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CUCTEMATHUYECKHA OB30P
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CeMeiiHasi TUNIEPX0JIECTEPHHEMUS — MOHOT€HHOE 3200JIeBaHUE C MPEUMYIIECTBEHHO aYyTOCOMHO-IOMHHAHTHBIM
THIIOM HACJIe[I0BaHUs, COMPOBOKIAIOIIEECS 3HAYMTEIbHBIM MOBbILIEHHEM YPOBHsI X0J1eCTEPUHA JIMMONPOTEHIOB
HU3KO#i INIOTHOCTH B KPOBH U, KaK CJIEJCTBHE, MPEKIeBPEMEHHBIM Pa3BUTHEM M MPOTrPecCUPYIONIMM Te4eHHEM
aTepoCKIIEpPO3a, KaK NMPaBWIO, B M0JI0IoM Bo3pacte. Ho, K cOKaJIeHHI0, BBISIBJISIEMOCTD 3200/1€BAHUST 0CTAETCS
KpaiiHe HH3KO. Jlnmb 1 % NanHeHTOB AMATHOCTHPYIOTCS 10 SIBHBIX KIWHUYECKUX NposiBjeHMii. B crarbe
NpeJACTABJIeH COBPeMEHHbIH  0030p OTe4YeCTBEHHbIX M  HMHOCTPAHHBIX  HMCCJIENOBAHMIl  ceMeiiHOi
runepxoJieCTepMHEMHUN y JeTeil ¢ momombio mouckosbix cucrem PubMed, Medline, Scopus, ELibrary, The
Cochrane Library, Cyberleninka, B KOTOpBIX H3y4YaeTcss BONPOC 3MNHIEMHOJIOIHYECKOT0 MOHUTOPHUHTA,
COBpPEeMEHHBIX MOAX0J0B K JHATHOCTHKE U JiedeHH 0. B HacTosilee BpeMsl cepaeuHO-COCYAUCThIE 3200 IeBAHUST —
[JIaBHasi NPUYMHA CMEPTH W HHBAJMAM3AUMU HacejeHus.. M3BeCTHO, 4YTO YyBeJIHMYeHHE YPOBHS OOIIEro
xoJiecTepuHa B KpoBH Ha 10 % yBeauumBaeT pUCK Pa3BUTHUS CEPAEYHO-COCYIUCTHIX 3adoseBanuii Ha 20-30 %0.
@dakT HAAMYUs CeMeiiHOH TUmepXxo/ieCTepUHEMHH [0 CHX INOP OCTAeTCs HEAOCTATOYHO H3BECTHBIM CpeaH
NeAHATPOB, YTO 3aTPYIHSIET CBOEBPEMEHHYI0 IMATHOCTHUKY M Havauo jedeHus [loMHMO ITOro ormeuaercst
HHU3Kasi MH(GOPMHPOBAHHOCTH CpPeAH HacejeHUsi. BoisiBieHHe NAUMEHTOB C JAAHHBIM 3a00/1eBaHHEM SIBJISIETCH
O/IHMM W3 NPUOPUTETHHIX HANPABJIEHUi COBPEMEHHOH NPO(PUIAKTHYECKONH KAPIHOJOIHH M KIMHHYECKOWH
JMnuAoIorun. BeneHne malMeHTOB ¢ THNEPXOJieCTEPUHEMHUEl, a TaK)Ke CBOeBpeMEHHAsi W Hajlexauias
KOpPpeKIHsl U KOHTPOJb THIOJHITHAEMHYECKOl Tepamuu MOrYT BHECTH 3HAYMTEJIbHBI BKJIAL B CHUXKEHUE
CMEPTHOCTH M HHBAJTHIU3AIUN HACEJIEHHSI OT CEPAEYHO-COCYTUCTHIX 3a00/1eBanmii. B HacTosiee BpeMsi peecTpbl
ceMeiiHOW THIepXoJieCTepUHEMUH JIOCTYNHBI 10 BCeMY MHPY, YTO SIBJISIETCSl TOJIE3HBIM H HeO0O0XOAHMMBIM
HHCTPYMEHTOM /IIsi COBEPUIEHCTBOBAHMSI CHCTEM 3PABOOXpaHEHMsl. ITOT peecTp MO3BOJISIET BECTH yYeT ITHX
NALHEHTOB, CBOEBPEMEHHO KOPPEKTHPOBATHh THIOJIMIIMIEMHYECKYI0 Tepamui0 M B 3HAYUTEIbHOIH CTemeHH
CI0COGCTBOBATH MPOBEIEHUI0 CKPHHUHTA.

KiroueBrie citoBa: ceMeiHast TUIIEPXOJIECTCpUHEMUS, ICTH, CUCTEMAaTHICCKUN 0630p, CKPUHUHT, JIMTIONPOTCHUbI HH3KOI
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FAMILY HYPERCHOLESTEROLEMIA IN CHILDREN:
A SYSTEMATIC REVIEW

Burlutskaya A.V., Tril V.E., Statova A.V., Saveleva N.V., Naumenko G.V.,
Polyanskiy A.V., Gurina E.S., Inozemtseva D.A.

Kuban State Medical University of the Ministry of Health of the Russian Federation, Krasnodar

Familial hypercholesterolemia is a monogenic disease with a predominantly autosomal dominant type of
inheritance, accompanied by a significant increase in the level of low-density lipoprotein cholesterol in the blood,
and as a result, premature development and progressive course of atherosclerosis, usually at a young age. But,
unfortunately, the detection rate of the disease remains extremely low. More than 1 % of patients are not diagnosed
before obvious clinical manifestations. The article presents a modern review of domestic and foreign studies of
familial hypercholesterolemia in children using the search engines PubMed, Medline, Scopus, eLibrary, The
Cochrane Library, Cyberleninka, which study the issue of epidemiological monitoring, modern approaches to
diagnosis and treatment. Currently, cardiovascular diseases are the main cause of death and disability of the
population. It is known that increasing the level of total cholesterol in the blood by 10 % increases the risk of
developing cardiovascular diseases by 20-30 %. The fact of the presence of familial hypercholesterolemia is still
insufficiently known among pediatricians, which makes it difficult to diagnose and start treatment in a timely
manner. In addition, there is low awareness among the population. Identification of patients with this disease is
one of the priorities of modern preventive cardiology and clinical lipidology. The management of patients with
hypercholesterolemia, as well as timely and appropriate correction and control of lipid-lowering therapy can make
a significant contribution to reducing mortality and disability of the population from cardiovascular diseases.
Currently, family hypercholesterolemia registries are available worldwide, which is a useful and necessary tool for
improving health systems. This registry allows you to keep records of these patients, timely adjust lipid-lowering
therapy and significantly contribute to screening.
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CeMeliHas THMIEPXOJECTEPUHEMUS IPEACTABISET COOONW HACIEICTBEHHOE ayTOCOMHO-
JIOMUHAHTHOE 3a00JIeBaHHE, KOTOPOE XapaKTEpU3YeTCs 3HAUYUTEIbHBIM YBEIMYEHHEM YpPOBHS
X0JIECTEPUHA JIMIONPOTEMHOB HU3KOM MJIOTHOCTH B KPOBH, YTO B CBOKO OYEPEb MOXKET PUBECTH K
Pa3BUTHIO aTEPOCKIIEPO3a U CEPACUHO-COCYIUCTHIX 3a00JIEBaHMI YK€ B MOJIOZAOM Bo3pacte [1, 2].

B nocnepnue roast unrepec k CI'XC Bo BceM Mupe 3HAYUTEIBHO BO3POC, YTO MOYKHO
OOBSICHUTH pa3pabOTKON M BHEAPEHHEM HOBBIX METOIOB AMATHOCTHKH M JICYCHHS 3a00JeBaHUSA, a
TaK)Ke TMOSABICHUEM 3IUJEMHOJIOTHYECKIX UCCIIEJOBAaHU, CBUETEILCTBYIOUINX O 00Jiee BHICOKOM
pacnpoCTpaHEHHOCTH TOTrO 3a00JIeBaHus, YEM CUMTAJIOCh paHee [3].

[lenb 0030pa — Ha OCHOBAaHMHM IPOBEIAECHHOIO CUCTEMATUYECKOTO 0030pa COBPEMEHHOM
JUTEpaTyphl JaTh BpauaM HanOoJjiee 3HaYMMO Ba)KHBIE U COBPEMEHHBIE MOJAXO/bl K KIMHUYECKUM
MPOSIBJICHUSIM CEMEMHOW TUIEpPXOJIECTEPUHEMUN [IJIsl TOBBIIIEHUS KayecTBa JUArHOCTUKU U
CBOEBPEMEHHOCTH Ha3HAYEHUS TUITOJIUIHNIEMUYECKON Tepamnuu.

Marepunajbl M1 MeTOABI HCCJIEAOBAHUS

[Touck nmyOnuKauuii JTaHHBIX POCCUHMCKOM M 3apyOeKHOM JUTEepaTyphbl OCYILIECTBISUICA B
6a3zax PubMed, Medline, Scopus, The Cochrane Library, Cyberleninka, eLibrary. B 0630p BkitoueHbI
OpUTHHAJIIbHBIC UCCIIEA0OBAHNS, ONTUCAHUS KIMHUYECKUX CIIy4aeB, aHATUTHUYECKHUE 0030PbI 32 MEPHO]]
2014-2024 rr. Ha pyCCKOM U aHTIIMICKOM SI3BIKAX.

ranel ITOMCKA 10 0a3aM JaHHBIX MOKA3aHbI B TAOIHUIIE.

OTtansl 0TO0pa JIMTEPATYPHBIX HICTOUHUKOB

baza nanHBIX Pe3ynbTaTe! Ywuco crareid, Ywucno crarei, Ywucio crareit
HAYaJIbHOT'O OTOOpaHHBIX TIO OTOOpPaHHBIX mocie
IOMCKa I10 aHaIHN3y 10 aHAJIU3Y OKOHYATEJIEHOTO
KJIIOYEBBIM 3ar0JIOBKOB U aHHOTAIIMI otbopa
cJI0BaM HCKIIIOYCHHUIO 10 COJIEPYKAHUIO
NyOIHMKaTOB

PubMed, 466 77 49 31

Medline,

Scopus,

The Cochrane

Library

Cyberleninka 482 35 15 8

ELibrary 206 47 23 11

Pe3yabTarsl Hcc/ielOBaHUSA U UX 00CYKIeHUE
DMUAEMHUOJIOT U
['erepo3uroTHas ¢opMa ceMelHON THIepXoiecTepuHeMuHn (TO €CTh Je(eKTHBIH TeH

HacjeayeTcs OT OJHOTO W3 poauteneit) coctaBmser | u3 313 ciywaeB, COMTACHO JaHHBIM



Metaananuza (2019), Bkirovasiiero uccienoBanue 11 mua gen. CeMeliHas TUTIEPXOJIECTEPUHEMHUS B
10 pa3 gamie BcTpeuaeTcs y MAIMEHTOB C WIEMHYECKON Oolie3HbrO cepiia, B 20 pa3 game y
MAIEHTOB C TPEeXJIEBPEMEHHBIMU CEpACYHO-COCYIUCTHIMU COOBITHSIMH M B 23 pasza damie y
MAIMEHTOB C TSKENON runepxosiectepuHemucii [4, 5]. TouHble HaHHBIE O PaCHPOCTPAHEHHOCTHU
ATOTO 3a00JIeBaHMS OTCYTCTBYIOT mpumepHo miast 90 % crtpan mupa. Jpyroit meraananus (2022)
MOKa3aJl, YTO PACHPOCTPAHEHHOCTh IE€TEPO3UTOTHOM CEMEMHON TMIEPXOJECTEPUHEMUU BBILIE Y
TeMHOKOXUX (1:192) u Huxe y azuaros (1:400) [6, 7]. [IpumepHo 35 MIIH Yenl. B MUpPE CTPaaaroT
3TUM 3aboseBaHueM, U3 HUX 6,8—8,5 MIIH — JeTH, U KKy MUHYTY B MHUpPE POXKAAETCA OJIUH
pebenok ¢ rerepo3urornoit CI'XC [8]. B poccuiickom peructpe RENESSANCE B cepenune 2022 r.
ObUTO  3aperucTpupoBaHo  okono 2300 TWAMEHTOB C  TETePO3UTOTHOM  CeMEWHOM
runepxosjecrepuHemMueil. 'oMo3uroTHas ceMeiiHasi TUIIEPXOJIECTEPUHEMUS — peaKoe 3a00sieBaHue,
IpU KOTOPOM Je(PEeKTHBI T'eH HacleAyeTcss OT OOOUX POAMTENEeH C YacTOTOM BCTPEYaeMOCTH
1:160000 — 1:320000 [9]. IMlo mamabiM DCCE-P® (DnuaeMuoNOrus CepAeYHO-COCYIUCTHIX
3abosneBanuii B pernoHax Poccuiickoit @eneparum), HCCIeT0BaHHUS paCIPOCTPAHEHHOCTH CEPICTHO-
COCYJHUCTBIX 3a00JIEBaHHI B paziuyHbIX perrnonax Poccuiickoit deneparuu nokasaim, 4TO 4acTOTa
HEKOTOPBIX TC€HETHMYECKUX COCTOSHUI B 3HAUUTEIBHOW CTEMEHU BapbUpyeT. Pe3ynbTarhl 3THX
UCCIIEIOBAaHUM TMOKa3alld, YTO PACIPOCTPAHEHHOCTh HEKOTOPBIX HACIEACTBEHHBIX COCTOSHUU B
nonymsinusx TromeHckoil u Kemepockoil obnacteit cocraBnsger 1 k 407 u 1 k 148 cinyuasm
cooTBeTcTBeHHO [10]. DOTH naHHBIE OBUIM TOATBEP)KICHBI MEPEKPECTHBIM HCCIIEI0BAHUEM,
npoBeieHHbIM B 11 pernonax crpansl (2020 r.). Takum oOpaszom, 1 u3 173 den. sBisercss HOCUTENEM
reTepo3UroTHONW (POpPMBI, a YHCIO MAIMEHTOB C 3TOW (opMoil 3a00eBaHUS MOXKET JOCTUTHYTH
yrpoxarotieit mudpbl okoio 1 MiH, KoTopas BkirodaeT okoso 200 Teic. aereit g0 18 mer [11, 12].
Meraananus, npoBeaeHHbIi B 2020 r. 1 BKItOUaBImii 42 uccineaoBaHus u 6osee 7 MITH HaOII0IeHUH,
MOJIYYWJI AHAJOTUYHBIN BBIBOJ: 3Ta TE€HETUYECKas IMATOJIOTHS BCTPEUAETCS C OINPEIeTICHHOU
gacToTol Kak y B3pocibix (1 Ha 303), Tak u y nereit (1 Ha 364) [13]. MccnenoBanue, mpoBeeHHOE B
Bbputanuu (2016 r.), B koTopom u3 6osiee uem 10000 neteit CI'XC Obuia BeIsSIBIIEHA KaK T€HETHYECKas
narosiorusi y 1 u3 273 uccienpyemoix [14].

OO0mas yncieHHocTh HaceneHus TuiaHeTsl B 2017 1. coctaBmsna 7,6 MupJ 4Yemn., U3 HUX
Oonpmias yacth (60 %) mpoxuBaeT B Asuu. CooTBeTCTBEHHO, wHcciemoBarenu (2021) wu3
«HccnenoBanns necatu CcTpaH Asuarcko-TuxookeaHckoro pernoHa u HOHOro mnomymapusi»
noAcunuTanu, 4ro Oosiee monoBuHBI JroAeil ¢ CI'XC mpoxuBarOT B A3HATCKO-THXOOKEAHCKOM
perunone. Ecnu npenmnonoxuts, uto pactpocrpaneHHOCTh CI'XC 1 Ha 250 yen., BO BceM MUpPE MOXKET
OBITh 3aTpOHYTO 30 MJIH Yell., U3 KOTOPBIX 0 KpaitHeit Mepe 15 MiTH cirydaeB OyayT B OIPEIEICHHBIX
perunonax lOro-Bocrounoit Asum m 3amaanoit yactu Tuxoro okeana [15, 16]. Komenrarenckoe

uccnenoanue (2012) nacenenus B Jlanuu nokasano, yto yactota omnpeaeneHHo CI'XC cpeau



HaceneHuss B 69016 dgen. cocraBmsuta 1:504. OGmienanmonanpHas nporpamma ckpuauara CI'XC
Cpeau MalMeHTOB, HANPABJICHHBIX B JIAOOPATOPUIO MOJIEKYJISIPHON TUArHOCTUKU AKaJeMHUYECKOTO
MeaunuHckoro neHrpa B Hupepnanmax (2006), nokazana, yto uyactora romo3urotrHon CI'XC
cocraBisuia 1:300000 Ha OCHOBaHMM T'€HETUYECKOTO TECTa, a PACUETHAas 4acToTa I'eTepO3UTrOTHOU
CI'XC cocraBnsna 1:244. bosee BBICOKHE YaCTOTHI TeTepo3UroT B Auana3oHe ot 1:400 go 1:67 Obumm
TaKxe oOHapyeHbl y (UHHOB, (DpaHIy3CKUX KaHAIeB, HHAUILIEB B FOxHON Adpuke, TUBaHIIECB-
xpuctua u adppukanepo B KOxxHol Adpuke, 4TO MOXKET OBITh pe3yabTaToM 3¢ (deKTa OCHOBATEIS,
a TaKkkKe C BBICOKMM YPOBHEM KPOBHOPOJCTBEHHBIX OpakoB [16, 17]. [ons AMarHoCTUPOBaHHBIX
CllyyaeB B pAa3JIMYHbIX CTpaHAX 3HAYUTEIbHO KojeOjercs: B uvacTHOCTH, B Hupepnanmax
yCTaHOBIIEHHBIN quarHo3 umeroT 71 % 6onbHbIx ¢ rereposurotnoit CI'’XC, B Hopeerun — 43 %, B
Ncnanmuu — 19 %, B llBeiinapun — 13 %, B Benmukoopuranuu — 12 %, B Mctanuu — 6 %, B benbrun
—4 %, B CnoBakuu u Jlanuu — o 4 %, B FOxuol Adpuke — 3 %. B ocTanbHBIX cTpaHax, B TOM UHCIE
u B Poccum, xonmruectBo auarnoctupoBanubix cirydaeB CI'XC cocrasisietr menee 1 % [18, 19].

ITHOJIOTHS ¥ IATOreHe3

CI'’XC BbI3BIBacTCS TEHETHYECKHM Je(eKToM Oenka, y4JacTBYIOIIETO B MeETa0OIu3Me
munomnporenHoB. Hapymaercs 3axBar kinerkamu yactui-JIHIT u npoucxoaurt nosblieHue ypOBHS
xoznecrepuna JIHII B kpoBu. CymiecTByroT ABe GopMbl 3a00J€BaHUs — AyTOCOMHO-JOMUHAHTHAs U
ayTOCOMHO-pELIECCUBHAs, IMpPUYEM TIOCIEAHSSI BCTpedaeTcs KpalHe peako. AyTOCOMHO-
noMuHaHTHas popma oOycioBiaeHa mytarusimu B reHax LDLR, APOB u PCSK9 [20-22].

I'enetnyeckas npuunHa CI'’XC myranuum B TeHE pELENTOpa JIMIIONPOTEMHOB HU3KOU
mwiotHocTH (LDLR) Ha xopoTkom miede xpomocoMbl 19 Hamnbosee pacrnpocTpaHeHa MO 4acToTe
BcTpeyaemocTH; reH LDLR pacnosioxken npenMyIiecTBEeHHO Ha IOBEPXHOCTH IN'E€NaTOLMTOB U UTPAET
BakHYI0 poiib B cBsi3biBanuu JITTHIT u ynanenun JITTHIT u3 kpoBoToka [23, 24].

Bropoii Hanbonee yacroit npuuuHoit CI'XK sBIs0OTCS MyTaluu B reHe arnoJIMIoNpoTenHa
B(APOB), xotopslif kogupyet anonunonporerH B. Myranuu B rene APOB npuBoJsT K CHUXKEHUIO
CBA3BIBaHUs xoisiectepuHa ¢ peuentopom JIITHIT n nmoBeiennio ypoBHs XoecTepruHa B KpoBH. ['eH
APOB BcTpeuaeTcst B OCHOBHOM B 3alaJHOCBPOINEHCKUX MOMY/SIUSIX. B pe3ynpTaTe reHeTuuecKoro
n3menenus perentop JIITHIT nepectaer csi3biBaThes ¢ monouHoi yactuiy JITTHIT [25, 26].

Tperuii reH, cBs3aHHbli ¢ pasButueM CI'XC, »to ren PCSK9, xomupyromuit
MIPOTEMHKOHBEPTA3y cyoTHIN3UH/KeKcuH 9 Tuna. Myranuu B PCSK9 moryT ycunusats paspyilieHue
JIHII-penenTopa, 4To MPUBOJUT K YMEHBIIEHUIO KOJMYECTBA PELENTOPOB HA MOBEPXHOCTU KIETOK
U pPa3BUTHIO TUIIEpPXOJIECTEPUHEMHUHU. llallMeHTBl ¢ TakKMMM MyTalUSIMH HMEIOT IOBBILICHHBIN
yposenb XC JIHII u Gosnee BbICOKUI pUCK CEpAEYHO-COCYIUCTHIX 3a00I1€BaHUM, YEM Y MAI[UEHTOB C
mytarueit rera LDLR [27, 28].

CKpHMHHHT



DKCHEPTHI 10 BCEMY MUPY MILYT OTBETHI Ha BOIIPOCHI O TOM, KOT/IA CJIEAYET BBISABIIATH JIOJCH,
nozasepxkeHHbIX pucky CI'XC, ¢ kakoro Bo3pacra cielyeT HauMHaTh TEPANUI0 U HEOOXOAMMO JIH
JeuuTh 3a0o0aeBanne. BrICOKHI ypOBEHb XOJECTEpPUHA Y JIETel OKa3bIBACT 3HAYMTEIHHOE BIIMSHHE
Ha CTEHKU KPOBEHOCHBIX COCYZAOB, YTO MPHUBOAMT K PAa3BUTHUIO SHAOTEIHAIBHON AUCHYHKIHUU U
YBEJIMYEHUIO TOJILMHBl MHTUMa-Meaua OOLIe COHHOM apTepuy, YTO MOXKHO OOHApyXHUTh C
JIOLIKOJIBHOTO Bo3pacTa. CeMmeliHas TUIIEPXOJIECTEPUHEMMSI — 3TO 3a00JeBaHUE, IPU KOTOPOM
AHOMAJIBHOE ITOBBILICHUE YPOBHs XOJIECTEpPUHA B KPOBU OTMEYAETCS C JETCTBA U COXPAHAETCS B
3pesIoM BO3pacTe, UTO SABISAETCA BaXKHBIM (PAKTOPOM PUCKA CEPAECUHO-COCYIUCTHIX 3a00J€BaHUN B
OyaymeM. XOTsI OCJIOKHEHHs M MPOTHO3 T'MIIEPXOJECTEPUHEMHUHN XOPOLIO M3Y4YEHbI Y B3POCIBIX,
JMarHo3 3a00JeBaHus y JIeTe BCce elle HaXOAUTCs Ha HU3KOM YpOBHE. Y JieTel TaKhe XapaKTepHbIe
IIPU3HAKH, KaK KCAHTOMbI, TyOE€pO3HbI€ KCAHTOMBI U JIMIOWJIHBIE JYIM POTrOBULBI, NMPAKTUYECKU
oTCYTCTBYIOT. B Poccun ananus nunuaHoro npodusist He BKIIOYEH B 00s13aTeIbHbIN IepeyeHb
IpU AUCHAHCEpPH3alMU HecoBeplIeHHOoNeTHUX. Ilo 3Toll mpuumHe ocoboe BHHMMaHHUE CleqyeT
YACNIATh CKPUHUHTY JTOTO 3a0oyieBaHUs B mnenuarpudeckoil mnpaktuke [29, 30]. CxpuHuHT
IIPOBOJIUTCS HE BO BCEX perrmoHax Poccuu, 0HAKO B MOCIEAHHUE TOABI CUTyalus 10 AUArHOCTUKE
3TOro 3a0ojeBaHUs yiaydllaeTcss H3-3a paboTsl HamuonanpHOro oobmiectBa Mo M3Y4YEHHUIO
aTepockiiepo3a [31].

CymIecTBYIOT HECKOIBKO Pa3HOBUAHOCTEW CKpUHUHTA s BhIsBiIeHHS manueHToB ¢ CI'XC:
KaCKaJIHbIi, TapreTHbIN (IpULIEIbHBIN), ONIOPTYHUCTHYECKUM U YHUBEpCaIbHBIN [32].

Ha paHHBIE MOMEHT KacKaJHbBIH CKPUHMHI TpU3HAH HauOoyiee JEHCTBEHHBIM U
HSKOHOMHMYECKH 3((EeKTUBHBIM CIOCOOOM BbIABIEHUS HOBBIX nanueHToB ¢ CI'XC cpenu
POJICTBEHHUKOB MHJEKCHBIX MalMEHTOB, TO €CTh CpeAM NAIUEHTOB, Y KOTOPBIX OBLIO
JMarHOCTUPOBAaHO 3a0ojeBaHue. B OOIbIIMHCTBE CilydaeB, €CIM pacCMaTpUBaTh HACIEIOBAaHUE T10
KOJIOMHUHAHTHOMY THUITy, THIEpXOJIeCTepUHEMHUsI ¢ BeposTHOcThi0 50 % Oyner BbIsABIEHA
y POJICTBEHHUKOB INEPBOM CTEMEHHU, POACTBO BTOPOH U TpeThbel cTemeHu coctamisier 25 u 12,5 %
COOTBETCTBEHHO. Kackaa mpoBOaUTCS A1 KaKAOTO HOBOTO JIMATHOCTUPOBAHHOTO IALMEHTA, TEM
CaMbIM YBEJIMYMBAs KOJMYECTBO BBIABICHHBIX IMAalMEHTOB. Ha cerogHsAmHMN AeHb Nporpamma
ycneHo peanuzoBana B CIIIA, BenukoOpuranuu, HeKOTOpbIX cTpanax EBporsl 1 HoBoit 3enanaum.
bbI0 10Ka3aHO, YTO CKPUHUHI C HCIIOJIB30BAHUEM TI'E€HETUYECKOIO TECTUPOBAHUS I103BOJIAET
nuarHoctupoBaTh CI'XC B cpennem Ha 11,4 rona paHplie ¥ 3HAUUTEIBHO CHUKAET SKOHOMHYECKYIO
COCTaBJISIOUIYIO 3pPAaBOOXPAHEHUsA. DTOT TUIl CKpUHUHra Hambosee 3((eKTHUBEH B COYETaHUU C
APYTHMH pa3HOBUIHOCTSMU CKpuHHHTA [33-35].

[TpunienbHBIN, OH XK€ TapreTHbIN CKPUHUHT OCHOBAH Ha BBIABIEHUH JINL, cTpagatoumx CI'XC,
Cpely IpyNIl MalMEHTOB C PAHHUM HAa4aJIOM aTEPOCKIEPOTHYECKUX ITOPAXKEHHI COCYI0B, HAIIPUMED

B HCBPOJIOTMYECKOM HIJIM KapAWOJOTMYCCKOM CTalrOHapax. OTOT THI CKpHHHUHI'A ITOKa3bIBACT



3¢ GEeKTUBHOE BBISBICHUE MHACKCHBIX MALMEHTOB B CEMbSX, KOTOPbIE MOTYT OBbITh MOJBEPIHYTHI
ApYTUM BUAaM CKpUHHUHTA B OynymieM. B neauatpun peannsyercst NpUIEeIbHBINH CKPHHUHT, KOTOPBIN
BKJTIOYAET B €051 CKDUHMHT I€TEH ¢ CEMEWHBIM aHaMHE30M, OTAromeHHbIM 110 CC3, /Ui CKpUHUHT
Ha obmue dakropsl pucka CC3 [36, 37].

OnnopTyHUCTUYECKUH CKPUHHUHT — 3TO HECUCTEMATU3UPOBAHHOE, CIy4aiHOE OINpeieeHue
YPOBHSI XOJIECTEpUHA y MAIMEHTOB, OOPAIIAIONIMXCS 38 MEIUIUHCKON MOMOIIBIO MO Pa3IMYHBIM
npuyrHam [38].

VHMUBepCcalbHbI CKPUHUHI IPEICTaBisieT co0oi MaccoBoe 00CiIeOBaHUE ONpPEEeICHHON
BO3PAaCTHOM TPYIIbI, KOTOPOE BBISABISIET JIOJCH C CEMEHHOM rumnepxolyiectepuHemueii. Takoii
CKPUHUHT sBIsieTcs 3()()EKTUBHBIM METOJOM PaHHEH JMAarHOCTHKH, OCOOCHHO B KOMOHMHALIMU C
00paTHBIM KaCKaJHBIM CKPHHHUHIOM POJICTBEHHHKOB HMHjeKkcHOro manueHta [39, 40]. MaeanbHO
IPOBOJIUTH Y JIHILL MoJIoXke 20 JIET UK 1O 0JI0BO3PEIOCTH. AMEPUKAHCKOE OOIIECTBO KIMHUYECKUX
SHJIOKPUHOJIOTOB U AMEPUKAHCKUHN KOJUIEK YHIOKPUHOJIOTHH PEKOMEH/IYIOT IPOBOJUTH 1IeNIeBOH
CKpUHUHT JeTel HaunHas ¢ 3 Jyiet, 3areM ¢ 9 1o 11 ner, a 3atem ¢ 18 ner [41].

BoisiBnenne CI'XC y gnereil OOBIYHO MNPOMCXOAUT B pE3yJbTaTe MCCIEAOBaHUSA
OMOXMMHYECKOT0 aHaliM3a KPOBUM B paMKax JMarHOCTUKM Jpyrux 3aboneBaHuid. OnpeneneHue
YPOBHS XOJIECTEpUHA M €ro (hpakiuil He BKIIOYEHO B CTaHAAPTHOE MEIMLMHCKOE 0OcieroBaHKe
nereir B Poccum [42]. 3a mocienaue 30 jer ObIO0 pa3pabOTaHO HECKOJIBKO JUATHOCTHYECCKHX
KpUTEPUEB IS BBISIBICHUS ceMelHoM runepxonectepuneMun, B ToMm uncie MEDPED (Make Early
Diagnosis to Prevent Early Deaths — «IIpoBenuTe paHHIOW IHArHOCTUKY, YTOOBI MPEIOTBPATHTH
PaHHIOI CMepTh»), Kputepun Simon Broome (Caiimona bpyma) 1 DLCNC (Dutch Lipid Clinic
Network Criteria — kputepuu ceTH TOUIAHIACKHX JHNUAHBIX KIMHHUK). Kpurepun MEDPED
OCHOBAHBI MCKITIOYHTENBHO Ha yPOBHE JIMMUAOB M HE BKIIOYAIOT KIMHUYECKYIO KApTHHY HWIIH
MEIUKO-TeHeTHYeCKue TecThl [43].

B cooTBeTcTBHU € pOCCMICKMMHU KIIMHUYECKUMH peKoMeHaanusaMu uid yecranosieHust CI'XC
y aeteit 1o 16 net ucnons3yroT kputepuu Caitmona bpyma, rae o6mumii Xxonectepus > 6,7 MMOJIb/J
wiu JITTHIT > 4,0 mmonb/n y pebenka < 16 nper O6muii xonecreput > 7,5 mmous/a wiu JITTHIT> 4,9
MMOJIB/JT y TallieHToB > 16 net [9, 44].

B 2017 r. aBcTpanuiickue McciaenoBaTead U3yYWINd CBS3b MEX]Y MOBBIIICHHBIM YPOBHEM
xosectepuna JIITHIT y nereit u ceMelHbIM aHaMHE30M TMIIEPXO0JIECTEPUHEMHUH WIIA JOKYMEHTAIBHO
MOJITBEPKICHHBIMHU TIPEKICBPEMEHHBIME CEPJCYHO-COCYAUCTRIMU 3a0oneBanusmu. [Toutn 21 %
nereit ¢ xonecrepuom JIITHIT > 3,4 mmonw/n (> 95-if mpoIEHTUIB) UMETH TOJTOXKHUTEIbHBIH
CeMeWHbI aHaMHe3, a cpeau nereid ¢ ypoBHem xonecrepuna JIITHIT > 3,8 mmons/n (= 99-i
MPOIEHTIIIB), 3Ta nois coctaBwia 20 %. ABTOpH NPUIUIM K BBIBOAY, YTO ObUTa YIyIIeHA

BO3MOKHOCTH BhIsiBIeHHUs aeteit ¢ CI'XC Ha ocHOBaHWHU MX ceMeiiHoro aHamHuesa [13, 14, 45].



Jleuenue nmammentoB ¢ CI'XC cneayetr HauMHATH Cpa3y MOCIIE MOCTAHOBKH Iuarno3a. [lepsas
JIMHUSA TePAIii OCHOBaHA Ha KOPPEKTUPOBKE MUTAHUS U U3MEHEHHH 00pa3a )ku3HH. B 3ToM Bo3pacTte
HE00X0AMMO 00eCTIeYnTh peOeHKa T0CTaTOYHBIM KOJMUYECTBOM KaJIOPHH M MUTATEIbHBIX BEIECTB,
MOATOMY JIMETUYECKHE OrPaHUUYEHUS PACIPOCTPAHSIOTCS TOJIBKO Ha JeTe mocie 2 net [46—48]. B
HACTOSIIIIMH MOMEHT aropBactaTuH ¢ 10 ser, cumBactatud ¢ 10 jetr m duyBacratud ¢ 9 et
3apeructpupoBanbl B Poccuiickonn @enepanuy s JIEYCHHUs] THUIIEPXOJIECTEPUHEMHUHM Y ACTEH C
reTepO3UroTHON runepxonecrepunemud [12]. Hauano runoaunuaeMuyeckon Tepanuu ¢ paHHEro
Bo3pacta npu CI'XC BaxkHO s cHWkeHHs Hapacrtaromiero 3¢dexra JIITHII u yBenuuenus
MIPOJIOJKUTENIBHOCTH KM3HU NaMEeHTOB. OTBevast Ha BOIPOCHI O JICUEHUHU AT C QUCITUIUAEMUEH,
HE00X0MMO COOIOIaTh MEXAYHAPOJHBIE PEKOMEHIAIMM W YYUTHIBATh BECOMBIC MPHYUHBI IS
Hayaja JiedeHus craTuHamMu ¢ 8—10 JjieT ¢ KOHTpOJEM pEKOMEHAYEMBIX KIMHUYECKUX U
onoxumuueckux Mapkepos [49, 50].

3akiro4enue

BrIcokmi1 ypOBEHB XOJIECTEPUHA PETUCTPUPYETCS IIPU CEMENHOM TMIIEPXOJIECTEPUHEMHUH YIKE
C POXJEHHUS H3-3a MPOJOJDKUTEIBHOIO BO3JCHCTBHS BBICOKMX KOHIIEHTpAIMil XOJIECTEpUHA Ha
nauurenTa. Korna manyeHTsl TOCTUTAlOT CPEAHEr0 BO3PACTa, 3TO BO3JCMCTBUE YACTO IMPHUBOAMUT K
Pa3BUTHUIO CUMIITOMATHYECKUX aTEPOCKIEPOTHUUECKUX CEPACUHO-COCYIUCTHIX 3a00JIeBaHUM, TAKUX
KaK HIIeMHYecKas OOJIe3Hb ceplla, MIIEMHYECKUH HHCYIbT, OOMUTEPUPYIOIIUN aTepOCKIepo3
apTepuil HIKHMX KOHEYHOCTEH M napyrue. Panbiie cemelHas THIEepXOJIECTEPUHEMUS CUMTAIACh
HeOJIaronpusATHBIM 3a00JI€BaHUEM H3-3a CKOPOT'O Pa3BUTHUS CEPIEYHO-COCYAMUCTHIX 3a00JIeBaHUM U
IIPEKAEBPEMEHHON CMEPTU 0 MOMEHTA MOSIBICHMS CPEACTB JUIsl CHWJKEHUS YpOBHS JIMIIHJOB B
kpoBu. Ha coBpemMeHHOM 3Tare 3a00ieBaHUE XOPOIIO OTBEYAET HA TEPAINNIO, KOTOpasi HE YCTPaHSET
reHeTnyeckue aeeKThbl, HO MO3BOJSET JOCTUYb MPOAOIKUTEILHOCTH KU3HU, CPAaBHUMOM C 001Iei
nonysnsuei. UtToOb! B MOIHOM Mepe MPUMEHUTH COBPEMEHHOE JIEUEHUE ITON cepbe3HOM MaTOIO0I U,
HE00X0AMMO, KaKk M BO MHOTHX JApPYIMX CTpaHaX, MPOBOJUTH OOCIEOBAaHHE M BHEIPUTH
HallMOHAJIbHBIE IPOrPaMMbl CKPUHUHTA MAIMEHTOB C CEMEWHON rumnepxoiectepuieMuu B Poccun.
Perucrpanus manuueHToB ¢ 3TUM 3a00jeBaHUEM, pa3pabOTKa IN€HETHMYECKHUX TECTOB U IIHPOKOE
IIPUMEHEHUE JIEKAPCTBEHHBIX IPENApaTOB IO3BOJIAIOT JOCTUTHYTh 3HAUUTENBHBIX YCIEXOB B

JIMarHOCTUKE U MIPOJIEHUU KU3HU NanreHToB B XXI B.
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