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MoHOreHHBIE HapyIIeHWsT — TaTOJOTUM, KOTO-
pble BbI3BaHbl M3MEHEHUSIMU TOJBKO OJHOIO TeHa.
OaHuM u3 Haubojee pacrnpocTpaHeHHbIx (1:250)
MOHOIE€HHBIX HapyIIEHUI JUIHUAHOTO OOMEHa SIB-
nsetcsa cemeliHasa rumnepxojecrepuHeMust (CI'XC)
[1]. CI'XC npuBoAuT K paHHEMY pPa3BUTHUIO Cep-
JIEYHO-cOoCyaucThIX 3aboneBaHuii (CC3) arepockie-
portudeckoro reHesza [2—4]. Peakue mnaToreHHbIe
BapuaHThl B reHe LDLR onpenensiorcs B 80—85 %
clyyaeB, KOIZA BBHISIBICHA MOJCKYISIPHO-TEHETHYC-
ckag mpuuuHa passutusi CI'XC, BapuaHTHI B IIpy-
IMX TeHaX OIpeNesSIIoTCS € 4YacToToi MeHee 5 %
(APOB, PCSK9, LDLRAPI, ABCG5, ABCGS wn
ap.) [5, 6]. ¥ muu ¢ CI'XC puck passutusg CC3 B
2,5—10 pa3 Bblllle TI0 CPAaBHEHUIO C KOHTPOJBHOM
rpynmoii [7, 8], HO B ciayyae QUArHOCTUKU U Jieue-
Hust CI'XC B paHHeM Bo3pacTe PUCK 3HAUYUTEJb-
HOo cHuxaetcst (=~ 80 %) [7]. AKTUBHOE BBISIBJIEHME
nauueHToB ¢ CI'XC u mnpuMeHeHMEe KacKaaHOro
CKPUHUHIA MOTYT MOMOYb OOECHEeUYUuTh JIeUeHUEe 10
Havayja KJaMHu4Yeckux mposiieHuit CC3 [9].

Penkue mucnunumemun (menee 1:2000) mpen-
CTaBJIECHbl Pa3HOOOpAa3HOI TIPyMNIoi HAaCaeACTBEH-
HBIX HapylIeHW oOMeHa BellleCTB, KOTOPhIE MOTYT
OBITH ayTOCOMHO-TOMMHAHTHBIMU, KOTOMMHAHTHBI-
mu uau peueccuBHbiMu [10]. WMpentudunumpona-
HO He MeHee 25 pa3MYHbIX MOHOTEHHBIX PEIKUX
MUACTUTIUAEMUN C DPA3IUIHBIMU OMOXUMUYECKUMU
U KJIMHWYECKUMU TIPU3HAKaMU, acCOIIMMPOBAaHHBIC
¢ BapmaHTamMu B 23 reHax [l11]. DTm 3aboieBa-
HUSI TIPEICTABISIOT 3HAYMTEIBHYIO TIPOOJIeMy Ipu
JIMaTHOCTUKE, KOTOpash OOBIYHO OCHOBBIBAETCS Ha
aHaIu3e KJIMHUYECKUX (eHOTUITOB. MoeKyasipHO-
TeHETUYECKOEe MCCJIeJOBaHUE ITO3BOJISIET MOCTAaBUTh
OoKoHYaTeJbHbIN auarHo3 [10]. CambiMu pacnpo-
CTPaHEHHBIMU TPU3HAKAMM PEAKUX AUCTUIIUAESMUI
SIBJISIIOTCSI KpailHUEe OTKJIOHEHUSI B 3HAUYCHMSIX JIM-
MUIHOTO MpOoduiIss KPOBU, OCOOEHHO B MOJIOAOM
BO3pacTe, W HaJIM4YMe CEMEMHOro aHaMHe3a 3a0oJie-
Banus [12]. Pemkue mucaumumpmeMum xapakTepu3y-
IOTCSI aHOMAJIBHBIMU YPOBHSIMH HE TOJBKO OOIIEeTo
xonectrepuHa (OXC) u xojecTepuHa JUOMPOTEU-
noB Hu3koi twiotHoctu (XC JITTHIT), Ho u Tpm-
rmuepunoB (TI), numomnporenHa (a), XoJecTepruHa
JIMTIOTIPOTENAOB BbIcOKO# ToTHocTH (XC JITIBIT).

DTU HapylleHUs TMOBBIIIAIOT PUCK Pa3BUTUSI aTepoO-
ckiepotnyecknux CC3. Kpome Toro, y mauueHTOB
MOTYT HaOJIOIAThCS JIpYrue KIMHUYECKUE IIPO-
SIBIGHUSI, BKJIIOYasl IMaHKPEaTUT, HEaJKOTOJbHYIO
KUPOBYIO 00JIe3Hb TIeUeHM M AePUIUT XUpopa-
CTBOpUMBIX BUTaMuHOB [12]. K penkum auciaumnu-
IeMusM oTHocsiTcst romo3urotHast CI'XC, cuHmpom
CEMEMHOU XWIOMUKPOHEMUU, OOYCIOBIEHHBINA pa3-
JIMYHBIMA TEHETUYCCKUMU TIPUYMHAMM, TUIIO0eTa-
JINTIOTIPOTEUHEMMSI, THUITOATb(aTUTIOTIPOTEMHEMUS,
IUCOETATUIIONIPOTCMHEMHASI, 1IepeOPOTCHIMHO3HBIN
KCAaHTOMAT03 U AeHUUMUT JU30COMATBHOU KUCIOMN
Junassl [13].

Jast  MOJIEKYJISIpHO-TEHETUYECKOM TMarHOCTH-
Ku MoHoreHHbIX ¢dopm I'XC merogamMu BbICOKO-
MPOU3BOIUTEIBHOIO CEKBEHUPOBAHUSI HCIIOIb3YIOT
TapreTHOe CEKBEHUPOBAHME, TMOJHO3K30MHOE WIU
MOJIHOTEHOMHOE CeKBeHUpOBaHUe. JlOMOIHUTEIbHO
B JMarHocTuke MoHOreHHbix ¢opm ['XC BbImon-
HseTcsl (pparMeHTHBIN aHanIu3 (IS MCKIIOYCHUS
KPYIHBIX MHCEPLMI/neelinii B TeHax) M/WIN Tpsi-
MO€ aBTOMATHMYECKOE CeKBeHMpoBaHue. Mcroab3o-
BaHME MOJICKYISIPHO-TCHETUYECKON JTUArHOCTUKH
TMO3BOJIICT MTOA00paTh MEAMKAMEHTO3HYIO Teparuio
C YYETOM TIEPCOHAIM3UPOBAHHONW TE€HETUYECKOU
nHpopMaun. MoOJeKyIIpHO-TeHeTUIeCKasT Iuar-
HOCTHKA Takke 3(P@eKTUBHA I TIOATBEPKICHUS
HaJIM4YUs WJIM OTCYTCTBUS ITATOTCHHBIX BapWaHTOB
B TeHaX Yy POICTBEHHWKOB ITalleHTOB. O0BbeM Te-
HEPUPYEMbIX MaHHBIX B MEIMLUMHCKMX HCCIEeI0Ba-
HUSIX, TIPUMEHSIOIIMX METOIbl CEKBEHUPOBAHUS
HOBOT'O MOKOJIEHUsI, TpeOyeT KauyeCTBEHHO HOBBIX
MOIXOAO0B JUISl UX aHaju3a C MCIOJb30BaHUEM Me-
TOAOB MAIIIMHHOIO OOYYeHUSI U MCKYCCTBEHHOIO
nHTesiekTa [14—16].

Ieab: MOJEKyISIpHO-TeHETUYECKAs] AUArHOCTU-
Ka MoHoreHHbIX ¢dopMm I'XC ¢ wucnonb3oBaHUEM
METOJIOB BBICOKOIIPOU3BOIUTEIBHOTO CEKBEHUPOBA-
HUS ¥ MAIIMHHOTO OOYYeHMS Ha pealbHBIX KJIWMHU-
YECKMUX TAHHBIX.

Metompl. ['pyTima malMeHTOB ¢ HACIEACTBEHHBI-
mu popmamm I'XC (n = 134) obcnemoBaHa B KITH-
HUKO-guarHoctnyeckoM otneiaenun HUUTIIM —
¢unmmana Uul' CO PAH. UccnengoBanue omodpe-
HO aTtndyeckuM komutetoM HUUTIIM — dunuana
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HNIIul’ CO PAH Ne 68 or 04.06.2019. Ot kaxmoro
yJyacTHUKA HCCIEI0BaHUS TOJYYEHO HMHGMOPMUPO-
BaHHOE corIJIacue.

Juarno3 CI'XC ObuI MOCTaBIeH C MCIIOJIb30Ba-
HUeM KIMHUYECKMX JUMUIHBIX KpuTepueB Dutch
Lipid Clinic Network [17]. IlaumeHTam mnpoBele-
HBl KIWHUYECKOE OOCiIemoBaHUe, YIbTPa3BYKOBas
IWATHOCTWKA, BBITIOJHEH 3a00p KpOBH UIST OMO-
XUMUYECKOTO M MOJIEKYJISIPHO-TEHEeTUUECKOTO WC-
ciaenoBaHus. [IpoOGbl KpoBU IS OUOXUMUYECKUX
WCCIIEIOBAaHUI 3a0Mpa OJHOKPATHO M3 JIOKTEBOM
BEHbl YTPOM HaTollak yepe3 12 4 mocie mpuema
nuiu. YposeHb aunugoB (OXC, TI', XC JITTHII,
XC JITIBIT) u rioko3bl onpenesijii dH3MMaTUuuecC-
KMMHU MEeTOJaM{ Ha aBTOMAaTMYECKOM OMOXUMUYEC-
koM aHaym3atope KonelLab300i (®uungHous) c
HCIONb30BaHNeM peakTnBoB Termo Fisher (®PwH-
nauaus). Conepxanue XC JIITHIT paccuuthiBanu
no dopmyne ®punsanbia, npu XC JIITHIIT 6oxaee
4,5 MMOJIb/JT UCIOJIB30BAJI METOJ MPSIMOTO OIIpe-
nenenuss XC JITTHII.

Mg Beigenenusa JIHK M3 kpoBM HCHOJIb30Ba-
nu Metof, (heHoI-xJIopodopMHOil skcTpakiuu [18].
KauectBo n3BneueHHoit JIHK onieHeHO ¢ moMolIbio
CUCTEMBI KaMmWUISIpHOTO 3jeKTpodopesa Agilent
2100 Bioanalyzer (Agilent Tec. Inc., CIA).

BrimloTHeHO TapreTHoe CeKBEHMpPOBaHUE Ha
mwiatdpopme MiSeq (Illumina) aBTOpcKoOif TaHe-
au reHoB: LDLR, APOB, PCSK9, LDLRAPI,
CETP, LPL, HMGCR, NPCILI, PPARA, MTTP,
LMFI, SARIB, ABCAI, ABCGS5, ABCGS, CYP7Al,
STAPI, LIPA, PNPLAS5, APOAI, APOAS5, APOC2,
APOE, LCAT, ANGPTL3, LIPC, APOA4, APOC3,
SREBFI, LMNA, PPARG, PLINI, POLDI, LPA,
SMADI, SMAD2, SMAD3, SMAD4, SMADS,
SMADG6, SMAD7, SMADY, LIPG, ¢ ucnionb30BaHK-
eM cucteMbl NimbleGen SeqCap Target Enrichment
(Roche). [Inst ompeneneHus: CTPYKTYPHBIX M3MEHE-
HUU (memenumu, AYIDIMKAIMM) IIPOMOTOpa M 3K-
30HOB TeHa LDLR BblMoJHEHA MYJIbTUILIEKCHAS
nurazo3aBucumasi amruinduxkaimmss (MLPA) ¢ wuc-
rosib3oBaHneM Habopa SALSA MLPA KIT P062
(MRCHolland, Hunepnanaei). IlomHoreHoMHOE
CeKBEeHUpOBaHUE BBINOJHEHO Ha ratdopme HiSeq
1500 (Illumina).

ABTOMAaTU3MpOBaHHAs 00pabOTKa M aHHOTUPO-
BaHME MOJIYYEHHbBIX JAHHBIX CEKBEHUPOBAHMS IMPO-
Boawiuch Ha miaatgopMme NGS Wizard (genomenal.
ru). ITaToreHHOCTb HOBBIX BapMaHTOB OlIEHMBAJIACh
B COOTBETCTBMM C PEKOMEHIALIMSIMU AMEpPUKAHCKO-
ro KoJulemka MEOUIIMHCKON TeHETUKU WM TeHOMUKU
1 AccolMaluMy MOJIEKYJIsIpHOU mnatojoruud [19].
AHann3 ceTteil 0eJOK-0eJKOBBIX B3aNMOIEVCTBUN
nposonwicst B STRING [20].

I'pynma manwmentoB ¢ CI'XC Obuta UCTIONBH30BA-
Ha ISl TIpSIMOTO OOYYeHMST aJlTOpUTMOB Kiaccupu-
Kaluu (JaHHble 00yYeHUsI M BHYTpeHHUI TecT) [21].

330

PesynbTatel. MeTogaMu  BBICOKOIPOU3BOIM-
TeJIbHOTrO cekBeHupoBaHuss 1 MLPA omnpeaeiaeHbl
«ITaTOTEHHBIE» M «BEPOSITHO MAaTOI€HHBIE» BapHUaH-
Thl y 40 % 00caeq0BaHHBIX TTPOOAH/IOB.

Bapuantet B rTeHe LDLR (rs121908038,
1s137853964, rs28942078, 1s539080792, rs570942190,
1755757866, 15761954844, rs879254566, rs879254721,
1879254980, rs879255191, rs875989907, rs879254769,
rs875989894) y maummentoB ¢ denorunom CIXC
ObUIM TIpEACTaBJICHBI B TETEPO3UTOTHOU opme.
B mByx ciyyasx ompeneiieHbl KOMIAyHI-T€TepO3U-
TOTBl. Y ABYX HEPOICTBCHHBIX IMAIIMEHTOB BBISIBIIC-
HBI KpynHble aenenuu B reHe LDLR.

Y ceMu npobGaHIOB OBbLI OMNpeaesieH BapuaHT
155742904 B reHe APOB B reTepo3uroTHoii (opme.
VY oapHoro maumeHTta ¢ HanuuueMm I'XC u rumep-
TPULJIMLIEPUAEMUN BbisiBIeH BapuaHT 15118204077 B
reHe LPL. B ogHOM cilyyae OMarHOCTUPOBAH pei-
kuii BapuaHT €l/e4 B reHe APOE y manueHTa C
I'XC u arepocknepormyeckumu CC3 B aHamHe3se.

IMocne mpoBemeHMST TapreTHOTO BBICOKOIIPOM3-
BOIUTEJIBHOTO CEKBEHMUPOBAaHUS c(hOpMHUPOBaHA BbI-
0opKa C HCITOJIb30BAaHMEM AaJITOPUTMa MAIIUHHOTO
00yUYeHUsT U3 TISITU MPOOAHIOB ¢ TKea0i (hopMoii
I'’XC 0e3 maToreHHbIX BapUaHTOB B M3YYEHHBIX T'e-
Hax IS TOCAeAYIOIIero MpoBeaeHUs MOJTHOICHOM-
HOTO CEKBEHUpPOBaHUS. MeToioM MOJHOT€HOMHOIO
CEKBEHUPOBAHUS OMNpENEIeHbl PeNKUe BAapUAHTHI B
reHax LRPIB, dochonaunassr D1 (PLDI), Genka,
nepeHocsuero 3¢gupsl XC (CETP).

3akmouenne. lcrmonb30BaHMWE BBICOKOIIPOU3-
BOAMTEJIBHOTO CEKBEHUPOBAHUS IS JAMArHOCTUKHU
MoHoreHHbIX (opMm ['XC onTtuMusmpyer IOCTYI K
CBOEBPEMEHHOMY, OCHOBaHHOMY Ha (aKTUYEeCKUX
JAHHBIX, TEHETUUYECKOMY U T€HOMHOMY TeCTUpPOBa-
HUWIO W TIePCOHATM3MPOBAHHON Tepanuu 3a0oJieBa-
HUS.

®uuancuposanune. Pabora nomgepxkaHa rpaHTOM
Poccuiickoro nHayyHoro ¢onma Ne 22-25-00743 u
rpaHToM AamMuHuctpaunn HoBocubupckoii obia-
ctu 2023 1.

Jlurepatypa

1. Ezhov M.V., Bazhan S.S., Ershova A.l., Meshkov A.N.,
Sokolov A.A., Kukharchuk V.V., Gurevich V.S., Voe-
voda M.I., Sergienko 1.V., Shakhtshneider E.V., Pok-
rovsky S.N., Konovalov G.A., Leontyeva 1.V., Kon-
stantinov V.0., Shcherbakova M.Yu., Zakharova I.N.,
Balakhonova T.V., Filippov A.E., Akhmedzha-
nov N.M., Aleksandrova O.Yu., Lipovetsky B.M.
Clinical Guidelines for Familial Hypercholesterolemia.
Ateroscleroz, 2019; 15 (1): 58—98. (In Russ.) [ ExxoB M.B.,
baxan C.C., EpmioBa A.M., MemkoB A.H., Coko-
goB A.A., Kyxapuyk B.B., T'ypesuu B.C., BoeBo-
ma M.U., Cepruenko MW.B., Ilaxtmnreitnep E.B.,
IMokposckuit C.H., Konoanos I'A., JleontbeBa U.B.,
KoncrantunoB B.O., Illepbakosa M.FO., 3axapo-



Mamepuanvr Bmopoii Bcepoccuiickoil kKoHgbepenyuu ¢ mMejncoyHapoorbim yuacmuem. ..

Ba U.H., Banaxonosa T.B., ®umunmnos A.E., Axmen-
xaHoB H.M., Anekcannposa O.1O., Jlunoseukuii b.M.
KianHuueckue peKoMeHIAIIMU MO CEMEMHOM TUIIepX0-
jlectrepuHeMuun. Amepockaepos, 2019; 15 (1): 58—98.
Borén J., Chapman M.J., Krauss R.M., Packard C.J.,
Bentzon J.F., Binder C.J., Daemen M.J., Demer L.L.,
Hegele R.A., Nicholls S.J. et al. Low-density lipo-
proteins cause atherosclerotic cardiovascular disease:
Pathophysiological, genetic, and therapeutic insights:
A consensus statement from the European Atheroscle-
rosis Society Consensus Panel. Eur. Heart J., 2020;
41: 2313—2330. doi: 10.1093/eurheartj/ehz962

Santos R.D., Gidding S.S., Hegele R.A., Cuchel M.A.,
Barter P.J., Watts G.F., Baum S.J., Catapano A.L.,
Chapman M.J., Defesche J.C. et. al. International
Atherosclerosis Society Severe Familial Hypercholes-
terolemia Panel. Defining severe familial hypercholes-
terolaemia and the implications for clinical manage-
ment: A consensus statement from the International
Atherosclerosis Society Severe Familial Hypercholes-
terolemia Panel. Lancet Diabetes Endocrinol., 2016, 4,
850—861. doi: 10.1016/S2213-858730041-9

Wiegman A., Gidding S.S., Watts G.F., Chapman M.J.,
Ginsberg H.N., Cuchel M., Ose L., Averna M., Boi-
leau C., Borén J. et al. European Atherosclerosis
Society Consensus Panel. Familial hypercholester-
olaemia in children and adolescents: Gaining deca-
des of life by optimizing detection and treatment.
Eur. Heart J., 2015; 36: 2425—2437. doi: 10.1093/
eurheartj/ehv157

Nordestgaard B.G., Chapman M.J., Humphries S.E.,
Ginsberg H.N., Masana L., Descamps O.S., Wik-
lund O., Hegele R.A., Raal F.J., Defesche J.C. et al.;
European Atherosclerosis Society Consensus Panel.
Familial hypercholesterolaemia is un-derdiagnosed
and undertreated in the general population: Guidan-
ce for clinicians to prevent coronary heart disease:
Con-sensus statement of the European Atherosclero-
sis Society. Eur. Heart J., 2013; 34: 3478—3490. doi:
10.1093/eurheartj/eht273

Vasilyev V., Zakharova F., Bogoslovskay T., Mandel-
shtam M. Familial Hypercholesterolemia in Russia:
Three Decades of Genetic Studies. Front. Genet., 2020;
11: 550591. https://doi.org/10.3389/fgene.2020.550591
Gidding S.S., Champagne M.A., de Ferranti S.D.,
Defesche J., Ito M.K., Knowles J.W., McCrindle B.,
Raal F., Rader D., Santos R.D., Lopes-Virella M.,
Watts G.F., Wierzbicki A.S.; American Heart As-
sociation Atherosclerosis, Hypertension, and Obesity
in Young Committee of Council on Cardiovascular
Disease in Young, Council on Cardiovascular and
Stroke Nursing, Council on Functional Genomics
and Translational Biology, and Council on Lifestyle
and Cardiometabolic Health. The Agenda for Fa-
milial Hypercholesterolemia: A Scientific Statement
From the American Heart Association. Circulation.,
2015 Dec 1; 132 (22): 2167—2192. doi: 10.1161/
CIR.0000000000000297

Khera A.V., Won H.H., Peloso G.M., Lawson K.S.,
Bartz T.M., Deng X., van Leeuwen E.M., Natara-
jan P., Emdin C.A., Bick A.G., Morrison A.C., Bro-
dy J.A., Gupta N., Nomura A., Kessler T., Duga S.,
Bis J.C., van Duijn C.M., Cupples L.A., Psaty B.,
Rader D.J., Danesh J., Schunkert H., McPherson R.,

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

Farrall M., Watkins H., Lander E., Wilson J.G., Cor-
rea A., Boerwinkle E., Merlini P.A., Ardissino D.,
Saleheen D., Gabriel S., Kathiresan S. Diagnostic
Yield and Clinical Utility of Sequencing Familial Hy-
percholesterolemia Genes in Patients With Severe Hy-
percholesterolemia. J. Am. Coll. Cardiol., 2016 Jun 7,
67 (22): 2578—2589. doi: 10.1016/j.jacc.2016.03.520
Knowles J.W., Rader D.J., Khoury M.J. Cascade
Screening for Familial Hypercholesterolemia and the
Use of Genetic Testing. JAMA, 2017; 318 (4): 381—
382. doi: 10.1001/jama.2017.8543

Hegele R.A., Borén J., Ginsberg H.N., Arca M.,
Averna M., Binder C.J. et al. Rare dyslipidaemias,
from phenotype to genotype to management: A Eu-
ropean atherosclerosis society task force consensus
statement. Lancet Diabetes Endocrinol., 2020; 8 (1),
50—67. doi: 10.1016/S2213-8587(19)30264-5

Hegele R.A., Ban M.R., Cao H., McIntyre A.D.,
Robinson J.F. and Wang J. Targeted next-genera-
tion sequencing in monogenic dyslipidemias. Curr.
Opin. Lipidol., 2015; 26 (2): 103—113. doi: 10.1097/
MOL.0000000000000163

Berberich A.J., Hegele R.A. A modern approach to
dyslipidemia. Endocr. Rev., 2022; 43 (4): 611—653.
doi: 10.1210/endrev/bnab037

Sadiq F., Hegele R.A., Catapano A.L., Groselj U.
Editorial: Rare dyslipidemias. Front. Genet., 2023; 14:
1248435. doi: 10.3389/fgene.2023.1248435

Banda J.M., Sarraju A., Abbasi F., Parizo J., Pari-
ani M., Ison H., Briskin E., Wand H., Dubois S.,
Jung K., Myers S.A., Rader D.J., Leader J.B., Mur-
ray M.F., Myers K.D., Wilemon K., Shah N.H.,
Knowles J.W. Finding missed cases of familial hy-
percholesterolemia in health systems using machine
learning. NPJ Digit Med., 2019 Apr 11; 2: 23. doi:
10.1038/s41746-019-0101-5

Pina A., Helgadottir S., Mancina R.M., Pavanello C.,
Pirazzi C., Montalcini T., Henriques R., Calabresi L.,
Wiklund O., Macedo M.P., Valenti L., Volpe G., Ro-
meo S. Virtual genetic diagnosis for familial hyper-
cholesterolemia powered by machine learning. Eur. J.
Prev. Cardiol., 2020 Oct; 27 (15): 1639—1646. doi:
10.1177/2047487319898951

Santos R.D. Advancing Prediction of Pathogenic-
ity of Familial Hypercholesterolemia LDL Receptor
Commonest Variants with Machine Learning Mod-
els. JACC Basic Transl. Sci., 2021 Nov 22; 6 (11):
828—830. doi: 10.1016/j.jacbts.2021.10.008
WHO—Human genetics DoNDP. Familial hypercho-
lesterolaecmia—report of a second WHO consultation,
Ed. Geneva: WHO, 1999 [OnexktpoHHbIil pecypc].
URL: https://apps.who.int/iris/handle/10665/66346
(14.11.2022).

Sambrook J., Russell D.W. Purification of nucleic ac-
ids by extraction with phenol:chloroform. CSH Pro-
toc., 2006 Jun 1; 2006 (1): pdb.prot4455. doi: 10.1101/
pdb.prot4455

Richards S., Aziz N., Bale S., Bick D., Das S., Gasti-
er-Foster J., Grody W.W., Hegde M., Lyon E., Spec-
tor E., Voelkerding K., Rehm H.L.; ACMG Labo-
ratory Quality Assurance Committee. Standards and
guidelines for the interpretation of sequence variants:
a joint consensus recommendation of the American
College of Medical Genetics and Genomics and the

331



Amepockaepos. T. 19. No 3. 2023 / Ateroscleroz. Vol. 19. N 3. 2023

Association for Molecular Pathology. Genet. Med.,
2015 May; 17 (5): 405—424. doi: 10.1038/gim.2015.30

20. Szklarczyk D., Gable A.L., Lyon D., Junge A., Wy-
der S., Huerta-Cepas J., Simonovic M., Donche-
va N.T., Morris J.H., Bork P. et al. STRING vl1:
Protein-protein association networks with increased
coverage, supporting functional discovery in genome-
wide experimental datasets. Nucleic. Acids. Res., 2019;
47. D607—D613.

DOI 10.52727/2078-256X-2023-19-3-332-334

21. Konkep A.b., laxtmneinep E.B., MBanouyk /.E.,
Tumomenko O.B., Parmno lO.U. Ilporpamma mo-
CTPOEHUS PelIAlOUIUX MPaBUI ISl MPOTHO3UPOBAHUS
CEMEWHOM TUMEPXOJIECTEPUHEMUM Ha OCHOBE Ma-
IIMHHOTO OOy4YeHUsI U CEKBEHWPOBAHUSI HOBOTO IO-
kosneHus (IICI'XC). CBumeTeabCTBO O perucTpanuu
nporpammbl i O9BM 2023660511, 22.05.2023. 3a-
sBka Ne 2023618558 ot 02.05.2023.

ANUNOKWHO-IIATOKUHOBBINA NMPO(UIb KPOBU Y MYKYMH
C KOPOHAPHBIM aTePOCKJIEPO30M Ha (poHe M30BITOYHOI MacChl Teja

B.C. IlIpamko, E.B. Kamranosa, {1.B. ITosonckas, E.M. CraxueBa, 10./. Paruno

HUU mepanuu u npoguraxmuueckou meduvyunvt — @uauar PIrbHY OUI] UIlul CO PAH,
2. Hosocubupck, Poccus

B Hactosiiiee Bpemsi oTMedaeTCsl HEYKIOHHBIN
POCT PaCIpPOCTPAHEHHOCTH U30BITOYHON MacChl
TeJla M OXMpPEHMSI KaK y HeTeil, TaK U Yy B3pOC-
JIBIX BO BCeM Mupe, focturimmii Ha pyoexe XXI B.
MaciutaboB smuaemuu [1]. B Poccum c¢ 2012 mo
2018 1. wacToTa M30BITOYHOTO Beca YBEJIUUMIIACH
Ha 7,8 %, coctaBuB 40,3 % [2]. YcTaHOBJIEHO, UTO
Kaxjoe MoBbIlIeHUEe MHIAekca Macchl Tteaa (MMT)
Ha OIWH TYHKT OOJIbllIE HOPMAJIbHBIX 3HAYeHUN
BbI3bIBaeT yBeiaumueHue Ha 10 % pucka pa3BUTHS
aTepockKiepo3a M MIIEeMHUYECKO O0o0Jie3HU cepaia
(UBC). [3]. ITo nanHbiM Global Burden of Disease
group, ToBbIlIeHHbIe 3HaueHuss MUMT cranu mpu-
yrHO 4 mMaH cMepteid B 2015 r., mpuueM 2/3 aT1o-
o Yucjia MNPUXOAUIMCH Ha CEepACYHO-COCYIAMCThIC
3aboneBanust (CC3) [1].

KupoBasi TKaHb UTpaeT BaxKHEUIIYI0 PoOJib Kak
B JIOKAJbHBIX (ayTO- W MapakKpuUHHAS PETYJISILIN),
TaK M B CHUCTEMHBIX (PYHKUMSIX OopraHu3ma. K30bI-
TOYHOE HAKOIUJIEHWE XMpa TPUBOAUT K Hapylle-
HUIO CEKPEeINUM aIUIIOIMTOKWNHOB U CUCTEeMHOM
IU3peryIsuuyu Metabonmsma [4]. B cBoio ouepens,
nucbaniaHc  agUITOKWHO-IIUTOKMHOBOTO  Mpodutst
Urpaet BaxHywo pojib B pazsutuu CC3. Uccneno-
BaHUS TI0 M3YYEHUIO BIUSHUS aIUITOIUTOKMHOB
Ha 3TU NPOLIECCHI MTPOUCXOIAT OYEHb UHTEHCUBHO,
OIHAaKO MHOTHE€ aCIeKThl 10 CHUX TOpP OCTalOTCs HE
BBISICHEHHBIMU [5].

Heas: wu3yyeHHe aIMIIOKUHO-IIUTOKMHOBOIO
npoduiisg, a Takxke accolualdy ero KOMIIOHEHTOB
C HEeCTaOMJIBHBIMM aTEPOCKICPOTUYECKUMMU OJISIII-
KaMM y MYXUYMH C KOPOHApHBIM aTepOCKIECPO30M
Ha (poHe M3OBITOYHOI MacChl Tea.

Marepuan u Metoabl. /{uzaiiH uccieqoBaHUsT —
OJHOMOMEHTHOE oOcepBaliMoHHOe. WMccienoBaHue
MPOBOAWJIOCH B paMKax [IporpamMmbl COBMECTHBIX
HayuyHblx ucciaenopanuiit HUUTIIM — dunna-
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na Uul' CO PAH u ®I'BY «<HMMUII um. akan.
E.H. Memankuna» MunaapaBa Poccun. Ha sta-
rme orbopa MalMEHTOB B HCCJEIOBaHUE ObUIU
BKJItOUYeHbl 140 myxuuH B Bo3pacte 40—77 ner
(60,74 £ 7,16 roma) ¢ KopoHapoaHrrorpaduyecKu
BepUMUILIMPOBAHHBIM aTEPOCKIEPO30M KOPOHAPHBIX
apTepuii, 6€3 OCTpOro KOpOHApHOIo CUHIPOMA, CO
cTabunbHON cTeHoKapaueir HanpsckeHust  [T—111
®K, rocnuraauM3MpoBaHHBIX B KIMHUKY PI'BY
«HMWI um. akan. E.H. Memankuna» MuH3apasa
Poccun Ha omepanuio KOPOHAPHOTO IITYHTUPOBA-
Hus (KII) ¢ 2011 mo 2021 r.

B xome omepauuu KIII y 116 mnaimueHTOB
(Bogpact 51,91 = 11,03 roma) crporo 1Mo WHTpa-
OMEepalMOHHBIM TIOKA3aHUSIM TPOBOAWIACH IHAAP-
TEPIKTOMUSI W3 KOPOHAPHOI/-bIX apTepuu/-uii.
JlanbHelle  WCCIEOBaHUS  TUCTOJIOTMYECKOTO
Marepuana TMPOBOAWIM B MaTOMOP(MOIOTHISCKON
nmabopatopuun ®I'BY «HMMUWILIL M. akag. E.H. Me-
wanknHa» MuH3znpaBa Poccuu. I'mcronorunyeckuii
aHamM3 (parMeHTOB KOMIUIEKCA <«MHTUMa-Meaua»
KOPOHApHBIX apTepuil M3ydyaad Ha OWHOKYJISIPHOM
MUKpockore Axiostar Plus mocie Makpockomnuuec-
KOro OIMCaHWsI U CTaHIApTHOW OKpacku remMa-
TOKCUJIMH-303MHOM 1o Ban I'm3ony. McciemoBa-
HUe (hparMEeHTOB MHTHMAa-Meaua BBISIBUIO HaJIUUME
CTAaOMJIBHBIX M HECTAOMJIbHBIX aTePOCKJIEPOTHUUYEC-
kux Omsamek. HecrabwibHyo Onaimky audde-
PEHLMPOBAIM COIIACHO CJICAYIONIUM KPUTCPUSIM:
TOJNIMHA (PUOPO3HON TOKPHIIIKA MeHee 65 MKM,
nHwIbTpams Makpodaramu u T-mumdornmramu
(6bonee 25 xierok B mosie 3peHus 0,3 MMm), KpyrHoe
nunuaHoe sapo (6osee 40 %) [6].

M3 nmauneHToB ¢ KOPOHAPHBIM aTepPOCKIEPO30M
ObUIM OTOOGPaHBI 36 MYKYMH C U30BITOYHON MacCCoii
tena (MMT > 25 u < 30 kr/m?) [7]. OtobpaHHbIE B
HUCCIeNOBaHNUE TMallMeHThl ObUIM pa3ldeicHbl Ha NIBE



