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B03MOXHOCTU NMNUOHbIX KIIMHUK B BbISBJIEHUU NaLWEHTOB C CEMEMNHON runepxonecrepuHeMmmen

Kum 3. .12, Fanseuy A. C.", Capgbikosa 1. W12, Hypresa J1.M.2

Llenb. OLeHNTb YaCcTOTY BhISIBJIEHUS CEMEHOI runepxonectepuHemus (CMX) cpe-
[l nauyeHToB aMBynaTopHOro npremMa Bpada-nmnuaonora.

Martepuan n meTtoabl. Hamn NpoBeseH aHanu3 NpyyMH 1 xapakTepa HapyLUeHWi
nunuagHoro obmeHa naumeHToB LieHTpa nunugonorum B3pocnbix: 1233 yenoseka
18-84 neT, B T.4. 777 xeHwuH (63,02%) n 456 myxumH (36,98%). O6pasLibl 6ruoma-
Tepvana 421 naumeHTa ¢ GeHOTUNOM ONPEeAENEHHON, BO3MOXHOW 1 BEPOSITHOM
CrX uccnepoBaHbl METOAOM MACCVBHOMO NapasiefnbHOro CeKBEHMPOBAHWS C Npu-
MeHEeHVeM naHenu n3 5 reHoB, accouumpoBaHHbix ¢ CIX: LDLR, LDLRAP1, APOB,
APOQE, PCSK9. ins ctatctuyeckoin 06paboTku JaHHbIX UCCNEA0BaHMs UCMONb30-
BaNi METOAbI ONUCATENBHON CTATUCTUKN.

Pesynbratbl. MauveHTsl TpysocnocobHoro Bo3pacra obpatwatorcs B 1,56 pas
yalle, Yem naumeHTbl cTapluein Bo3pacTHoi rpynnbl (60,91% vs 39,09%), npuyem
nozasnsiollee 6ONbLIMHCTBO U3 HUX HAMpPaBfieHO Y4aCTKOBLIM TeparnesToOM Mo
pesynsTatam avcnaHcepusaunm. CpefiHuidi ypoBeHb 06LLEro X0NecTepyHa u xo-
NecTepyHa IMNONPOTEMHOB HU3KOWM NAOTHOCTM B NOMYASALMM NALMEHTOB LEHTPA
nvnuponorum coctasun 7,58 v 4,8, cooteeTcTBeHHO. M3 421 o6pasua y 127 naum-
eHToB (10,3% oT 06Lero konuyecTs naumeHTos 1 30,16% OT KonMYecTBa Hanpas-
NeHHbIX 61M006Pa3LI0B) BbISIBNIEHbI ONUCaHHbLIE paHee BapuaHTbl reHos LDLR, APOB
n/vnun PCSK9, accouumnpoanHble ¢ CI'X.

3aknioueHue. YacTtoTa BbisiBNeHUs peHoTuna onpeaenexHol CrX konebnercs ot
5,51 0o 8,43% nauyeHToB ambynaTopHOro nNprema Bpaya-aMnuaonora, foNns Be-
PUGULMPOBAHHBIX HOCUTENE MyTaLmii reHOB, aCCOLMMPOBaHHbIX ¢ CMX — 10,3%.
[unarHo3 He ponxeH oTeepratbes Npy GopmMasibHO HEBLICOKOW BEPOSITHOCTM MO
kputepusim S. Broom 1 DLCN, Tak Xe Kak 1 Npu BbISIBAEHUM Y NauMeHTa NpUYnH
LNt BTOPWYHBIX HAPYLWEHWIA IMNMAHOro 06MeHa.

KnioyeBble cnoBa: HapyLueHne IMNMaHOro obMeHa, CemeiiHas runepxonectepu-
HemUsl, 0BLLMIA XONeCTEPUH, MyTaLWyV FeHOB, IUMUAHBIA LEEHTP.
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Possibilities of lipid clinics in identifying patients with familial hypercholesterolemia

Kim Z.F."2, Galyavich A.S.", Sadykova D. .3, Nurieva L. M.2

Aim. To assess the detection rate of familial hypercholesterolemia among outpa-
tients visiting a lipidologist.

Material and methods. We analyzed the causes and nature of lipid metabolism
disorders in patients of the Adult Lipidology Center as follows: 1233 people aged
18-84, including 777 women (63,02%) and 456 men (36,98%). Biomaterial samples
from 421 patients with the phenotype of definite, possible or probable familial
hypercholesterolemia were studied by massive parallel sequencing using a panel of 5
genes associated with familial hypercholesterolemia (LDLR, LDLRAP1, APOB, APOE,
PCSKD9). For statistical processing, descriptive statistics methods were used.
Results. Working-age patients apply 1,56 times more often than patients of the
older age group (60,91% vs 39,09%), and the vast majority of them were referred
by a primary care physician based on data from periodic health examinations.
The mean level of total cholesterol and low-density lipoprotein cholesterol in the
lipidology center was 7,58 and 4,8, respectively. Out of 421 samples, 127 patients
(10,3% of the total number of patients and 30,16% of the number of biosamples)
had previously described variants of the LDLR, APOB and/or PCSK9 genes
associated with familial hypercholesterolemia.

Conclusion. The detection rate of definite familial hypercholesterolemia ranges
from 5,51 to 8,43% of outpatients visiting a lipidologist, while the proportion
of verified carriers of gene mutations related to familial hypercholesterolemia
is 10,3%. The diagnosis should not be rejected with a formally low probability
according to the S. Broom and DLCN criteria, as well as when identifying data
suggestive of secondary lipid metabolism disorders.

Keywords: lipid metabolism disorders, familial hypercholesterolemia, total
cholesterol, gene mutations, lipid center.

Relationships and Activities: none.

'Kazan State Medical University, Kazan; 2City Clinical Hospital N2 7, Kazan; 3Chil-
dren’s Republican Clinical Hospital, Kazan, Russia.

Kim Z.F* ORCID: 0000-0003-4240-3329, Galyavich A.S. ORCID: 0000-0002-
4510-6197, Sadykova D.l. ORCID: 0000-0002-6662-3548, Nurieva L. M. ORCID:
0000-0002-1762-9492.

*Corresponding author:
profz@yandex.ru

Received: 05.11.2022 Revision Received: 05.12.2022 Accepted: 20.12.2022

For citation: Kim Z.F.,, Galyavich A.S., Sadykova D. 1., Nurieva L. M. Possibilities
of lipid clinics in identifying patients with familial hypercholesterolemia. Russian
Journal of Cardiology. 2023;28(2):5275. doi:10.15829/1560-4071-2023-5275.
EDN AILAMA

70



OPUTMHAJbHBIE CTATbU

* Hawubonee tsoxenoii hopmMoit HapyIeHUsT JTUTTAL -
HOTO 0OMeHa ¢ HanboJiee arpeCCUBHBIM TEUEHUEM
aTepOCKIIepO3a SIBJISIETCSl CeMeiiHasi TUIepXoJIe-
crepuHemus (CI'X).

Yacrora BBHIIBICHUS (PEHOTUTA OMpPeEACICHHOMN
CI'X koneobnercst ot 5,51 no 8,43% maunmeHTOB
aMOYJIAaTOPHOTO IIprueMa Bpada-JIMIIUI0I0ra, OIS
BepU(UIIMPOBAHHBIX HOCUTEINIEH MyTallyii TEHOB,
accormupoBaHHbIX ¢ CI'X — 10,30%.

[maBHBIMU 3amayaMy JTUIIMIHBIX LIEHTPOB JOJIK-
HBI OBITh JeueOHas pabdoTa, MmpoduaakTuyecKas
paboTa ¥ opraHM3alys B3aUMOICHCTBUSI CTPYK-
TYPHBIX IOAPA3ICICHUM 3IpaBOOXpaHEeHUs, Ha-
MpaBJIeHHas! Ha ONTUMM3ALIMIO PaOOTHI IIPOrpaM-
MBI CKpUHUHTA.

B Poccwiickoit Penepanmu B 001 CTPYKType 3a-
00JIeBacMOCTH JOMUHUPYET CEPACIHO-COCYIUCTASI TIaTO-
JIOTUSL: B FOZI YMUpaeT > 1 MJIH 4esIoBeK, 4TO B 6 pa3 00J1b-
1re, 4eM B pa3BuThix ctpaHax Esporsl, CILA u Anonun;
OKOJIO ITOJIOBUHEI city4yaeB (46,8%) mpuxoauTcs Ha UIle-
Mmudeckyo 6oie3nb cepama (MBC). OcHoBHOI mpu-
YUHOU 00JIE3HEH CHUCTeMBbI KPOBOOOPAIIECHUS SIBIISICTCS
aTepOCKIIEPO3, BEISIBICHNUE TOKIMHUICCKIX (hOPM KOTO-
pOTo B HACTOSIIIEe BpeMsT BO3MOXHO TIPH ITPOXOXICHUN
IHUCITAaHCEPU3alny WK IIpodocMoTpoB. M3BecTHO, 9TO
HamnboJee TSKeaoi (popMoii HapyILeHUs TUTTUIHOTO 00-
MeHa ¢ HauboJjiee aTpeCCUBHBIM TCUCHHEM aTepPOCKIIe-
po3a sBisteTcs cemeitnast runepxoiectepuHemus (CIX).
PacnipoctpaHeHHOCTL reTepo3uroTHoil gopmbr CI'X
B €BpPOMCICKOI Tomyisinnmu cocTasisteT 1:250-1:500 ge-
sosex [1], B Poccun — 1:173 [2]. Jo 80% GonpHbIX CI'X
He 3HaIoT 0 cBoeM 3abosneBanuu [3]. Hanboiee ontumu-
CTUYHBIC JaHHBIC TI0 TMATHOCTUKE W JICICHUIO OOIBHBIX
¢ CI'X nmumb B HECKOJBKUX cTpaHax: B Humepianmax
JUAarTHOCTUPOBAHO MpUMePHO 71% OOJBHBIX C AAHHOI
narojgorueit, Hopperuu — 43%, Ucnanguu — 19%,
HIBeitnapuu — 13% [3, 4]. B Poccuiickoit @enepanuu
BoisiBieHO <1% OonbHbiXx ¢ CI'X u <1% mnoay4aioT
ageKBaTHOE JICYeHME CTaTHHAMHM W KOMOMHUPOBAaH-
HOU numnuacHmkawmmeil tepamueii [4]. 1o mpenBapu-
TeIBHBIM IIOACYETaM, KoJmdecTBO mammeHToB ¢ CI'X
B Poccuiickoit Menepanimnu MoxeT gocturath >840 THIC.
yeJioBeK [2], u momaBisiolniee OOMBIIMHCTBO M3 HUX Ha
MTAHHBI MOMEHT HE BBISIBIICHO.

Lens: ouenuts yactory BoisgBieHus CI'X cpenu ma-
IIMEHTOB aMOYyJIaTOPHOTO IpHeMa Bpada-JIUIHAIOJIOra.

Marepuan n metogbl
Hamu npoBeneH aHajIu3 MPUYUH U XapakTepa Hapy-
LIEHUI JTUMUIHOTO oOMeHa maiueHToB LleHTpa aumnu-
JIOJIOTMU B3pocibixX: 1233 venoBeka 18-84 neT, B T.U. 777

* The most severe lipid metabolism disorder with
the most aggressive atherosclerosis is familial
hypercholesterolemia (FH).

The detection rate of definite FH phenotype ranges
from 5,51 to 8,43% of outpatient visits to a lipi-
dologist, while the proportion of verified carriers of
FH-associated gene mutations is 10,30%.

The main tasks of lipid centers should be treat-
ment, prevention and organization of interaction
between healthcare units, aimed at optimizing the
screening program.

sxeHIMH (63,02%) u 456 myxuuH (36,98%). [Nokazanus
K HAIIpaBJICHWUIO B ILICHTP JHUIIUIOJOTHU: CeMeiiHas
WCTOPUS BHE3AITHON CepOeyHON CMEPTU MW PaHHETO
cepaeuHo-cocynucroro 3adoneBanuss (CC3), mHINBH-
nyansHoe paHHee CC3, BBEIpaxkeHHBIC (OOIIMiT XolecTe-
puH (OX) >7,5 MMOJIB/JI, XOJIECTEPUH JIMIIOIIPOTCHOB
Hu3Koi mwiotHocTH (XC-JIHIT) >4,9 mMmonb/n) wnm pe-
¢ pakTepHBIe K JICUCHUIO HAPYIICHNS JIMITAIHOTO OOMEHa.

OOcnemoBaHue MAIIMCHTOB C IUCIUITHICMICH BKITIO-
YajJi0o OCMOTpP Bpadya-KapAauoJjora-JIUIUI0I0Ta ¢ pacde-
TOM pHCKa CePACTHO-COCYIUCTRIX OCIOXHEHMI TT0 TITKa-
e SCORE, BepogtHoctr CI'X 1Mo 6puTaHCKOI IITKaje
S. Broom u KpUTEepUSM TOJUIAHACKUX JIMITUIHBIX K-
HuK Dutch Lipid Clinic Network (DLCN [1]), 6uoxm-
MWYECKWIA aHaJIN3 KPOBU, OLIEHKY TUPEOUITHOTO CTaTyca,
YPOBHSI NIMKAPOBAHHOTO TeMOIJIOONHA, SKCTpaKpaHU-
aJbHOE MYTUIEKCHOE CKAaHMPOBAaHHUE, IO MTOKA3aHUSIM —
9X0Kapauockonuo. KoppeKino IucIunuaeMIn IpOBO-
IWJIA COIJIACHO IACHCTBYIONINM KIMHUYECKUM PEKOMEH-
namusam [1, 5].

IIpoTokoI MccnenoBaHUs OOOOPEH JIOKATBHBIM 3THU-
YeCKNM KOMHUTEeTOM Ka3aHCKOro rocymapCTBEHHOTO Me-
TUIIAHCKOTO YHHBEPCUTETA; BCe MALIMCHTHI 1O BKITIOUE-
HUS B IIpOrpaMMy IIOOIMCcaaTn WHOOPMHUPOBAHHOE HO-
OpOBOJILHOE COTJIACHE Ha YUACTHE.

O6pa3supl 6momMatepuana 421 manyeHTa ¢ peHOTUIIOM
OIpenesieHHO, BO3MOXHOI 1 BeposaTHoil CI'X mccie-
IOBaHBI METOIOM MAaCCHBHOTO MapaIeIbHOTO CEKBEHU-
pOBaHUA ¢ IIPUMEHEHNEM MaHEIN 13 5 TeHOB, aCCOITUMPO-
BanHBIX ¢ CI'X: LDLR, LDLRAPI, APOB, APOE, PCSK9.

Jnst cratucTUyeckoil oOpabOTKM MAHHBIX MCCIENO-
BaHMS WCITOIb30BAIM METOOBI OIMCATEIbHOM CTaTUCTH-
ku. Ilpn HemmapaMeTpHJecKOM pacIipene/icHN JaHHBIC
6bUM BIpaxkeHHI B Bune Me (Q1; Q3), rme Me — menmana,
Q1 — 25% xBaptuib, Q3 — 75% xBaptwib. [1pu npose-
IECHUY CTaTUCTUIECKOIT 0OpabOTKM IOTYICHHBIX TAHHBIX
WCTIOIB30BAIN HeTlapaMeTPHUICCKIe KPUTEPUH (KpUTEePHUi
MaHHa-YUTHH UISI CpaBHEHUS IBYX HECBSI3aHHBIX TPYIIII
110 OMHOMY KOJIMYECTBEHHOMY IIPU3HAKY, TIPY CpaBHCHUU
KAUECTBEHHBIX JAHHBIX MPUMEHSUIM > U TOUHBI KpU-
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Ta6nuua 1
KnuHunyeckue XapaKTepuUuCcTUKu naumeHToB aM6ynaTopHoro npuemMa Bpada-nunuaonora
MokazaTenb MyX4uHbl JKeHLLMHBbI p lMauneHTbl TPYAOCNOCO6HOrO MauveHTsl cTaple p
M BO3pacTa TPYAOCNOCOBHOro Bo3pacta
X M X

Mon n=456 (36,98%) n=777 (63,02%) <0,001 309 (25,06%) 442 (35,85%) 147 (11,92%) 335 (21,17%) <0,001
Bospact 50,24+11,77 5712+12,55 <0,001 43,82752 48,84+9,27 63,75+5,22 68,05+6,46 <0,001; <0,001
VIMT, kr/m? 26,59+3,32 26,20+4,19 0,009  26,52+3,17 25,26+4,16 26,73+2,75 27,43+3,91 <0,001; 0,27
OX, Mmonb/n 7,50 (6,23; 8,20) 760 (6,65;8,70) 0,006 757 (6,40;8,32) 750 (6,64;8,50) 720(5380;8,10) 780 (6,70;8,91) 0,66;<0,001
XC JIHI, mmonb/n 4,80(3,81,550) 4,80(3,94;560) 0,23 4,90 (3,92;560) 4,88 (4,02;554) 4,50(3,42;540) 4,70(3,80;563) 0,97 <0,001
XC B, mmonb/n 1,30 (1,10; 1,60) 1,40 (114;1,70)  <0,001 1,30 (1,11;1,54)  140(116; 1,70) 1,30 (1,02; 1,60) 1,37 (1,13;1,69) <0,001; 0,002
TI, MMonb/n 1,42 (1,23; 2,14) 1,30(0,99; 1,76) <0,001 1,42 (113;2,27) 1,24 (0,94; 1,60) 1,40 (112;2,01) 1,38(1,05;198) <0,001; 0,24
S.Broom  ManogepositHo 211 (1711%) 446 (36,17%) <0,001 130(19,79%) 246 (37,44%) 81(12,33%) 200 (30,44%) 012

Bo3moxHo 200 (16,22%) 272 (22,06%) <0,001 144 (30,51%) 160 (33,90%) 56 (11,86%) 112 (23,73%) 0,003

OnpepenenHo 45 (3,65%) 59 (4,79%) <0,001 35(33,65%) 36 (34,62%) 10 (9,62%) 23 (22,12%) 0,069
DLCN* 1-2 6ann 191 (15,49%) 402 (32,6%) <0,001 116 (19,56%) 214 (36,09%) 75 (12,65%) 188 (31,70%) 0,009

3-5 6annos 200 (16,22%) 25720,84%) <0,001 141 (30,85%) 157 (34,35%) 59 (12,91%) 100 (21,88%) 0,04

6-8 6annos 45 (3,65%) 70 (5,68%) <0,001 37 (3217%) 42 (36,52%) 8 (6,96%) 28 (24,35%) 0,12

>8 6annos 20 (1,62%) 48 (3,89%) <0,001 15 (22,06%) 29 (42,65%) 5(7,35%) 19 (27,94%) 0,25

Mpumeyanue: * — >8 6annos (DLCN) — onpenenexHblil anardo3 CrX, 6-8 6annoB — BeposiTHbIN, 3-5 6annos — BO3MOXHbINA, <3 621108 — ManoBePOSITHBIN.

Cokpauenus: X — xeHwmHsl, UMT — nHgekc maccel Tena, JIBM — nunonpoTenHbl BLICOKOW NAOTHOCTU, JIHIT — nunonpoTenHbl HU3KOM MAOTHOCTU, M — MyXUMHBbI,
CI'X — cemeiiHas runepxonectepuHemusi, OX — o6wumii xonectepuH, TI — Tpuramuepuabl, XC — xonectepuH.

Tepuii Puirepa). 3a KpUTepHil 3HAYMMOCTH OBbLJIa B3STa
p<0,05. Xapakrep pacrupeneiieHUs TaHHBIX OICHUBAJICS
¢ momotbio Kputepust Kommoroposa-CmupHoBa. Ilpu
OLICHKE JIMITUIHOTO TPOodUIs IMallMeHTOB HA0II0maIoCh
HeTapaMeTpIIecKoe pacIIpene/icHe JaHHBIX.

PesynbTaThl u 06CyXaeHue

KnnHnaeckre xapakKTepUCTUKU MAlIMEHTOB JIATINI -
HOro lLIEHTpa TpencTaBieHbl B Tabauie 1. B ux umc-
Jie mpeobyianaloT XeHIIMHBI (MX KoJu4yecTBo B 1,7 pas
OoJibllle); XEeHIIUHBI B cpenHeM Ha 6,88 jer crapiue,
YyeM MYXJHWHBI. [1allieHTH TPyIOCIIOCOOHOTO BO3pacTa
obpamniatorcs B 1,56 pa3 vaiie, 4eM TAIMEHThI CTapIIIeii
Bo3pacTtHoii rpymmbl (60,91% vs 39,09%), npuuem 1o-
IaBIsTIoNIee OOJBIMMHCTBO M3 HUX HAIIPaBJICHO yJacT-
KOBEIM TEpaIieBTOM IIO Pe3yjIbraTaM IHUCITAaHCEPU3aIIN.
Cpenumnii ypoBenb OX 1 XC-JIHII B momyisimuy mamm-
€HTOB lLIEHTpa JTUMUI0IOTHN cocTaBu 7,58 1 4,8, cooT-
BETCTBEHHO. YpoBeHb OX y XEHIIIMH CTapIIero Bo3pacra
IIOCTOBEPHO BEIIIE, HEXEIN Y MOJIOIBIX, TOTma Kak XC-
JIHII BEIIIE Y MOJIOOBIX XKEHIIUH. YPOBEHb TPUIIULIEPU -
JTIOB TOCTOBEPHO BHIIIIEC Y MOJIOABIX MYKUMH, XOJIECTEPUH
JIMTIOTIPOTEMHOB BBICOKOM IUIOTHOCTH B 3TOM XK€ KaTEeTO-
pYH IALIMEHTOB TOCTOBEPHO HITKE.

WUBC nuarHoctupoBana y 169 (13,71%) nauueHTOB,
B T.4. TICPEHECEHHBIN paHee MH(pApKT MHUoKapaa y 39
(3,16%), crenoxkapaust Hanpsikenus — 41 (3,33%), xo-
poHapHoe 1nyHTUpoBaHue — 43 (3,49%), creHTUpOBa-
HUE KOpOHApHBIX aprepuit — 77 (6,24%). BoisiBieHbI
HapyllleHUs puTMa K/uiu nposogumoctu y 5 (0,41%),
OCTpOe HapyIIeHHe MO3TOBOTO KPOBOTOKA IO aTepo-
TPOMOOTUYECKOMY TUILY B aHaMHe3e — 26 (2,11%), ru-

nepronudeckas 6onesub — 70 (5,68%), atepockiiepos
OpaxuoredanbHbIX apTepuit — 864 (72,61%).

VY 385 yenosek (31,22%) oOHapyXeHbI IIPUYUHbBL OIS
BTOPWYHOI OVCIAIIMIACMUN: caxapHbIii muader (C) — 94
nauveHTa (24,42%), naTojaorus rernaTo0MIMapHOM CUCTe-
Mbl — 21 (5,46%) nauueHrt, runotupeo3 — 82 (21,29%),
oxxupenue — 188 (48,83%). Obpaitiaet Ha cebst BHUMaHUE
TOT (DaKT, YTO MHAEKC MACCHI TeJla B CPEAHEM Y MALMEHTOB
000€r0 T10J1a COOTBETCTBYET M30BITOYHOM Macce. MHaeke
MAacCHI TeJIa Y BO3pACTHBIX MYKUMH TOCTOBEPHO BHIIIIE, YeM
Y MOJIONBIX, TOINA KaK Y XEHIITMH 3TOT IOKa3aTelIb OT BO3-
pacTta He 3aBHCel.

CeMeitHBIM aHaMHe3 TTAIIMEHTOB JIMITUIHOTO IIEHTpa
otsromeH CC3 aTepoCKIepOTHICCKOTO IIPONCXOXKICHMS
v 789 (63,99%) manueHTOB.

®enornmraeckue pusHaky CI'X (;1abopaTopHBIE 1 ce-
MeMHBIe JaHHBIC) OBUIM MaJIOBEPOSITHBI IIPMMEPHO Y TI0-
JIOBUHBI TTanieHToB. 1o kputepusam S. Broom CI'X Bo3-
MoxkHa y 38,28% u onpeneneHHa y 8,43%. J1oinst malyeHTOB
¢ KHHUYCCKUMU, JTAaO0paTOPHBIMA U CeMEITHBIMU IIPH-
3HakamMu onpeneneHHoi CI'X, onenenabiMu 1o DLCN,
MPUMEpHO Takas Xe — 5,51% malueHTOB; BeposiTHas
CI'X muarHoctupoBaHa y 9,33% maumentoB. I1o kpure-
pusm S. Broom CI'X manmoBepositHa y 53,28% u 'y 48,09%
naureHToB no kKputepusM DLCN. Ipeob6maganue skeH-
IIMH B KaTeTOpHWHM ITAIIUeHTOB ¢ ompenmeiaeHHoN CI'X
(S. Broom 1 DLCN), BO3MOXHO, O0YCIIOBJICHO MX 0OJTb-
IEH YUCTIEHHOCTBIO CPEIU MAllMEHTOB Bpaya-JUIII0JIOrA.

N3 421 o6pasnua y 127 nanuentos (10,3% ot o6iiero
KojnyecTB nauueHToB u 30,16% oT KojmyecTBa HaIlpaB-
JICHHBIX OM000pa3I0B) BBISIBJICHBI OINMCAaHHEBIC paHee
BapuaHTHl TeHOB LDLR, APOB u/wm PCSK9, accoum-

72



OPUTMHAJbHBIE CTATbU

KnuHnyeckue xapakTepucTuKu NaumMeHToB ¢ BepuduuuposaHHoi CIX u 6e3 Hee (HeCIX)

HeCI'X, n=1106
CpepnHwii Bo3pacT, r 55,26+1,41, 56 (47; 64)
OX, MMonb/n 7,58+0,64
OX JIHM, mMonb/n 4,67+1,36
Ccc3 AC BLIA — 805 (72,79%)

MUKC — 87 (787%)
CrenT — 61 (5,52%)
KLL — 29 (2,62%)
OHMK — 28 (2,53%)
86 (778%)

711 (64,28%)

DLCN 3,51%2,60

BHeLuHve npusHaku
CemeltHbI aHaMHe3
Bannbl

Tabnuua 2
CrX, n=127 p
4879071, 48 (41; 59) <0,001
9,23+1,23 <0,001
5,99+0,34 <0,001
AC BLIA — 108 (85,04%) 0,05
MUKC — 20 (15,75%) 0,0009
CreHt — 10 (787%) 0,0006
KLL — 22 (17,32%) <0,001
OHMK — 1 (0.79%) 0,06
30 (23,6%) <0,0001
78 (61,4%) 0,52
DLCN 6,48+3,31 <0,001

Cokpatenus: AC BLIA — atepocknepo3 6paxvoLedansHbix apTepuit, KL — kopoHapHoe LyHTMpoBanue, JIHIMT — nunonpoTeunHsl HU3koi NNoTHOCTK, HeCITX — nauueH-
Thbl, Y KOTOPbIX CEMENHAs runepxonectepuHemmus He BepudurumposarHa, OHMK — ocTpoe HapyLueHne Mo3roBoro kpoBoobpatleHust, OX — obwmii xonectepmH, NMUKC —
nocTHbapPKTHLIN kapamocknepos, CMX — cemeliHas runepxonectepuHemusi, CC3 — cepaevHo-cocyaucThie 3a001eBaHus.

npoBaHHble ¢ CI'X. B rpynire mammmenToB ¢ CI'X oxuma-
eMO OOJIbIIe TIepeHECEHHBIX paHee MH(GAPKTOB MHUOKap-
ma (B 2 pasa, p=0,0009), creHTHpOBaHUIT KOPOHAPHBIX
aptepuii (B 1,4 pa3, p=0,0006), KOpOHApPHOTO LIYHTUPO-
BaHus (B 6,6 pa3, p<0,001). BHelHne TprU3HAKYU JUCIIU-
miaeMun (IIepropOonTaIbHbIe KCAHTEIAa3Mbl, CYXOXIThb-
HBbIE KCAHTOMBI, JTUTIONIHAST TyTa POTOBUIILI) BBISIBJICHBI
y 30 (23,6%) mauuenrtos ¢ CI'X (Tabm. 2).

CremyeT OTMETHTD, 4TO B psiae cirydaeB CI v rurio-
THPEO3 MOTYT OKa3aThCsl HEe SAMHCTBEHHBIMHA UIS TIAITNCH-
Ta IPMYMHAMM HapYIIeHUI JINIMIHOTO oOMeHa. Tak, ecim
OCHOBHOE 3aboyieBaHMe (IHIOKPUHOIIATUSI) HAXOMUTCS
B COCTOSTHUH KOMITCHCAIINH, a JIMITAOHBIN IpOoQUIb Mamm-
€HTa OCTaeTCs aTePOTCHHBIM, CIICAYeT MCKITIOUYUTD U IpYy-
T¥ie TIPUIMHBI HApYIIeHWIT TUITIHOTO ooMeHa, B T.4. CI'X.
B Hammem mcciaemoBaHNM B YMCIIC TCHETMUECKY BepU(pUIIN-
poBanHoM CI'X y 19 manmeHTOB MMETMCH COITYTCTBYIOIIE
3a00JICBaHMSI, YCYTYOISIONINE TUCTUTIMICMIIO M MacKH-
pyromne CI'X. Tak, CI'X coueranmach ¢ CJI B 7 ciryyasx,
C TUIIOTHPEO30M — 7, C OKMPEHHEM — 2, C TIaTOJIOTUEH
TermaToOMIMapHOM CUCTeMBI — B 3 ciydasix. I1pu BEIsIBIIC-
HUH 3HIOKPUHOIIATUY WM APYTOM BO3MOXKHOI IIPHYHBI
BTOPUYHOTO XapaKTepa HapyIIeHUs JIMITAIHOTO OOMeHa,
COXpaHEHNE TVCTUIUAACMAN TP KOMIICHCHPOBAHHOM 3a-
6oneBanmM TpedyeT nckmodeHns CI'X, ocobeHHO, y TTaln-
€HTOB C OTSITOIIICHHBIM CEMEMHBIM aHAMHE30M.

CI'X BepuduuupoBaHa B 2,19% — mnpu majoBe-
posiTHOM ¢eHoTure, B 6% — GdeHoTuIe BO3MOXHOM
u 3,73% — denorumne omnpeneneuHoit CI'X (mo kpure-
pusim S. Broom). ITpumenenne KputepreB roiiaHICKIX
kmrnHUK (DLCN) mpomeMOHCTpHpPOBAIoO Clemylolee:
CI'X Bepudunuponsana y 0,81% nauueHToB ¢ HEHOTH-
IIOM MAaJIOBEPOSITHOM, 5,58% — Bo3MoxHOi1, 3,08% —
BeposiTHOM U 2,35% — omnpenenennoit CI'X. IMo Hammm
IaHHBIM, OOJbIlIee KOJIMYecTBO TMoarBepxaeHuii CI'X
COOTBETCTBOBAJIO KpuTepusm S. Broom.

[MomyyeHHBIE HAMM TAHHBIC B IIEJIOM COIIOCTABUMBI
C pesylsTaTaMu IPYIMX MCClienoBaHWiA. Tak, B MOMYIIsI-

OUU TPYOSIINXCS MYKIWH ITOBBIIICHHEINH ypoBeHh OX
(>5,2 MMmomb/71) BbIsIBIICH B 61% citydaeB [6], B mormyss-
MY aMOYJIaTOPHEIX TTAIIMEHTOB TTOMMKIMHUK PecIryommku
Tarapcran — y 68% o6cnenoBaHHBIX (27425 denoBek 0e3
HBC) [7], 110 pe3yabrataM 3MUACMUOIOTTICCKOTO TIOIY-
msmonHoro uccienoBanusa "DCCE-PD" — 57,6% (OX
>5 mmonb/7) [8]. o aMOyIIaTOpHBIX ITALIMEHTOB C YPOB-
Hem XC-JIHIT >5 mmoib/1 MoxeT gocTurayth 84% [9].
Ilo HamMIM TaHHBIM, PACIIPOCTPAHECHHOCTH OBEIIIIEHHOTO
ypoBHst OX (>5,2 MMoib/mT) coctaBuiia 90% (1111 genosek),
YTO BHOJHE OOBSICHUMO TTOKA3aHUSIMA K HAIIPABJICHUIO Ha
KOHCYJIBTAIIIO M IpodrieM criermanicTa. BetpegaeMoctb
arepocKiepo3a OpaxuoredaqTbHBIX apTepuil y HallleH-
TOB Bpaua-jaunuugoora (ot 45,2% [10] no 72,6% — B Ha-
CTOSIIIIEM WMCCIICOOBAaHUM). DTO ITOTYCPKUBACT BaKHOCTD
OPMEHTUPOBAHUS Bpadeli Ha aKTUBHBII IOMCK CYyOKIIM-
HUYECKUX (pOpM aTepoCKiIepo3a, UYTO TO3BOJIAT CBOEBpE-
MEHHO Ha3HAYNTh TEPAITNIO, ONTUMHU3HUPYIOIIYIO IIPOTHO3
MalMeHToB, U copMympoBaTh e XC-JIHIT — ucxoms
u3 o0beMa atepockieporndeckoit onsamku. [lo manHBIM
AmueBoii A.C. u np., 2021, UBC B npakTiKe Bpada-JIAI-
Josiora Betpedaercsl B 86,3% ciydaeB, OTSITOILEHHBIN ce-
MeltHbIi anamues o CC3 — y 35,6% nauveHTos; y 75,3%
MAIMEHTOB ¢ Pa3IMYHON CTETICHBIO BEPOSITHOCTA MOXHO
6sU10 TIpennosoxuTh Hammare CI'X (DLCN) [10].
BrisiBeHHBIE pasnuyus B JoJI€ TALMEHTOB C OIpele-
JICHHOM, BepOoSITHOM 1 Bo3MoxkHOM CI'X (110 KpurepusiM
DLCN) y Hammx KoJiier ¥ MOJIyIeHHBIX B JaHHOM HC-
CIIeHOBAHUM MOTYT OBITh OOBSICHEHBI PeTMOHAIBHBIMU
pPa3IMIMSIMU B IMOKa3aHUSX UISI KOHCYIbTAIlMM Bpava-
qunmosiora. Tak, OCHOBHBIC KPUTEPHUU peTIaMEHTH -
pPOBaHHI B TOJIOKCHNH O JIUIIUIHBIX KAOMHETaX, OMHAKO
B YACTH CJIyJaeB ITOKA3aHWS IS HATIPABJICHUS B JIUTIUI -
HBIIT IICHTP MOTYT OBITh HECKOJIBKO PaCIIAPEHEI.
KnnHnko-geMmorpadmyeckne moKa3aTead MallieH-
TOB ¢ BepupuumpoBanHoit CI'’X B 1eJI0M COITOCTaBU-
MBI C TAaKOBBEIMHM ITallMCHTOB, BKJIIOYCHHBIX B PETUCTP
PEHECCAHC [11]. Cpennuit Bo3pact mmanyeHToB ¢ CI'X
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B HAIlleM MCCJIEIOBAaHUM HECKOJIbKO HInke (48,79+0,71 vs
54+13), OX 9,23%+1,23 vs 9,4%2,3, XC-JIHIT 5,99+0,34
vs 6,61+2,1. HeckoibKO pa3nnyaroTcs KIMHUYECKUE Xa-
paKTepUCTUKU TallMEHTOB aMOyJaTOPHOM IIpaKTH-
K{ JIMIIMIOJIOTA M MAlIMCHTOB, BKIFOUCHHBIX B PETHUCTP
PEHECCAHC: cTeHTMpOBaHNEe KOPOHAPHBIX apTepuil
B aHamHe3e 7,87% vs 17%, KopoHapHOe LIYHTUPOBAaHUE
17,32% vs 9%, winemmndeckuii nacyisT 0,79% vs 2%, ate-
pockiiepo3 mnepudepudeckux aprepuit 85,04% vs 6%.
IlonoGHbIe pa3nuuust MOTYT OBbITh OOYCJIOBJIEHBI TEM, YTO
B HACToOsIIIee MCCICIOBAaHNE OBUIM BKITIOUCHBI TAIIMCHTHI
C TIOOTBEPKICHHBIMA TCHETHUCCKUMK MYTALIMSIMH, acCO-
mrpoBaHHBIME ¢ CI'X.

3aknioyeHue

YactoTta BeIgBIEHNs (peHOTUMA ompeneneHHoit CI'X
Kousebaercs ot 5,51 no 8,43% mauueHTOB amMOyraTop-
HOTO IIpHieMa Bpada-JIMIINI0JIOTa, HOJISI BepupUIIIPO-
BaHHBIX HOCHUTEJICHI MyTalllii TEHOB, aCCOIIMMPOBAHHBIX
¢ CI'X — 10,3%. duarno3 CI'X He JOKEH OTBEPraThCst
mpu GOPMAIEHO HEBBICOKOI BEPOSATHOCTU ITO0 KPUTEPH-
aMm S. Broom n DLCN, Tak ke Kak U IIpU BBLISIBJICHUU
y MalreHTa IPUYWH IS BTOPUYHBIX HApYIICHUN JIH-
nunHoro oomena. KimrouessiMm B nuardoctuke CI'X aBng-
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