHBIM/BO3MOXHBIM qrarno3zom CI'XC. B To xe Bpe-
MS CYIIIECTBEHHOE YBEJIMYEHUE YHUCJIa JAHHBIX U ye-
LLIEBJIEHWE AMATHOCTUKU B CBSI3U C IOSIBJIEHUEM Me-
TOAUK CEKBEHUPOBAHUS CIIEIYIOIIETO TTOKOJICHMS 16~
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JlaeT OYEBUAHBIM TOT (haKT, UYTO B OJvKaiiliee BpeMsi
3TOT CIMCOK OyJIeT CYyIIECTBEHHO PaCIlMpeH.

ITo HEeKOTOPBIM IaHHBIM [5], B pa3HbIX TMOMYJIsI-
musax gactora Bcrpeyaemoct CI'XC kozebiercst oT
1:500 mo 1:200 ciyuaeB. PesynabraTel MHOTOYMCIICH-
HBIX MCCJeIOBaHUI TOATBEPXKIAIOT TOT (haKT, 4YTO
B 9TOil rpymre Jull aTepoCKiepo3 HAUMHAETCs Cy-
IIECTBEHHO paHbIle, YTO MPUBOAUT K ITOBBIIICHUIO
CMEPTHOCTM B paHHEM Bo3pacTe [6]. MoHoreHHast
OUCIMITUIEMUS JIEXKUT B OCHOBE TIpUMepHO 15% uH-
(apkToB MUOKapaa, NPOU3OILEILIMX B BO3pacTe 10
55 net.

HecmoTpsi Ha 3HAYMMYIO0 pacrpoCTPaHEHHOCTH
CI'XC u noctynHocTb 3¢p¢heKTUBHBIX METOJOB Jieue-
HUsI, 5TO 3a00JIeBaHME OCTACTCSI HEMMArHOCTUPOBAH-
HBIM 1 HejedeHHBIM. COrlacHO HEKOTOPHIM OIIeH-
kam, CI'’XC nmuarsHoctupyetcst He 6ojiee yeM B 20%
cJIy4aeB U JIMILIb MaJIOil 4aCTU 3TUX OOJIbHBIX IIPOBO-
OUTCS HaJjIexalee JeueHue.

CI'XC — sT0 ayTOoCOMHO-IOMHWHAHTHOE 3a0oJTe-
BaHUE, HacJielyeMoe ¢ TaK Ha3biBaeMbIM 3P deKToM
J03bl FeHa, MPU KOTOPOM Y MallMeHTOB C TOMO3UIOT-
HOM hopMoii 3a00JieBaHUsI MMeeTCs OoJiee BhIpaxkKeH-
Hasl CUMIITOMATMKA, YeM C rerepo3urotrHoii |7]. Bo
MHOXECTBE CJIyyaeB, 0003HAYEHHBIX KaK «TOMO3U-
rotHasg CI'XC», mpuumHO#t 00Je3HN Ha CaMOM Jese
SIBJIIETCSI COBOKYITHOCTH T€T€PO3UTOTHBIX MYTAaIlWiA,
YTO MOXET OMNpeaessTh TepaneBTUYECKYIO cTpaTe-
TUIO.

TsokecTh KAMHUYECKONM KapTUHBI «TOMO3UTOT-
Hoii» CI'XC 3aBUCUT HE OT TOro, UICTUHHA JI1 TOMO-
3UTOTHOCTb, a OT TOTO, B KaKOil cTeneHu crietudpu-
yeckasi MyTauus rpensitctoyet Mmetadoymsmy JITTHIT
Yy KOHKPETHOTO nmanueHTa. Jlpyrue reHeTuaeckue u3-
MEHEHMSsI, KOTOPbIE BbI3bIBAIOT HE CTOJb 3HAUUTEb-
HOE ToBhILLIeHUE YpoBHs Xojiectepuna, JITTHIT, Tak-
K€ MOTYT BIMATH Ha KoHUeHTpauuto JITTHIT y ma-
mieHToB ¢ CI'’XC u cmocoOCcTBOBaTh ITOBBIMICHUO
CepACYHO-COCYAUCTOro pucka [8, 9].

Tereposurotusie mammeHTsl ¢ CI'’XC uMeloT Bbi-
cokuit ypoBeHb JITTHII ¢ poxaeHusi, 6o1ee BbICOKU
PUCK paHHEro Havajaa MIIeMUYeCcKoil 00Je3HU cepa-
ma. Y TaKMX NalKeHTOB IIPU OTCYTCTBUU JICUECHUSI Ya-
CTO BCTPEYAIOTCSI CYXOXMUJIbHbIE KCAHTOMbI U 4acCTO
MMEETCS CEMEWHBIA aHAMHE3 TUIIEPXOJECCTEPUHE-
MUHU.

Jl1st cBOeBpeMeHHOro 0OHapyKeHUsT 00JIbHBIX Ce-
MeWHOI hopMOM TUCIUNUIEMUU HauboJiee aKkTyalb-
HBIM Ha CeTOMHSITHUN AeHb SIBISIETCS CO3MaHue TU-
arHOCTUYECKON CHUCTEMbl — aJITOPUTMa BBISIBJICHUS,
YTO ITO3BOJIUT CHOPMHUPOBATH CKOOPAMHUPOBAHHYIO
CXeMy NEeUCTBUI Ha MOMYISIMOHHOM M WHIWBUIY-
aJIbHOM ypOBHE, HallpaBJeHHYIO Ha yCTpaHEHUEe WUJIU
cBeJeHUEe K MUHUMYMY pUcKOB pa3Butust CC3 u cBs-
3aHHOI C HUMU TOTEPU TPYAOCTIOCOOHOCTH.

Taoauna 1
Kputepuu roiiaHackoi ceTH JUMUIHBIX KIMHUK
Kpurepuu bannbl
PoncrBenHuku 1-i cTeneHn poaCTBa C 1
panueit UBC
PoncrBeHHuKM 1-# cTeneHN poncTBa
. | cJIITHIT > 95 nepuentuas (c yuetom 1

CemeliHblil | ospacra, mosa 1 CTpaHbl)

aHaMHe3
PoncreeHHUKH 1-i1 creneHu 2
Hetu 10 18 j1eT ¢ MOBBILLIEHHBIM YPOBHEM )
JITTHIT
Pannsiss UBC 2

AHamMHe3

6ompHOro | Pannss LIBB wnm nepudepnyeckuit 1
aTepocKiepo3
CyXOXHJIbHbIE KCAHTOMBI 6

Ocmorp JlvunougHast Iyra pOrOBUIIbI Y JIULL 4
MoJsioxe 45 et
> 8,5 8

YpoBseHb 6,5-8,4 5

JITTHIT,

MMOJTb,/JT 5,0-6,4 3
4,0-4,9 1
[eneruueckoe TecTupoBaHue
BbisiBieHME U3BECTHOM MyTallMy FeHa 3
LDLR, APOB wiu PCSK9

Tpumevanue: UBC — uineMudeckas Oosesnb cepaua, JITTHIT —
JIMIOTIPOTENABI HU3KOM muioTHOCTH, LIBB — mepe6poBackynsipHas 60-
JIe3Hb.

HMcropusi co3maHust AMArHOCTUYECKMX aJarOpMUT-
MOB BBISIBJICHUSI CEMEMHOM TMMEPXOJECTEPUHEMUN
CBsI3aHa C pa3paboTKOW peKOMeHmalui TpyniamMu
aMEepUKaHCKUX 1 eBpoIleiicKuxX sKcnepToB. B HacTo-
stee BpeMs JIJIsT IMarHOCTUKY CEMEMHOI TUTIepxoJie-
CTEPMHEMMU Yallle MCITOIB3YIOTCS CAEAYIOIINe KpH-
Tepuu: oputaHckue (Simon Broom Registry), ron-
nanackue (DLCN — Dutch Lipid Clinic Network) u
amepukaHckue (MEDPED — Make Early Diagnosis
to Prevent Early Death) [6, 10-12]. bputanckue n
TOJUTAaHACKUE KPUTEPUN OCHOBAaHbI Ha (DEHOTUIIMYE-
CKHUX, CEMEHBIX aHAMHECTUYCCKUX JaHHBIX U TeHEe-
TUYECKUX MpPU3HaKax. B 3aBUCMMOCTU OT KOMOWHa-
UM 3TUX (HAKTOPOB, COTTACHO TOJUTAHACKUM KpU-
TepusiM, IUArHO3 CeMEeiHON TuIepXxoJieCTEpUHEMUU
MOXET OBITh ONpPEeNeJeHHBIM, BEPOSITHBIM 1 BO3MOX-
HBIM (Tab. 1), cormacHo OputaHckuM (Simon Broom
Registry) — onpeaeaeHHbIM U BEpPOSATHBIM (Tada. 2).
Tonnanackue KpUTepUM MOJYy4YUad OoJiee IIUPOKOe
MpU3HaHUE Oyiaromapsi CBOE MPOCTOTE M TIOJHOTE.
OmHUM M3 TPEUMYIIECTB TOJIAaHACKUX KPUTEPUEB
SIBJISICTCSI TO, YTO OHU BBISIBJISIIOT T€HHBIN Te(EKT, KO-
Topbiit mpuBoauT K CI'XC, 4To B CBOIO o4epelib 00e-
cneyut maumeHTy ¢ CI'XC mydimyio TepareBTHYE-
CKYIO CTPaTeTHio.
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Tabuuua 2

Kpurepuu perncrpa SimonBroome

Kpurepnii

OmnpesieieHHAsT ceMeHAsT TUTIEPXOTEeCTEPUHEMUST:
O6wmit xonecteput 6ojiee 7.5 mmosb/in wiun JITTHIT 6osee 4.9 MMoJib/i1 y B3pociibix
O61mii xonecrepu 6osee 6.7 mmoinb/n unu JITTHIT 6onee 4.0 Mmonb/ y neteit no 16 net

B coueranuu ¢

CYXO)KI/IJ'[I:HBIMI/I KCaHTOMaMU y POACTBEHHUKOB 1-ii unu 2-it creneHu poacrtsa

Wnn

Hanuaue matonornveckoro Bapuanta B omHoM u3 reHoB (LDLR, PCSK9 nimn APOB)

Bo3MmoxHast ceMeitHasT TUTIEPXOIeCTEPUHEMUSI:
O61mit xonectepuH 6onee 7.5 mmonb/n wnu JITTHIT 6onee 4.9 MMoib/7'y B3pOCITBIX
O61mwmit xonectepuH 6onee 6.7 mmonb/n wnu JITTHTT 6onee 4.0 Mmonb/n y neteii no 16 ner

B coueranuu ¢

CeMeitHbIM aHAMHE30M HH(AapKTa MuoKapsa B Bozpacte 10 50 et (Y poACTBEHHUKOB 2-1i cTeneHu poacTsa) wiu 1o 60 et (y
POJCTBEHHUKOB |- cTerneHu poacTna)

Unu

CeMeiiHbIif aHaMHE3 TTOBBIIIIEHHOTO YPOHS O0IIIEro XoiecTepuHa 6oee 7.5 MMOJIb/JT Y B3POCIIBIX POJCTBEHHUKOB 1-if mau 2-it
CTEMEeHU POACTBA UKW Oosiee 6.7 MMOJIb/N Y AeTeii B Bo3pacTe 10 16 et

TTpumeyanne: JITTHIT — mumonpoTenabl HU3KOM IJIOTHOCTH

Tabimuoa 3

dunarnoctuueckue kpurepun cucrembl MEDPED (CIIIA) a1 BbisiBieHHS ceMeiiHoi runepxoJiecTepuHeMUn

Bospacr, roast

O0mwmii XonecTepun y
poacTBeHHNKOB 1-ii cTreneHn
POICTBA, MMOJIb/JI

OO0muii XoecTepuH y
POICTBEHHUKOB 2-ii cTENmeHn
POICTBA, MMOJIb/JT)

O0mwmii XonecTepun y
POICTBEHHMKOB 3-ii cTeneHn
POJICTBA, MMOJIb/JI

OOmmii XoecTeput B
MOMyJISIUN, MMOJIb/JT

<20 5.7 59 6.2 7.0
20-29 6.2 6.5 6.7 7.5
30-39 7.0 7.2 7.5 8.8
>40 7.5 7.8 8.0 9.3

Kputepuu MEDPED Hau6onee npocTsl ajist uc-
M0JIb30BaHUS, B €r0 OCHOBE J1JIsI TOCTAHOBKM JUArHO-
3a MMEET 3HAUYCHME TOJIbKO YPOBEHb XOJIECTePUHA,
CTaHAaPTU3UPOBAHHBIN 1O CTEIEHU POICTBA U BO3-
pacty nmauueHrta (tabs. 3).

BrisiBeHUE MHAEKCHOTO Ciydasi (MalUMEHT C ycTa-
HoBiaeHHBIM nuarHo3oM CI'XC) cBsg3aHo ¢ TIpoBefe-
HHMEM TaK Ha3bIBa€MOTO I1EJIEBOT0 CKPMHUHTA, TTOJT KO-
TOPBIM ITOHUMAIOT OLIEHKY Ha IpeaMeT HaJIu4us 3a00-
JieBaHUsI Y OOJTbHBIX POJICTBEHHUKOB, COCTOSTHUE KO-
TOPBIX MOXKET ObITh O0YCJIOBJIEHO HAJIMYMEM CeEMEMHOMI
ruriepxoyiectepuHemun. [lpexme Bcero, 3mech WACT
peuyb O OOJIBHBIX C PaHHUMM NPOSIBJICHUSIMU aTepoO-
CKJIep03a — OCTPbIM KOpoHapHbIM cuHapoMoM (OKC),
aTepOTPOMOOTUYECKUM MHCYJIETOM U T.JI. Y MY>XYWH B
Bo3pacrte J0 55 JeT, y keH1H 10 60. [1pu atom rpa-
HUIIBI BO3pacTa BeCbMa YCJIOBHbBI M B Pa3HbBIX CIIydasiX
WCTIOJIB3YIOTCS pa3Hbie 3HadeHus. Cpenn OONBHBIX, Y
KOTOPBIX MH(MAPKT MUOKap/a pa3BUICS B BO3pacTe 110
45 net, yacTora OOHAPYXKEHUSI CEMEMHOI rumnepxoJe-
CTepUHEMHUN MOXeT jocturatb 9% [13]. Dr1oT dakr
MMOATBEPKAACTCS pe3yJbTaTaMy HECKOJIBKUX MCCIIe-

JNIOBAHUI B pazinuHbIX cTpaHax. Tak, B AnoHun cpe-
U OOJIbHBIX, MIEPeHEeCIIX MHMAPKT MUOKapaa B MO-
JIOIOM BO3pacTe, IpU NPUMEHEHUU KpUuTepueB SAnoH-
CKOI1 accolMalliy aTepoCKjepo3a YacToTa BCTpedae-
MOCTU CEMEWHOM TUMEPXOJECTEPUHEMUU COCTABJISI-
et 5,7% |14]. B peructpe EUROSPIRE 1V cpennu 1ie-
penecmmx OKC B Bo3pacte 10 50 JeT yacToTa BCTpe-
JaeMOCTH TE€X, Y KOTO B COOTBETCTBMU C KPUTEPUSIMU
cetu TonaHACKUX JTUMUAHBIX KJIMHUK YKUCIO 0aioB
npesbImaio 5, coctaBnna 15,4%, Tex, y KOro IMarHo3
He BBI3BIBaJI COMHeHMit (Ooiiee 8§ 0aIoB), OKa3aaoch
1,7% |15]. Eie B omHOM €BpOITEICKOM MCCIIEAOBAHNN
cpeau 1451 6oabHoro, nepeHecuiero OKC B paHHeMm
BO3pacTte, T€X, y KOro 4Mc/o 0a/IOB I10 1IKajle CEeTU
TomnanacKkux TUMUAHBIX KJIMHUK MPEBBICUIO 5, OKa-
3a710¢h 0KoJio 5% |16]. Cpenn Hacemenus Kuras noist
JIULL C HAJTMYKEM OMpeneIEHHOIO UK BEPOSITHOTO 11~
ar”Ho3a CEMEWHONM TUMIEPXOJIECTEPUHEMUN CPEIU «MO-
JIOJIbIX» OOJIbHBIX C MH(PAPKTOM MMHOKapja COCTaBJIsI-
et 7,1% [17]. «YkecToueHME» BO3PACTHOIO KPUTEPUSI
paHHEH MIIEMUYECKOM OOJIE3HW cep/lia NMPUBOINT K
YBEJIMUYEHMIO 101 OOJBHBIX C CEMEMHOI (opMoii Tr-
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nepxoiecTrepruHeMun. Tak, TIpy aHAJIW3€ TPYMIBI U3
320 60nbHBIX, BO3PACT KOTOPBIX HE IpeBblillian 35 JeT,
a moBoAa s rocriutanusauuu 661 OKC ¢ nonbeMom
cermeHnTa S7,y 65 (20,3%) B COOTBETCTBUU C KPUTEPH-
sIMM ceTH [0JUTaHICKUX TUTTUAHBIX KIIMHUK OBLT yCTa-
HOBJIEH AMarHo3 OMpeaeaeHHas1/BEposiTHAsL ceMeliHast
ruriepxojiecreprHeMus 1 emie y 163 (50.9%) uucio
0asUI0B JaBaJI0 BO3BMOXHOCTb 3a0I03pUTh 3a00JieBa-
Hue (YCTAHOBJIEH IMATHO3 BO3MOXKHASI CEMEMHasT Th-
nepxoJjecrepuHemust) [18].

PasButieM [MaHHOIrO IOAXOAA SIBJSICTCSI aJro-
pMTM, TIpEIIOKEHHBII Ha OCHOBE KIMHUYECKOTO
aHa/iu3a AAHHbIX JIML, [OIBEPILIMXCSI KOPOHAPOAaH-
ruorpacduu. Cpeau 3Toi ITpynHIibl O0JIBHBIX YUET BO3-
pacTta BBIIBICHUS 3a00J€BaHUS 1 BHIPAXKEHHOTO TT0-
BoimieHust JITTHIT no3BossieT yCTaHOBUTH CeMEeHY0
¢dopmy runepxonecrepuHeMuu B 1 cityuyae us 44 6071b-
HbIX, mpoueamux oociaenoBanue [19]. Cnenyer ot-
METHUTh, YTO JaHHBIE OBLIN TOJIyYeHbBl MCKIIOUNTEb-
HO MyTEM KJIMHUYECKOU OlleHKU 00bHbIX. Kak mpa-
BWJIO, ITOMCK ITaTOJIOTMYEeCKMX BAPUAHTOB I'€HOB, BO-
BJICUCHHBIX B pPa3BUTHE CEMECUHOI TMIIEPXOJICCTEPU-
HEMWM, €CJIM 1 TTPOBOAMUJICS, TO OTPaHUYMBAJICS T10-
KUCKOM YX€ M3BECTHbIX MyTaLuil y 00JbHOrO, B CBsi-
31 C 4YeM peajibHas yacToTa 3a0oJieBaHUs 10 CUX MOP
0CTaeTCs TOBOAOM JIJIST TUCKYCCHIA.

Eme onnH nMarHOCTUYECKUI aIrOPUTM BEIECHUS
MalMeHTOB C MOJ03PEHNEM Ha CEMENHYI0 TMIepXo-
JecTepuHeMuIo mpemioxeH M. Mytilinaiou u co-
aBT. [20]. ETo oTIIMYNTETHFHOM YePTOI ABISETCS YeT-
KO c()OpMYIMPOBAHHAS STAITHOCTh AUATHOCTUUECKO-
ro MoMcKa, 4YTo AejacT ATOT aIrOpUTM OoJjice mprume-
HUMbIM B peajibHOil BpaueOHol npaktuke. Cam aj-
TOPUTM COCTOMT M3 TPEX OCHOBHBIX I1aroB. IlepBrrit
1iar — NMpeAnoa0XKEeHUE O HATUYUY CEMEUHOU rumnep-
XOJIECTepUHEMUN — HaHHBIC, KOTOpbIE Bpay IOJIy-
yaeT Ha npueMe nauveHTta. K HUM oTHOCSTCS cOOp
AHAMHECTUYECKUX CBENEHUI (HalIMuue y TalveH-
Ta WIW €ro POJACTBEHHUKOB aTEPOCKIEPOTHYECKUX
CepAeYHO-COCYAMCTHIX 3a00JIeBaHNI B BO3pacTe MO-
JIoXKe 55 netT miis My>XKuuH 1 60 JIeT 11 KeHIITUH), pe-
3yJbTaThl OCMOTpA (HAAMYME CYXOXMJIbHBIX KCaH-
TOM), IaHHbIC JJaOOPAaTOPHOI IMArHOCTUKU (ITOBHI-
weHue ypoBHsi JITTHIT > 5 MmMonb/n y B3pocC/ibiX Wiin
> 4 mMonb/n y neteit). I[locae BBIIBUKEHUS TIPEIIIO-
noxeHus1 o Hanuuuu y nauueHta CI'’XC Bpau mepe-
XOJUT KO BTOPOMY IIAry, UEIbl0 KOTOPOTO SIBJISIETCS
noaTeepxkaeHue nuarHoza CI'XC. Bo-mepBbIx, BbI-
MMOJTHSIETCS OIIEHKA MAaIlMeHTa M0 KIMHUYECKUM KpH-
tepusim (Simon-Broome, MEDPED wu npyrum), Bo-
BTOPBIX TPOBOIWTCS TEHETUUYECKOE TECTHPOBAHME.
IIpn monrBepxknenun auarHoda CI'XC mpoucxomnt
epexol K TPETbEeMY LIArY — CEMEUHOMY CKPUHUHIY
(aBTOpBI PEKOMEHIYIOT IPOBOIUTh CKPUHUHT B CITe-
LIMAJIM3UPOBAHHbBIX JUIUAHBIX LIEHTPAX).

ITpu ncrronp30BaHNN F'eHETUYECKOTO aHaInu3a (48
u3BeCcTHbIX MyTauuii reHa LDLR) yacTtoTta BbIsiBIe-
HUS BTOI (DOPMBI CEMENHOM TUIepX0JIeCTEPUHEMUU
cpeau OOJIbHBIX C «paHHMM» MH(pAPKTOM MUOKapjia
(y muu He crapuie 50 ser) cocrasisier 1,3% npoTtus
0,2% B ob61iei momyasanun |21]. OmHako o4yeBUAEH
TOT (baKT, YTO B MOJOOHBIN aHAIM3 HE TToNaaaloT Juiia
C MyTallMsIMU, HE BOIIEAIIMMHU B YMCIO U3BECTHBIX, U
OOJIBHBIE C MOpPaK€HUEM APYTMX T€HOB, OTBETCTBEH-
HBIX 32 pa3BUTUE CEMEMHOM rUmepxoecTepUuHEMUU.

Ilpu npoBeneHWM aHaaM3a 2K30Ma TPEX TEHOB
(LPLR, APOB u PCSKY9) 1ieneBbIM CeKBEHUPOBAHU-
€M CJICAYIOLLEro MOKOJEHUS MaToJ0rMueckKre BapuaH-
ThI BBISBISIOTCS MPUMEPHO B TOJIOBUHE CJIy4aeB MpPU
00C/IeI0BAaHMM JIMLL C OIIPee/IEHHOI/BEPOSITHOM Ce-
MeiiHoI runepxojectepuHemMueii. Ilpu aToM no gaH-
HBIM KUTANCKUX KcclieaoBaTesieil 67 BapuaHTOB ObUIN
BbISIBJICHBI BriepBbie [22]. HakomieHue Takux JaHHBIX
MNpUBEJIO K TOMY, YTO ObUTa cPOPMYJIMPOBAHA KOHLIETI-
IS «TTOJIMTEHHOM» THUIEPX0IeCTEPUHEMUN. YUaCTHHU-
KaMM «[J100aJIbHOTO JIMIIMAHOIO KOHCOPLIMYMa» ObLIO
uaeHTUULIUpoBaHo 157 J0KyCOB, reHeTUYecKast Bapu-
a0eTbHOCTh KOTOPBIX ACCOLIMMPOBAHA C YPOBHEM XOJIE-
crepuna, JITTHIT u puckoM paHHero pa3BuTusl aTepo-
ckjepo3a [23]. OueBUIHO, YTO TaAKOE TEHETUYECKU 00-
YCJIOBJIEHHOE M3MEHEHME YPOBHSI JIMIIUIOB KPOBU MO-
JKeT OTpeNeNsATh pa3HooOpasue rpossiaennit CI'XC kak
Yy UMEIOIIIUX OIpeeeHHbIII MOHOTeHHBII BApUAHT 3a-
0oJieBaHUsI, TaK U B OTCYTCTBUE 3HAYMMOTO Je(eKTa.

M3yueHue npoOiaeMbl CEMEMHON TUMEPXOJecTe-
PpUHEMUM MPUBEJIO K TOSIBJEHUIO HOBBIX, 3((HEKTUB-
HBIX TPYTII TUTTOJUNUIEMUYECKUX PernapaToB, TaKUX
KaK MHTMOUTOPBI MUKPOCOMATBLHOTO TPUTIULIEPU/I-
nepeHocsimero 6eaka (MTTP) (momutanua) v UH-
rubutopel PCSK9 (anupokymab, sBosokymad) [24].
D HeKTUBHOCTD ITUX MpenapaToB Oblaa MOATBEPXK-
JIeHa B XOJ€ KPYIHbIX PAHIOMU3UPOBAHHbIX KJIMHU-
YECKUX UCCIIeIOBAHUI1, YTO TTO3BOJIMIIO BHEAPUTH 3TU
npernapaThbl B pyTUHHYIO MPAKTUKY JIeYeHUST O0JIbHBIX
¢ CI'XC |25, 26]. I1o cocToSTHMIO HAa MOMEHT HallK-
caHus cTtaThbu B Poccum 3apermcTpupoBaHBI aavupo-
Kymad u sBosiokyMab. Beicokast appekTuBHOCTD HO-
BbIX TipenapaTtoB B JieueHun CI'XC nenaet nmposese-
HWE TCHETUYECKOI0 TCCTUPOBAHMS clle 6oJice akTy-
anbHbIM. COrsTacHO TOCTAETHUM MCCIETOBAHUSIM, JIM-
JUPYIOIIMMU CTpaHAMU, UCITOJIb3YIOLIMMU FeHETHY e~
cKkoe TectupoBaHue Kak nauneHToB ¢ CI'XC, Tak u ux
cemeit, aeasrorcsa Hunepnanawsl, HopBerusi, Kanana,
Asctpanusi 1 HoBast 3enanaus, B To Bpemsi Kak Poc-
cus, CLLIA u MHOTHME Ipyruve cTpaHbl MPOBOIAT €ro
JIMIIb B peaKux cayyvasx [27].

YuuTeiBasi BO3MOXHOCTh TNPUMEHEHUSI HOBBIX
MpernapaToB ¢ JA0Ka3aHHOU >(MGEKTUBHOCTBIO, HeE-
00X0AMMO aKTMBHOE BHEApPEHME AMAarHOCTUUECKUX
anroputMoB auarHoctuku CI'XC B pyTUHHYIO KJU-
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MeTO}J,bI BbIIBJIEHNA U OLL€eHKA PUCKa OCNOXHEHMH npu HGCJ'Ie,D,CTBeHHOO6)’CHOBﬂeHHbIX HAPYLIEHHAX ...

HUYECKYIO TIPAKTUKY ellle Ha aMOyJIaTOpPHOM 3Tare,
MOCKOJbKY Hayajlo aKTUBHOTO Je4yeHHus O0JIbHOro
CI'XC no nepBbIX KIMHUYECKUX MPOSIBICHUI aTepo-
CKJIEpO3a MOXET CYIIECTBEHHO MTOBJIMSTh Ha IPOI0JI-
KUTEJIbHOCTD €T0 XKU3HU.
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