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CeMeliHasg I1MCOETAIMIOIIPOTEUAEMHUS: BBICOKOATEPOTEHHOE
1 HETOCTAaTOYHO JMAarHOCTUpPyeMoOe 3a00JIeBaHUE

Broxuna A.B., Epmosa A.U., Memrkos A.H., Apankuna O. M.

OI'BY “HaumoHaAbHBII MEAUIIVHCKII ICCAEAOBATEABCKIIL LEHTP Tepamuy 1 npodurartideckon meannunsl” Munzapasa Pocenn.

Mocksa, Poccus

CemeitHas oucbeTtanmnonpoTenaemus (CAJM) — HacneocTBeHHOE, Bbi-
CoKoaTepOreHHoe 3a60neBaHNe, MEHETPAHTHOCTb KOTOPOrO 3aBUCUT OT
obpasa X13HY NaLmMeHTa 1 ConyTCTBYIOLMX 60ne3Hel. HecmoTps Ha To,
YTO OMMCAHO MOYTW MOJBEKA HA3af, [0 CUX MOP HEAOCTATOYHO U3Y4EHO
1 KparHe pesKko AMarHOCTMpyeTcs. B peanbHON KIMHUYECKOW NMPakTuke
y Bpayel HeT YeTKOro NpeacTaBaeHus O KIMH1u4eckom TedeHnn COJM
1 e€ reHeTuyecknx ocHoax. Llenbio paboTbl 6bII0 MPeACTaBUTb Hau-
60s1ee MOMHbINA, HO B TO XXE BPEMS KPUTUHECKUI 0630p C COBPEMEHHBLIM
B3rnsaoM Ha npobnemy CAJIM. Bein npoBefeH aHann3 O0TeYeCTBEH-
HbIX 1 3apyBeXHbIX MyGAMKaLWiA C MOMCKOM IUTEPATYPHBIX MCTOYHMKOB
B 3NIEKTPOHHBIX 6asax AaHHbix: PubMed, eLIBRARY, Google Scholar.
B pesynbTate paccMoTpeHbl GEeHOTUNMYECKNE OCOOEHHOCTU U FeHETU-
yeckasi BapnabenbHOCTb 3a60s1eBaHMsl, 06CYXAEHBI OCHOBHbIE BOMPOCHI
IMNarHOCTUKK 1 nedenns naumeHTos ¢ CAJMN. MpeactaBneHHbie B 0630-
pe OaHHbIe MOMOryYT KJAVHULMCTY CBOEBPEMEHHO 3anono3puts CAJIM,
MPOBECTY MOJIHbIA CNEKTP AUArHOCTUKM U HA3HAYNTb MaTOreHeTUHECKN
060CHOBaHHYIO MMMONMMMAEMUYECKYIO TEPANMIO.
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Familial dysbetalipoproteinemia: highly atherogenic and underdiagnosed disorder

Blokhina A.V., Ershova A. 1., Meshkov A.N., Drapkina O. M.

National Medical Research Center for Therapy and Preventive Medicine. Moscow, Russia

Familial dysbetalipoproteinemia (FD) is a genetic, highly atherogenic
disorder. The penetrance of FD depends on the patient’s lifestyle and
concomitant diseases. Despite the fact that FD was described almost
half a century ago, it is still insufficiently studied and is extremely rarely
diagnosed. In actual clinical practice, physicians do not have clear
understanding of clinical course and genetic basis of FD. The aim was
to present the most complete, but at the same time a critical review with
a modern view on FD. We analyzed Russian and foreign publications
from following electronic databases: PubMed, eLIBRARY, Google
Scholar. As a result, the phenotypic features and genetic variability
of the disease were considered and the main issues of diagnosis and
treatment of patients with FD were discussed. The data presented
will help the clinician to timely suspect the FD, conduct a full range
of investigations and prescribe evidence-based lipid-lowering therapy.
Keywords: familial dysbetalipoproteinemia, type Il hyperlipoprotei-
nemia, lipid metabolism disorders, hyperlipidemia, genetic diseases,
APOE, apolipoprotein E, atherosclerosis.
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AnoE, -B — anonunonpoteut E, B, BHM — BapuaHT HykneoTuaHoit nocnegosatensHocTu, MM — runepaunuaemus, MT — runonvnuaemunyeckas Tepanus, UBC — nwemuyeckas 6onestb cepaua, UM — nHbapkT mvo-
kapga, JIBM — nunonpoTenHbl BLICOKO# NAoTHOCTH, JIHIT — NMnonpoTenHsl H1akoii nnoTHocTH, JIOHI — nMnonpoTenHbl 04eHb HIM3Koii nnoTHoCTH, JIT — nunonpoTtewtsl, JINJT — nunonpoTenHnunasa, CMXC — cemeiiHas
runepxonecteputemus, CLl — caxapHblit anabet, COJIN — cemeitHas ancGetanunonpotemaemus, CC3 — cepaeyHo-cocyamcTble 3abonesanus, CCP — cepaeyHo-cocyamcTbiit puck, T — Tpuravuepuasl, YLD — ynb-
TpaueHTpudyrnposare, XM — xunomukpotbl, XC — xonectepuH, XC HeJIBIM — xonectepuH, He cBs3aHHbIi ¢ JIBM, Arg — aprithut, Asp — acnaprart, Cys — uuctenH, HSPG — renapaHcynbdar-coaepxatvii npoTeorinkaH.
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AKTYaJIbHOCTh

HapymeHnust aunuaHoro ooMeHa — 3TO oOLIMpHas
rpyrnmna reTeporeHHbIX 3a00/1eBaH1IA U COCTOSIHUIMA, KaK Te-
HETUYECKU JETePMUHUPOBAHHBIX, TaK U MPUOOPETEHHBIX.
Hapymenust imnumaHoro oOMeHa UrparoT KJIIOYEeBYO POJIb
B TaTOTeHe3e aTepOoCKIIepo3a, paHHee pa3BUTUE KOTOPO-
TO CBSI3aHO, KaK MPaBUJIO, C HACJEACTBEHHOI 3TUOIOTUENH
runiepnunuaemuit (IJIIT). Atepockiepos, B CBOIO ode-
penb, SIBISIETCSI OCHOBHOI MPUUYMHOI UILIEMUYECKOM 60-
se3uu cepana (MBC) u uHCynbTa, KOTOpble BHOCAT Mep-
BOCTEMNEHHBIN BKJIal B CMEPTHOCTh BO BceM mupe |1, 2].

Hapsay ¢ mmpoko pacnpocTpaHeHHBIMU HacJel-
cTBeHHbIMU aTeporeHHbIMU [JIIT: cemeitHol runepxosne-
crepuHemueii (CI'’XC) u ceMeliHO KOMOMHUPOBAHHOMN
TJII, cemeiinag nucberanunonporeunemust (CIJIIT),
uszBectHast kak IJITT III Tunma mo kilaccuduxkauuu
DpenpukcoHa, MPeaCcTaBIsSeT BaXXHYIO IPoOIeMy IS
3npaBooxpaHeHus. CIHJIIT obycioBieHa MO0 HATMYKUEM
BapUaHTOB HYKJIEOTUIHON mocienoBatenbHocTy (BHIT)
reHa APOE, cHkaromuyx QyHKIMIO anoauIonpoTenHa
E (AnoE), nu6o noaHbiM otcytcTBUEM APOE, 4to nipu
HAJIMYUU TOTIOJTHUTENIBHBIX (haKTOPOB MPUBOIUT K Ha-
KOTUIEHUIO B TUIa3M€ KPOBU BBICOKOATEPOTEHHBIX PEM-
HAHTHBIX JIMTIONPOTEUHOBBIX YACTUL], HAIMYUE KOTOPHIX
ACCOLIMMPYETCS C BHICOKUM PUCKOM Pa3BUTHS KaK KOPO-
HapHOTO, TaK W MnepudepruIecKoro arepockieposa [3, 4].

Hecmotpst Ha To, uto CIJIIT Oblia onuvcaHa rmo4yTu
MoJiBeKa Ha3aj, 3a00ieBaHuE A0 CUX MOP OCTAETCS He-
JIOCTaTOYHO U3YYEHHBIM U KpaiiHe PenKo MUarHOCTU-
PYEMBIM.

Llenbio paboThl OBLIO MPENCTaBUTh HauboJIee MoJ-
HBII1, HO B TO X€ BpeMsl KPUTUYECKUI 0030p C COBpe-
MEHHBIM B3IIsiIoM Ha mipobaemy CIJITI. PaccmotpeHbl
(heHOTUIIMUECKHE OCOOEHHOCTU W TEHETWYecKasl Ba-
puabenbHOCTh 3a0oJieBaHUS, OOCYXIEHbl OCHOB-
Hble MPOOJEMBbl TUATHOCTUKHU Y JIUCHUS MalUEeHTOB.
IIpencraBieHHbIe TaHHBIE TTOMOTYT KIMHUIIUCTY CBOE-
BpeMeHHO 3arnono3puth CIHJIII, mpoBecTH TMOJHBII
CMEKTP AUAarHOCTUKW W Ha3HAUYUThH MaTOreHETUYECKU
000CHOBaHHYyI0 runonunuaemudeckyto tepanuto (IJ1T).

MeTtoaoJiornyecKue noaxoabl

B niepuon ¢ sHBapst no anpesnb 2021 BIMOJIHEH O-
WCK Y aHAJIU3 OTEYECTBEHHBIX U 3apyOeXkHBIX MyOanKa-
LU ¢ MOMOILBIO MEKTPOHHBIX 0a3 nmaHHbIX: PubMed,
eLIBRARY, Google Scholar. ITouck HayyHOI1 1uUTEpaTy-
PbI OCYIIECTBIISIICS TIO CIICAYIOIIUM KJTIOYEBBIM CJIOBAM:
familial dysbetalipoproteinemia, hyperlipoproteinemia
type III, apolipoprotein E, E2/E2, cemeiinast nucoeranm-
nonpoteuneMus, runepaunuaemus 111 tumna, anmonumno-
npoteuH E. [NybrHa moucka oXBaThIBaeT BECh MEPUOL
MyoJIMKaluid 1Mo aHaau3upyemoit Teme 1o anpenst 2021r.

ITaTodusuonorns u reHeTHIECKOE
pa3noodpasue CIJIII

Tpurmuuepuns! (TT), TpaHcopTupymooIMecs B co-
CTaBe JIMITONIPOTENHOB OYeHb HU3KOH TutoTHOCTU (JIOHIT)

U XWIOMUKPOHOB (XM), B KDOBOTOKE MOIBEPratoTcs TU-
nponusy JunonporerHiunasoii (JITTJI) ¢ obpaszoBaHuem
PEMHAHTOB (OCTaTKOB), MOBBIIIEHHBI YPOBEHb KOTO-
PBIX, KaK U U30BITOK JIMTIONPOTEUHOB HU3KOM MJIOTHOCTH
(JIHIT), saBnsieTcss areporeHHbIM. B dusunonornyeckux
YCJIOBUSIX PEMHAHTBI YOAISIOTCS pelieNTOpaMU MeYeHU
WJIM TIOJIBEpraloTcs najbHeiiiemMy ruapoausy ao JIHTI.
ITpumeyateneH TOT (akT, YTO B yJAJIEHUU PEMHAHTOB
YUYacTBYIOT cpasy Tpu peuenropa: JIHII-peuentop, Ge-
Jok, nonooHblii JIHIT-peuentopy (LRP) u renapaHcyib-
dar-conepxamumit nporeorukad (HSPG), BeicTynato-
LM B KQYECTBE pelienTopa B MPOLECcce KIETOUHOIO DH-
nouuTo3a. Bzaumoneiicteue pemHantoB JIIT co cBovmu
peuenropamu orocpenoBaHo ANoE, mUKONpoTenHOM,
MPEUMYIIECTBEHHO CUHTE3UPYIOIIUMCS B IIEYEHU U MPU-
cyrctBytomuM Ha noepxHocty JIOHIT, XM u ux pem-
HaHTOB [3, 6].

AnoE coctout 13 299 aMMHOKUCIIOT U BKJIIOYAET 2
KOHILIeBbIX JoMeHa. N-KoHueBoil nomeH (1-191 amuHo-
KUCJIOTHBIE OCTaTKM) TIPEACTaBIISIET COO0M 4 a-criupaiu
€ 00J1aCThIO, HACBHIIIEHHO MOJOXUTEIBHO 3aPSKEHHbBI-
MM aMUHOKUCIOTHBIMU ocTaTKamu (134-150) u apruHu-
HoM (Arg) B niojioxxeHuu 172, kotopast u popMupyet 00-
JIaCThb CBS3bIBaHUS ¢ perentopaMu. C-KOHIIEBOU TOMEH
(225-299 aMMHOKHUCIOTHBIE OCTAaTKM) COAEPKUT 00J1aCTh
cBsa3biBaHus ¢ JIIT (244-272 aMUHOKUCIOTHBIE OCTaT-
ku). AnoE konupyetcst reHom APOE, pacronioXeHHbIM
Ha xpomocome 19 (19q13.32), npu usmeHeHun QyHKIIMO-
HUPOBAHUS KOTOPOTO HapyllaeTcsl B3auMOIECICTBUE
AnoE c¢ peuentopamu, NpOUCXOOUT HAKOILJIEHUE PEeM-
HAHTOB B IJIa3M€ KPOBU.

IToHumaHue reHeTnyeckoro pazHooopasust APOE
HEeoOXoAMMO Kak JUisl 0oJjiee YETKOTO MpeACTaBICHUS
o pazsutum CHJIII, Tak u s Jaydiineid JMarHOCTU-
ku 3abosieBaHusl. APOE uMeeT TpUu OCHOBHBIX aJUies,
koaupyromux uzodopmsl AoE u BAUSIOIINUX HA KOH-
ueHtpauuio XC JIHII, a umenHo: €2, €3, €4, U, cooT-
BETCTBEHHO, TPU BO3MOXKHBIX TOMO3UTOTHBIX (€2¢€2, £33
U e4e4) u retepo3uroTHeIX (£2€3, €3e4 u e4e2) reHOTU-
Ma, HaJu4ue KOTOPBIX OMpenessseT KOMOMHALUS TBYX
BHIT: rs7412 — Argl76Cys (Argl58Cys) u rs429358 —
Cys130Arg (Cysl12Arg). M3odopma €3 coaepXuT 1u-
creud (Cys) B nonoxeHuu 130 u Arg B MOJOXEHUU
176, KoTOpBIii 0O6pa3yeT MOHHYIO CBSI3b C ACMapTaTOM
(Asp) B mosnoxenuu 172. Ilpu dbopmupoBaHuUU U30-
dbopmsl €2 iporcxonut 3ameHa Arg Ha Cys B 176 moso-
KEHUM, pa3pylIeHue MPEeXHUX MOHHBIX CBA3EH MEXITy
AMUHOKHUCJIOTAaMU U 0Opa3oBaHWE HOBBIX (B3aMMO-
neiictBue Aspl72 ¢ Argl68), 4To MPUBOIUT K U3MEHE-
HUI0O KOH(pOPMAaIMU MOJOXUTEIbHO 3apsiKeHHOU 00-
Jactu N-IOMEHa CO CHUXXEHUEM €€ CyMMAapHOTO Mo-
JIOXUTEJIBHOTO 3apsiia U BbIPaXXEHHOMY YMEHBIIEHUIO
cpoactsa K JIHII-peuentopy [7]. ¥ romo3uroT no aj-
semto €2 (rs7412), B ciaydyae OTCYTCTBUSI UBMEHEHUM 110
rs429358, dbopmupyercss reHOoTUIl €2¢€2 (pUCYHOK 1).
PacnpoctpaneHHOCTh M30GOpPM paznuyaeTcs B pas-
HBIX TONYJISILUsIX. BonblnHCTBO HaceneHus (1o 86%)
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WMEIOT aJutellb €3, KOTOPBIE OTHOCUTCSI K TUKOMY THITY.
Hocurenamu amnens €4 sapistorcst 10 29% HaceleHus,
a ayutens €2 — no 13% [5, 6, 8]. UmMeHHO reHoTuIn £2¢2
6osee yeM B 90% ciydaeB U IpeApacIoiaracT K pa3Bu-
tuto CIJIII. TTpu srom CIJITT Hacnenyercst mo ayTo-
COMHO-PEIIECCUBHOMY THITY.

Y 10% OGonbHBIX IPUYMHON pa3BUTHST 3a00JIeBa-
HUS MOTYT OBITh aQyTOCOMHO-IOMMHAHTHBIE WJIU KO-
JOMUHaHTHbIe BapuaHTbl APOE [5]. OnucaH cnekTp
BHII B N-koHueBom nomeHe APOFE, npu Haluduu
KOTOpbIX 151 pa3Butus reHotuna CIJIIT goctatouHo
JUuib onHoi Konuu nedektHoro amiens APOE. Tak,
y 6 wieHoB 4 nokoJjieHuii cembu ¢ penorunom CIJIII,
MMEIOINX TeHOTUT €3€3 TI0 TaHHBIM 2JIeKTpodopesa
JITI, mpm mocrenyioeM TeHeTUYeCKOM aHalIu3e ObLT
BepuGUIIMPOBaH KaK HOPMaJbHBIN ajuiesib €3, Tak
u neeKTHBII ajuliesib, COMepXalluili HYyKJIEeOTHUIHbIe
3ameHbl Cysl12Arg u Argl42Cys [9]. ITo3naée uccie-
JNOBaHUE in Vivo MPONEMOHCTPUPOBAJIO CBSI3b MEXITY
HanunuueM 3ameHbl Argl42Cys B amiene €4 U MOBbI-
meHHbIM ypoBHeM obiiero XC u TT [10]. Koopal C,
et al. (2017) onucanu KIMHUYECKUN cllydyail TmauueH-
ta ¢ ¢perHorunom CHJITT u reHoTunom €3e4 ¢ 3aMeHOM
GInl46Lys. O6a pebeHka nmpobaHga UMEIU UAEHTHUY -
HBII TEHOTUII, OMHAKO (DEHOTUITUYECKUE TIPOSIBICHUS
CIJITT npossBUIKCH TOJBKO Y OMHOMU 1ouyepu mpodaHaa
MpU HACTYIJIeHUU MeHoray3sl [5]. Limonova AS, et al.
(2021) mpeacTaBuaM KJIMHUYECKUUN clydail manueHTa
C BBIpaXXeHHOU TUTIEPTPUIIMLIEpUIEMUEN U PAaHHUM
aTepoCKJIepo30oM. Y MmauueHTa NoMuMo 157412 B romo-
3UTOTHOM COCTOSTHUY BepU(UIIMPOBAH PEIKUIl 11aTo-
rennbiit BHIT rs267606664 (p.Gly145Asp) B reTepo3u-
TOTHOM cocTostHuu [11].

Bricokast TleHeTpaHTHOCTh BApUAHTOB, BHI3BIBAIO-
IIMX Pa3BUTHUE ayTOCOMHO-TOMUHATHBIX (hopm CIJIII,
MO CpaBHEHMUIO ¢ ajlIeNIIMU €2 1 €3, 00yC/IOBJIeHA TeM,
4TO OHU CIOCOOCTBYIOT GoJbieMy cpoactsy JIOHII
u XM K penenTtopam, 6oJiee BbIpak€eHHOMY Hapyllie-
Hulo B3aumoseiictBusi AnoE ¢ peuentopom HSPG,
a Takxke cHuxkeHuto goctynHoctu JITI, 6orateix TT,
K aeiicteuto JITTJI u, cienoBaTenbHO, HAPYLIEHUIO CBSI-
3bIBaHUS C pelenTtopamu [3].

CIJIII pasBuBaetrcs auiub y 10-18% maimeHTOB,
uMerommnx reHotun €2¢2 [12]. HeogHokpaTHO mokaza-
HO, uTo 1151 pa3zButus ¢peHoruna CHAJIII nomkHO ObITh
coueTaHWe TOMO3UTOTHOTO TeHOTHIIA €2€2 ¢ HAIMYUEM
JOTIOJTHUTETBHBIX (DAaKTOPOB, MPUBOASIINX MO0 K TTO-
BoilieHHOMY cuHTe3y JIOHII, nubo K HapyuieHuIo
BbIBeneHUs peMHaHToB JIII, B T.4. HapymeHuo GpyHK-
nuoHupoBaHusi peuentopa HSPG, ponap koTroporo
B natoreHede CJJIIT uckmouutenbHa. ¥ TOMO3UIOT
no peueccuBHomy atento €2 reHa APOE, He umero-
X COMYTCTBYIOIINX META0OTMIECKUX COCTOSTHU, Ta-
KUX KaK WHCYJMHOPE3UCTEHTHOCTD, CaXapHbIil 11abeT
(CH), oxupeHue u T.N., HApylIEHUE YAAJIEHUS PEM-
HanToB JIHII-perienTopoM 4acTUYHO KOMITEHCUPYETCS
byHuxkimonuposanuem perentopa HSPG. Onnako npu

yHacTox ICTOK
1 130 176 299

E2  NH2 Cys Cys COOH
1 130 176 299

E3 NH2 Cys Arg COOH
1 130 176 299

E4 NH2 Arg Arg COOH

Puc. 1 W3zodopmbl AnoE.

HAJIMYUU JAHHBIX COCTOSTHUM TIPOMCXOMUT MHTUOUPO-
BaHUE pellenTopa, HaKoIUIEHe PEMHAHTOB U pa3BUTHE
dbenoruna CIAJIII [3, 5, 6, 12].

OTMeueH M BKJaJ IOMOJHUTEIbHBIX Te€HETUYEe-
CKUX (paKTOpOB, TIpenpacroaralonmx K mposBIeHUIO
¢enoruna CIHJIIT y romosurot €2¢2. Tak, Hanuuue
BapuaHToB reHoB APOC3 (G3238C), APOAS5 (T1131C,
G56C) u LPL (G27A) 3HaunTEIbHO Yallle BCTPEYaioCh
y nanueHToB ¢ CIJIIT mo cpaBHEHUIO C HOCUTEISIMU
€2e2, Ho 0e3 dpenoruria CHJIIT — 58 vs 27%, cooTBeT-
ctBeHHO [13]. B To xxe Bpems MoJy4eHHbIe Pe3yIbTaThl
HECKOJIbKO OTJINYAIOTCS OT OoJiee paHHEN paboThl, IIe
CBSI3b HAIMuMs BapuaHToB LPL, B T.4. G27A, ¢ pa3Bu-
tuem CIJIIT nokazana He Oblna [14]. BaxxHo momuep-
KHYTb, UTO MEXaHU3M JeHCTBUSI HEKOTOPBIX U3 Mpe-
CTaBJIEHHBIX BApMAHTOB B HACTOSIIIIEE BpeMsI HEsICeH,
a re”Hetuueckue “kodakropnl” CIJIIT TpeOyloT najib-
HeIIero n3yyeHusl.

PacnpocTpaneHHocTb

Pacnpoctpanennocts CIJIIT B eBponeiickoii mo-
nyasuuu cocrapiuger npumepHo 1:1000 yenoBek [6,
12]. B TO ke BpeMs mpeacTaBjieHHbIE B SMUIEMUOIOTH-
YECKUX MCCIeTOBAHUSIX JaHHBIE 3aMETHO OTIIMYAIOTCS
[15], u ucTUHHAsg pacrpoCTpaHEHHOCTb 3a00JeBaHUS
MOXET OBITh BBIILIE, YEM COOOILAIOCH paHee [5, 16].

Hanuble o pacnipoctpaHeHHoctu CHJITT Bo MHO-
TOM 3aBUCST OT UCITOIb3YEMbIX TUAarHOCTUIECKUX KPU-
TepreB. B Hanbosiee paHHMX MCCIEIOBAHUSAX YacToTa
CIJITI, nuarHoctupyemasi 1o pesyjibraTaM 2JeKTpO-
dopesa JIII, cocraBuna 0,2-0,4% [6]. B onHoM u3 1o-
CJIEMHUX WCCJIEIOBAaHUI aHATM3UPOBAIM PaclpocTpa-
HeHHocTh CIJIIT cpenu B3pocioro HaceneHust CHIA
Ha JIByX TTOMYJISIMMOHHBIX BhIOOpKax. [IpuMeHUB K of-
HOI M3 HUX HECKOJIbKO MOAUMUIINPYEMBIX KPUTEPUEB,
OCHOBaHHBIX Ha yabTpaneHTpudyrupoBanuu (YD)
TUIa3Mbl KPOBU, OTPEAESIUIN PacTpOCTPAaHEHHOCTD
CIJIII, xortopast cocraBwia 0,2-0,8%. B To ke Bpe-
MsI TIpU UCITOJIb30BAHUM JPYTOT0 AWArHOCTUYECKOTO
rnmoaxona, a UMeHHO AmoB-anroputMma, ToydeHHbBIE
pe3yiabraThl yBeauuuInuch a0 1,7%. Ko BTopoii mory-
JISILIMOHHOM BBIOOpPKE OBLT MPUMEHEH TOJIbKO AmoB-
anroput™; pacnpoctpaHeHHocTb CIJIIT cocraBuia
2,0%. ABTOpBI TTOMYEPKUBAIOT, 4TO AmoB-anroputm
CIoco0eH BBISIBIISITH MEHEe BbIpaKeHHbIE (DEHOTHUITBI
CIJIIT [17].

Huszkas yacrora CIJIIT MoxeT ObITh 00ycCI0BIEHA
U HEeBKJIIOYEHUEM B TEHETUUYECKUII aHaJIN3 PENKUX ay-
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Puc. 2 DpynTuBHBIE U TyOEpO-3PYNTUBHBIE KCAHTOMBI Y MallMeHTa
¢ CIJIII. Limonova AS, et al. (2020) [11].

TOCOMHO-JJOMUHAHTHBIX BapuaHTOB. [1pn 3TOM UX BBI-
sBJIEHWE MOBbILIAaeT pacnpoctpaHeHHocTs CHJIIT mo
1:825 yesnoBek [6]. [TOCKOJNBKY ayTOCOMHO-TOMUHAHT-
Hble (OPMBI MOTYT OBITh OOHAPYXXEHBI U Y POICTBEH-
HUKOB TIpo0aHma, a MCCIeNOBaHUI C TIPUMEHEHUEM
TEeHETUYECKOTO KaCKaTHOTO CKPUHWHTA CPeU TTalleH -
ToB ¢ CIJIIT He nmpoBOAUIOCH, UCTUHHASI pacpocTpa-
HEHHOCTb ayTOCOMHO-IOMUHATHBIX (hOPM MOXET OBITh
BhbIIE. B TO ke BpeMst MX MTMarHOCTUKa KpaifHe BaxKHa,
T.K. OHU TIPUBOMAT K TaKWM K& HapyIIeHUSIM JTUTTU]I-
HOTOo OOMEeHa M TIOBBIIIIEHHOMY PUCKY aTepocKiepo3a
U CBSI3aHHBIX C €r0 Pa3BUTHEM CEPIEeYHO-COCYIUCTHIX
3ab0oneBaHuii (CC3), KaK U MpU PELIECCUBHOM HacJe-
noBaHuM |[5].

B Poccuu Ha ceromHsIIITHUI TeHb AMUIEMUOJIOT -
YeCKUX MCCeNOBaHMIl C OIIEHKOW pacpoCTpaHEHHO-
ctu CIJIIT He nmpoBoaunock. B onHo#t u3 pabot npu
aHaju3e 367 MalMeHToB ¢ pasauyHbiMu Tunamu [JITT
yaanoch Bepu@uuUpoBaTh 18 TOoMO3UTOTHBIX HOCUTE-
neit €2, uro cocraBuiio 4,9% ot o6iiero unciaa obeie-
JIOBaHHbIX MaluMeHToB [ 18].

PDenoTunnueckue NPOABJICHUA

Jlunuonwui cnexmp y 6oavnvix CIJIIT

CIJITT xapakTepu3yeTcsi MOBBIIIEHHBIM YpPOB-
HeM TT B cbiBopoTke KpoBu U pemMHaHTOB JIII, Gora-
ThIX XC (B ocHOBHOM JIIT mpoMexXyTOUuHO! TMJIOTHO-
CTU U OoCcTaTKOB XM), Takke U3BeCTHBIX KakK Oeta-JITI
(B-JIIT). K coxaneHuio, IMarHOo3 HE MOXET ObITh IO-
cTaBJieH Ha OCHOBAHUU OOBIYHOTO aHAJIM3a JIUTTUIHOTO
cnekTpa, T.K. cnektp JII1, Habmomnaembiii pu CIJITI,
MOXET TIPUCYTCTBOBATh U TIPU IPYTUX HAPYIICHUSIX TN -
nuaHoro oomeHa. ITomumo storo, CIJIIT moxeT npo-
SIBJIATHCSI YMEPEHHBIM TIOBBIIIEHUEM YPOBHEH 0OIile-
ro XC u TT, He BbI3bIBasi 6€CITOKOMCTBA O BO3MOXHOM
Haymmauy 3aboeBanus. Tak, y 49 mamuentos ¢ CIJII,

He npuHuMatomux IJIT, mennana ypoBHst oduiero XC
cocraBuiaa 6,93 (6,28-7,81), XC JIHIT — 2,11 (1,66-
2,69), TT' — 4,16 (3,35-6,08) mmonb/1 [19]. Cxoxue
pe3yabTaThl TIPEACTaBJIeHbBl U B IPYTOM MCCJIeNO0Ba-
Huu, tne y 63 nauuenroB ¢ CIJII cpenHuii ypoBeHb
o6uiero XC cocrasun 8,6£2,7, XC JIHIT — 2,9£1,2,
TT — 5,1+£2,4 mmons/n [20]. B poccuiickoii BEIOOpKe
nauueHToB ¢ JJITI cpenHue 3HaueHus obiiero XC 6e3
snedennst cocraBmwmm 10,4124, XC JIHIT — 4,5+1,3,
TT — 5,96%2,6 mmonb/a, XC ITUNONPOTEMHOB BbI-
cokoit motHoctu (JIBIT) — 1,02+0,2 mmons/n [18].
HecMmotpst Ha 1O, yTo oTHoleHUe obiero XC k TI
cocTaBisieT Mpubau3uTeabHo 2:1, 1JIsI MaluuMeHTOB
¢ CIJITT xapakTepHa BbIpak€HHasi WHAWBUIYyadbHas
BapuabeIbHOCTh JaHHOTO Mokasateysi. Marais AD,
et al. (2014) onucanu KonebaHust ypoBHs ob61ero XC
y 6ompubix CIJIIT B mmamazone 4,8-34,3 MMmoib/i,
aTIl — 1,6-63,4 mmoub/i [8]. Takum oGpa3oM, UK -
Hblii cnektp nipu CHJITT MoxeT coBnaaaTh ¢ TaKOBBIM
npu [JIIT IIb, IV u V tunos, uto enie 6osee 3aTpyaHs-
€T ero TUarHOCTUKY.

Kcanmomamo3s

CIJITT xapakTepusyeTcs 3HAYUTEJIbHBIM pa3HO-
obpaszreM KIMHUYECKUX MPOSIBIIEHUI, OMHO U3 KOTO-
pBIX — HajMuue KcaHToM. [1aTOrHOMOHWYHBIM, HO
BOBCE HE €IMHCTBEHHBIM IPOSIBJICHUEM 3a00JIeBaHUS
MOTYT OBITH 3PYNTUBHBIE (MHOXECTBEHHBIE HEOOIb-
1I1e TIOCKUE WIM ToJTychepruiecKue y3eiaKu, XKelITo-
BaTOTO WJIM XEJITOBAaTO-OPAHXEBOTO I[BETa MPEUMY-
IIECTBEHHO Ha KOXE SITOMUII, CITUHBI, pa3ruOaTeIbHON
TMOBEPXHOCTU KOHEUHOCTEM, B T.U. XKEJIThIE TTOTKOXHBIE
oTiaoxeHus: pemHaHToB JIIT B Buie y3eJKOB B CKJal-
Kax JiaJoHeil, Ha3bIBaeMble KCAHTOXpPOMUEM JaJ0H-
HBIX CKJIaNOK) (pUCYHOK 2), TyOepo3Hble (KPYIHBIE
JKEJITOTO WJIM OypoTro lLiBeTa 0e300J1e3HEHHBIE Y3eIKN
Ha KOXe B 00JIaCTU CYCTaBOB WJIM Y3€JKU B axWJLJIO-
BBIX CYXOXWIMSIX WA CYXOXWIMSIX pasrudareneit Ku-
cTeil pyK), a Takxke TyOepo-3pyNTUBHBIE KCAHTOMBI
¢ JloKanu3almeil Ha pa3rudarenbHON MOBEPXHOCTHU
JIOKTeH, KoJieHOK, sroaull [3]. JlamoHHBbIE KCAHTOMBI
MOXHO 00Hapyxuth y ~20% nauuenrton ¢ CIJIIT [21].
B IOxHoadpukaHckoii koropte nmanuentos ¢ CIJIII,
20% wMenu JagoOHHbIE KCAaHTOMBI, 18% — KOXHBIE,
a 13% — cyxoxuibHble KcaHTOMBI [22]. B ceBepo-
aMmepukaHckoit koropre nauueHtoB ¢ CIJIIT y 605b-
muHcTBa (74%) MpUCYTCTBOBAJIM KCAHTOMBI. M3 HUX
HauboJiee pacmpoCTpaHEHHBIMU OBLIM JIaJOHHBIE
(64%) wunu TyGepo3Hble/TyOepo-3pynTuBHbe (51%)
KcaHTOMBI. CyXOXWIbHbIE KCAHTOMBI TTPUCYTCTBOBAIU
y 23%, a npyrue 3pyITUBHbIE KCAHTOMbI Y 4% MaLyeH-
TOB. [Ipu 3TOM aBTOpPHI OTMEUAIOT, YTO OOJBITUHCTBO
MaIMeHTOB UMEIU, KaKk MUHUMYM, 2 COYETaHUS pa3-
JIMYHBIX pa3zHoBUAHOCTel kcaHToM [23]. CumTaercs,
YTO HAJIMYME CYXOKUITbHBIX KCAHTOM ITOBBIIIAET CYIIIe-
crBoBaHue uMeHHo CI'XC [13]. OgHako ux Haauuue
He uckmouaet CIJII. Tak, u3 18 mauuenros ¢ CAJIIT
B poccuiickoil BeIOOPKe, B 22,7% ciydaeB ObLIU Bepu-
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(unimpoBaHBl UMEHHO CYXOXUJIbHBIE KCAHTOMBI, B TO
BpeMsI Kak JIAIOHHbIE W KOXHbIE KCAHTOMBI TIPUCYT-
ctBoBaiu y 16,7% nauuenroB. KcaHTena3mbl U JIUITO-
WIIHAsT JyTa POTOBUIIBI HE SIBJSIOTCS CITeIU(PUIHBIMU
nns CHJITT, HO Takke MOTYT ObITh OOHapyKeHbI [18,
23]. Takum oO6pa3oM, MpeACTaBICHHbIE JaHHbIE MO/ -
TBEPKIAIOT BbIPAXXEHHYIO BapruabelbHOCTh BHEITHUX
KJIMHUYECKUX MposiBieHuil y mauueHToB ¢ CIJITI, uro
MOXET KaK 3aTPYIHSTh TUarHOCTUKY 3a00JIeBaHMS, TaK
¥ HATIpOTHB, YKa3blBaTh Ha HACJIEACTBEHHYIO 3THOJIO-
ruto TJIIT.

Memaboauuneckue 3a604e6anus u cOCMOAHUSA, NPOGO-
uupyrougue CIJIIT

Kak 6pu10 ynomsauyto panee, mig CHJITT xapak-
TEPHO HAJMYME COIMYTCTBYIOIIMX META00OIMYECKUX 3a-
0oneBaHUI, CIOCOOCTBYIOIIUX KJIMHUYECKUM MPO-
SIBJIEHUSIM TeHeTuyeckux HapywmeHuii APOE. Tax,
Ha roJuiaHackoii Beioopke namueHtoB ¢ CJITT 6bu10
JI0Ka3aHO, 4YTO OXUPEHUE U WHCYIMHOPE3UCTEHT-
HOCTh — JOCTOBEpPHBIE MapKepbl pHCKa pa3BUTHUS
CIJIIT y naiyeHToB ¢ TeHOTUIIOM €2€2, UTO O0YCJIOB-
JICHO COYEeTaHWEeM HapyIIeHHOro cBs3biBaHUS ANOE
¢ JIHIT-peuentopom u aerpanauueii petenropa HSPG
W3-3a PE3UCTEHTHOCTU K MHCYIUHY [24]. B xoropte u3
305 unnexcHbix aruenToB ¢ CHJIIT u3 4 eBponeiickux
cTpaH OoNbIIMHCTBO (74%) uMenn MeTaboJIMYeCKuid
cuHapoMm. PacnpocTpaHeHHOCTh caxapHOTo AuabeTa
(CH) 2 tumna cocraBuna 23%, a MHIEKC MACChl Tejla —
28,5%5,0 xr/m?* [25]. CxoxXue pe3ynbTaThl MMOJYYEHbI
U Ha poccuiickoil Beibopke manueHto ¢ CHJIII: Bce
MaleHThl UMEIN MOBBIIICHHYI0 Maccy Tena, a 27,7%
OOJILHBIX — HapyluleHUs yriaeBomHoro odbmeHa [18].
Takum obOpa3om, Kak pacTylasi paclipoCTpaHEHHOCTh
OXWPEHUsI, TaK U yBeJIMYEHUE YMCIia JIUIl C Hapylle-
HUSIMU yriieBogHoro oobmeHa, B T.u. CJI 2 Tuna, MOryT
TPUBECTH K TOMY, YTO KOJTMYECTBO MAIIMEHTOB ¢ (peHO-
Tunom CJJITT MoxkeT cTaTh OOJIbIIIE.

Hapsimy ¢ atum B psine 3apyOeXkHBIX MCCIeNOBaHUI
OTMEYEHO, 4To K pasButuio dheHotuna CIJIIT nmpusonst
He TOJIbKO MHCYJIMHOPE3UCTEeHTHOCTh U OXKUpeHue. Takue
3a00JIeBaHUST U COCTOSTHUSI, KaK TUTTOTUPEO3, HEOCTa-
TOK 3CTPOTEHOB Y XEHIIWH B TIEPUO MEHOTIAy3bl U J1a-
XK€ TIpUeM HEKOTOPBIX JIEKApCTBEHHBIX IpernapaTos,
TaKWX KaK PETUHOUIBI, TTTIOKOKOPTUKOCTEPOUIBI, aTH-
MMUYHbIE aHTUTICUXOTUYECKHE Tperaparhl, aHTUPETPO-
BUPYCHasi 1 UMMYHHOCYIIPECCUBHAsI Teparusi MOTYT
ObITH CBsI3aHbI ¢ mposBiaeHueM deHotuna CIJIIT [8,
12, 26]. Bo BpeMst GepeMEHHOCTH MOBBIIIEH 3CTPOTeH-
uHayuupoBaHHblii cuHTe3 JIOHII, Haubosee Bbipa-
JKEHHBIN B 3 TPUMECTpPE, BCIIESACTBUE YETO Y TTAlIMeHTOK
C TEHOTUIIOM €2¢2 BO3MOXHO Da3BUTUE BBIPAXKEH-
Hoit IJIIT u npyrux nposienenuit CIHJIII, B T.4. pas-
BUTHE OCTPOTro MaHKpeaTuTa. OmnumcaH KIMHUYECKUN
ciayyait, B KOTOpoM y OepeMeHHOI ¢ BbIpaKeHHOI
TUTIEPTPUTTULIEPUAEMUET U OCTPBIM MAaHKPEATUTOM
BIIepBbIe ObLUT BepuduULIMpoBaH reHotun £2¢2 [27, 28].
ConepxaHue B pallOHe MMATAaHUST HACHIIIIEHHBIX XXUPHBIX

KUCJIOT TaKXKe MOXET TTPUBOAUTH K UYPE3MEPHOI MPOIYK-
uuu JIOHII, chmxkenuto akcnpeccuun JIHIT-penentopa
u beHotunyeckum nposisinenusm CIUIIT [§].

WM3BecTHO, UTO ynoTpebieHue ajKoroJsl MpUBO-
IuT K nogasiaeHuio aktusHoctu JITIJ, a, cimegoBaTenb-
HO, K u30biTouHoi nmpoaykuuu JIOHTI, XM u noBbI-
meHuto B kposu ypoBHs TT [29, 30]. Ilpu stom, no
nanHbiM De Beer F, et al. (2002), mauuentsr ¢ CIJITT
HE OTJIMYAJIUCH IO YaCTOTe YIOTPEOJIeHUST aJKOTOJIS
OT JIULL ¢ TeHOTUIIOM €2€2, HO 0e3 eHoTuna CIJIII.
ITonydeHHBIE MPOTHUBOPEUYMS MOTYT OBITH CBSI3aHBI
C OIIEHKOM JUIIb (haKTa HAJTUIMS TTOTPEOIeHUST aTKo-
roJjist 6e3 yuera KoJmuecTna ero yrnorpeojaeHus [12].

Crenyetr oOpaTUTh BHUMaHWE Ha TaKoe DPEIKOe
3abosieBaHre Kak AnoE2 romMo3urotrHasi riomepyno-
MaTusi, KOTOpasi MOXET BCTPEUaThCs y MAIIMEHTOB C Te-
HoTtunoMm e2e2 u ¢penorunom CIJIIT (B Mupe onucaHo
10 KIMHUYECKUX CyYaeB) U KIMHUYECKHU MPOSIBISTHCS
He(POTUUECKUM CUHIPOMOM U TJIOMEPYJIOCKIEPO30M.
3aboseBaHue MaHU@ECTUPYET B CpEeAHEM BO3pacTe
U 3a4yacTylo nocie aautenbHoro teyeHust CJI 2 tumna
[31, 32].

B peanbHOIT KITMHUYECKOM ITpaKTUKE BPaYld MOTYT
paccMaTpuBaTh OMHO M3 BBINIETIEPEYMCICHHBIX 3200-
JICBAHUI U COCTOSTHMI, KaK €IMHCTBEHHYIO IIPUUNHY
U3MEHEHUST JIMTTUIHOTO CTIeKTpa y MallMeHTOB, 1axe He
nono3penast o CJITT kak o nepBonpuuuHe [5].

CC3y nauuenmoe ¢ CIlJIIT

PemuanTsl JIIT aBasiorcs kpaitHe aTepOreHHbIMU
U UX HaKOIUIEHUE B TUIa3Me KPOBU CBSI3aHO C TTOBBI-
IeHHbIM puckoM pa3utusi CC3 aTepockiepoTuye-
CKOTO TeHe3a, B T.4. lepudeprieckoro arepockiieposa
[33]. MMauuentsl ¢ CAJIIT umeroT noutu 10-kpaTHOE
noBeilieHUue pucka pazsutusgs MBC mo cpaBHeHMIO
¢ nauueHTamu 6e3 CIJITT [34]. B eBponeiickoii Korop-
te u3 305 mauuenros ¢ CIAJIIT B Bo3pacre 60,9+£14,4
net pacnpoctpaHeHHocTh CC3 cocrtaBuia 29% (mis
HUBC — 19% u nnsg nepudepruyeckoro arepockiepo-
3a — 11%) [25]. Cxoxue pe3yabraThl MPeaCTaBIEHbI
U B poccuiickoil Beioopke manueHtos ¢ CIJIII, pac-
npoctpaneHHocth MBC B KoTopoii coctaBmia 27,8%,
a nepudepudeckoro arepockieposa 11,1%. Cpennuii
BO3pacT MAllMEHTOB C TeMOAMHAMUYECKN 3HAYMMBIM
TopaxkeHreM KOPOHAPHBIX MU TepruepruIecKux ap-
Tepuit coctaBus 42,5 roga, 4TO MO3BOJUJIO aBTOpam
caenatb BbiBoA 0 paHHeM pa3Butuu CC3 atepocKiepo-
TUYECKOTro TeHe3a y 9Toi KaTeropuu mnauueHToB [18].

CornacHO aHAJIM3Y TOATPYIIIBI YYaCTHUKOB IMPO-
CMEKTUBHOTO KOoropTHOTO MccienoBanuss SMART (Se-
condary Manifestations of ARTerial disease), Hanmnune
reHoTUIIa £€2€2 CBSI3aHO ¢ 0oJiee BLICOKOM pacmpocTpa-
HEHHOCTBIO TIepudepruecKoro aTepockieposa u doee
BBICOKMM PHCKOM €r0 BOBHMKHOBEHMS 110 CPAaBHEHUIO
¢ €3¢3 [35]. ITonyyeHHbBIe pe3yJbTaThbl COIIACYIOTCS
U C APYTUM MCCIIEIOBAHUEM, TIe TIOMUMO CBSI3U £2€2
¢ 3a0osieBaHUSIMU TIepuGeprUUeCcKUX COCYI0B, YBEIU-
YUBaJICS PUCK HAJIWYUS apTepuagbHON TpOMOOIM-
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00JIMM, aHEBPU3MBI aOPTHI W JAPYTUX apTepuii, HO He
aHeBPU3MBbI FOJIOBHOI'O MO3ra WiIx cepaua [36].

OnHako, aHAIU3UPYsI TEHETUYECKYIO TIpeapacIio-
JIOXEHHOCTh K MH@apkTy Muokapna (MM) y poccusiH
B UCCeI0BAaHUU “ciiydaii-KOHTpoJib~ (405 malueHToB,
nepeHecminx UM, B cpaBHeHuM co 198 manueHTamu
U3 rpynibl KoHTpoJg 6e3 CC3), He ObUIO BBISIBICHO
3HAYMMBIX Pa3InInii MEXIy HAIMIMEM TeHOTHUIIa £2e2
u UM y aByx rpynn nauueHTos [37].

I1pu oueHke cBs3u reHotumna APOE ¢ puckom pas-
BUTHST MIIIEMUYECKOTO MHCYJIBTA OBLIO IMOKa3aHo, YTO
STOT PUCK BBIIIIE Y HOCUTENEH reHOTUIa €22 1Mo cpas-
HeHuto ¢ €3e3 [38]. ITo pesyabraram OoJiee MO3AHETO
MeTaaHaar3a 3HAUYUMOI CBSI3U MEXAY HaludueM aj-
Jiesst €2 ¥ PUCKOM Pa3BUTHST UIIEMUYECKOTO WHCYIIbTa
BBISIBJIEHO He ObL10 [39].

ApTrepuanbHasi TUTIEPTOHUS, JUTUTEIBHOCTh Kype-
HUs U TIOBBILIEHHBINH ypoBeHb TI — He3aBUCHMBIC
aktops! pucka pazsutus CC3 y nmauuentoB ¢ CIJIIT.
HMMeHHO Takue pe3ysibTaThl BIEPBbIE ObLIN TIOMYYEHBI
B HEJaBHEM KOTOPTHOM KCCJIEIOBAHWM, TIE pacipocTpa-
HEHHOCTh CC3 mpu HaIWYUU apTepUATbHON TUIEPTO-
HMM ObUTa HauBbIcIIei cpenu mauurenToB ¢ CAJIIT (51%
Mo cpaBHeHMIO ¢ 18% cpeau juil 6e3 TUIIEPTOHUN).
AHajlornyHbIM 00pa3oM pacrnpocTpaHeHHocTh CC3
ObLIa BHIIIIE Y KYPSIIIMX TT0 CPAaBHEHUIO C HEKYPSIITUMU
(36 vs 13%), a TaxKe y HMallMEHTOB, UMEBLIMX HAUOOJIb-
it ypoBeHb TT (30 vs 15% mipu HauMeHbIIIEM YPOBHE
TT) [40].

Ilankpeamum — msxcenoe ocaoxncnenue CHJIIT

TuneprpurmIepuneMus — TPEThSI TI0 YaCTOTE TIPU-
YMHA Pa3BUTUS OCTPOTrO MaHKpeaTUTa Mocje 3J710yIo-
TpeOJieHUs aJIKOTOJIeM U XeTYHOKaMEHHOI 0OJIe3HHU,
KoTtopast o0bsicHsieT 10 10% ciiyyaeB OCTpOro maHkpea-
TUTa. PUCK pa3BUTHS OCTPOroO MaHKpeaTUuTa COCTaBJISI-
eT ~5% npu ypoBHsix TT >10,0 mmosb/m u 10-20% npu
s3HaueHusX >20,0 MMosb/it [41]. OCTphiili 1 peluanBY-
PYIOIIUIA TAHKPEATUT — XapaKTEPHOE TPO3HOE OCIIOXK-
Henue CIJITT, npu KOTOPOM UCXOIHO BBICOKMIA Y HUX
ypoBeHb TI' MOXeT ycyryOuThcss HAIMYUEM COITyTCTBY-
ouux Mmetadbonuueckux 3aboneBanuilt (CI 2 Tumna)
U COCTOSIHUM (OepeMeHHOCTh). OnucaH psi KIMHUYE-
CKHX CJIy4aeB OCTPOTO W PEeLUAMBUPYIONIETO MaHKpea-
TUTa Kak y B3pocibix nanueHtos ¢ CIUJITI, Tak u y nereit
[28, 42]. YToOBI MpenoTBPaTUTh PUCK Pa3BUTUS MaH-
KpeaTuTa y NTaHHOU KaTeropuu OOJbHBIX, HEOOXOAUMO
cBoeBpeMeHHoe BbIsiBiieHMe marueHToB ¢ CIJITI ¢ mo-
CJIEAYIOLIMM Ha3HAYEHUEM MaTOreHeTUYECKOM Teparuu.

JInarnocTuka

Cyl11ecTByeT HECKOJIbKO COCOO0OB AMArHOCTUKU
CIJITI, otnuyatouiuxcsd Mo ymoOCTBY MPUMEHEHUS
W HaJeXHOCTU. Bce MeTombl YCIOBHO MOXHO pasie-
JIUTh HA OMOXMMUYECKUE U TEHETUIECKUE.

Buoxumuueckue memoowot

IMTockonbKy aHaIW3 CTAaHIAPTHOIO JIUMUIHOTO
crnekTpa He no3BojseT oranuuts CIJIIT ot TJIIT npy-

TMX TUIIOB, JIJISI €€ TMarHOCTUKU TpeOyeTcsl MpuMeHe-
HUE CIelMaJu3UpOBAHHBIX JUATHOCTUYECKUX METO-
noB. YII® — onvH U3 TpaAUIIMOHHBIX METOIOB Jra-
rHoctuku CIJITT, ocHoBaHHBIN Ha pasneneHuu JIIT Ha
(pakunyu Mo MX TIOTHOCTU C TOMOIIBIO LEHTPUDY-
TUPOBAHUS C MOCJEAYIOIIUM CKaHUPOBAHUEM paszfe-
JIEHHBIX (ppakiuii onTuueckuM MetomaoM. CyIiecTByeT
psan rpotokosioB YII®, Bce oHU BKITIOYAIOT OTIEIEHUE
JIOHIT ot JIHIT u JIBII. Bo Bpems YLD meHee miIot-
Heie JIOHIT ¢otupyoT B BEpXHIOIO YacTh MPOOUPKH,
a JIHIT u JIBIT omyckatorcst Ko nHy. [Tocie YLD Bepx-
HSISI U HVDKHSST (DpaKIIuU pa3aeisiioTcsl ¢ MOCenyo-
IIUM U3MEpPEHUEM KOHLEeHTpauuu Bcex dpaxkuuii JIIT.
Cootnomenne XC JIOHII/TT >0,69, onpeneieHHoe
¢ tomompo YLD, cuntaeTcs 30J0THIM CTaHZAPTOM
nuarHoctuku CHJITIL. ITpu aToOM MOXHO 3amog03pUTh
Hammune CHJIIT nipn coorHomennu XC JIOHII/TT,
paBHOM 0,57-0,69, B coueTaHUM € IPYTUMU KIMHUYE-
CKMMH Ipu3HaKamu [16].

AnbTepHaTUBOI sBsieTcs anekTpodopes JIIT He-
00paboTaHHON MIa3Mbl WU CHIBOPOTKU KPOBHU, T.C.
6e3 arana ee paszneneHust MeronoM YLI®D. IMpu snek-
Tpodopese npoucxoqut pasaenaenue JIIT mo ux pasme-
py (C UCIOJb30BAaHUEM arapo3HOro JuOO0 MOJIUAKPU-
JIAMUHOTO TeJisl, CJIOU KOTOPOTO COAEPXAT MOpPhI pa3-
Horo pasmepa). CoorBercTBeHHO, JIIT B 3aBcuMOCTU
OT pa3Mepa YacTHll 3a[JePXKUBAIOTCS B Pa3HbIX y4acT-
Kax rejis. B mocienytoneM aHaIu3upyeTcss U3MeHEHUe
dpaxuuii JITT, a *UMEHHO yBeJIMYEHUE WU YMEHbIIIe-
Hue XC JIHIT (B-dpakuun) unu XC JIOHII (tipe-B-
dpaxkuuu), XC JIBIT (a-JIIT) 1 XM npu cpaBHeHUU
¢ HOpMOIi (pedepeHCHBIM YPOBHEM) C TTIOMOIIBIO CKa-
HUPOBAHUS Ha CTEIMATbHBIX YCTPONCTBAX, HATIPUMED
neHcutomerpe [16]. Unentudukauus CHIIT ocy-
IIECTBIISIETCS TIyTeM OOHAPYXeHUsI IMPOKON TTIOCKON
[-Tmoockl, KOTOpasi OXBaThiBaeT KakK [-dpaximu, Tak
u nipe-B-dpakiuu (pUCyHOK 3).

Onnako u YL@, u anekrpodope3 TpeOyIoT MHOTO
BPEMEHU IJIST UX TIPOBENEHUSI, SIBISIIOTCS JOPOTOCTOS -
IIUMH Y HEJIOCTYITHBI JIUIST OOJIBITMHCTBA KIIMHUIECKUX
JlabopaTopuil, OCOOEHHO B PYTMHHON KJIMHUYECKOW
npaktuke. Kpome Toro, snekTpodope3 B arapo3HOM
rejie He BCerna MO3BOJISIET YeTKO AuddepeHupoBaTh
CIJIIT ot npyrux I'JITI, a mpurotoBiieHWe MOJUAKPU-
JIAMUIHOTO TeJIsT SIBJISIETCS] CIIOXHBIM U TPYTOEMKUM
npoiieccoM. COOTBETCTBEHHO, HEOOXOAMMa pa3padoT-
Ka 0oJjiee MPOCTHIX METOMOB C BBHICOKOI JMArHOCTUYE-
CKOi1 4yBCTBUTEIHLHOCTHIO, CITOCOOHBIX BepUGUITUPO-
Bathb y mauuenros CIJITI [16].

[MpennoxeH psia aJropuTMOB, OCHOBAHHBIX Ha
OIIEHKE Pa3JIMYHBIX COOTHOIICHU MEXITy KOHIIEHTpa-
uusmu AnoB, obmero XC, TT, a takxke XC, He cBs-
3a”HHoro ¢ JIBIT (XC ueJIBIT) [43]. OnuH U3 HUX —
AnoB-anroput™m, paspabotaHHbli Sniderman AD,
et al. (2010) (pucynok 4) [44], — aBnasgetrcsa Haubosee
JIETKUM W NOCTYIHBIM. JIaHHBII aJiTOpUTM OCHOBaH
Ha ompeneyseHun ypoHeil AnoB, TI u o6mero XC.
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dpakuMu NMNONPoTEUI0B: a fNin(a) RB+npe-R

Puc. 3 Dnexrpodopes nunuanbix dpakiuii npu [T T tumna.

ComracHo ajJiropuTMy, B Cydae BBISIBJICHUS] CHYKEH-
Horo ypoBHs AtnoB (<1,20 r/m1), HeoOXonnMo orpene-
nuth ypoBHu TI' u XC; ecnmu TT >1,5 mmomb/a, pac-
cunteiBaioT cootHomeHust TT'/AmoB u obmmit XC/
AnoB. Ipu 3nauenun TT (Mmonb/n)/AnoB (/1) <10
i TT (mr/mn)/AnoB (r/m) <8,8 1 cooTHOIIEHUN 00-
it XC (MmoJb/n)/AnoB (r/m) >6,2 van obmmit XC
(mr/mn)/AnoB (r/n) >2,4, COOTBETCTBEHHO, OUAaTHO-
ctupyetcsa CHJITI.

CiieyeT OTMETUTh, UTO PsIT METAaOOJMIECKUX 3a-
OosieBaHUIA U COCTOSIHUIA, poBouupyommx CIJIII,
TakKe TPUBOIAT K TTOMOOHBIM U3MEHEHUSIM COOTHO-
weHuii JITI. B ¢BsA3U ¢ 3TUM 11e51eCOO00pPa3HbIM SIBJISIET-
Cs1 MOTIOJTHEHNE OMOXMMUYECKUX aJITOPUTMOB T€HETH -
yeckoii puarHoctukoi CIJIIT.

I'eneTnyeckoe TecTupoBanmne

I'enernueckas BapuadensHocts CIJIIT Obu1a mon-
poOHO obcyxaeHa Bbillle. CTOUT MOMHUTh, YTO Hau-
OoJsiee IIMPOKO MPUMEHSIEMble T€HETUYECKUE TECThI
3a4acTyl0 MO3BOJISIIOT OMPENEIUTh TOJBKO HaIU4ue
reHotuna €2e2 ¢ nomoiubio AByx BHIT (Argl76Cys
u Cysl130Arg). OgHako B TaKOM ciiy4yae, ayTOCOMHO-
noMuHaHTHbIE opmbl CHJITI, oTIMYHBIE OT JAHHOTO
reHOTHIa, OyIyT He TMAarHOCTUPOBaHKI [16]. YauTeiBas
BBIIIECKA3aHHOE, HauboJiee pa3yMHbIM MPEACTaBIISI-
€TCsl MCMOJIb30BaHWE KOMOWHAIIMU OUOXUMUYECKUX
AJITOPUTMOB C TIOCTIEAYIOIIUM T€HETUYECKHUM TECTUPO-
BaHMWEM Ha HaJluuue reHoTumna e€2e2 U, B cliydyae OTCYT-
CTBUSI €T0 BBISIBJIEHUSI, TIPY BBICOKOU (DEHOTUTTNYECKOM
BeposstTHoctu CIJITI, mpoBeneHUe CEKBEHUPOBAHUS
amruiikoHa 4 sk3oHa APOE wiu pgaxe CeKBeHUpPOBa-
HUSI BCEW HYKJIEOTUIHOW IOCJIEN0BATEIbHOCTU TI'eHa
APOE [5].

KackanHbliii CKpUHMHT

bonpmmmHcerBo namueHTos ¢ CIHJITT umeroT reHo-
TUN €2€2, KOTOPBIM HaclienyeTcsl Mo ayTOCOMHO-pe-
LECCUBHOMY THITY U, TTO3TOMY, IIPOBEICHUE TeHETU-
YeCKOTO TeCTUPOBAHUS POICTBEHHHKOB HE SIBJISIETCS
o0s3arebHbIM. OTHAKO Y CUOCOB PUCK COBMECTHOTIO

AnoB
<1,2r/n

|
T
>1,5 MMOJTB/TT

TT: AnmoB
<10 MmmoJb/N

OXC: AnioB
>6,2 MMOJIB/TT

Y

CIJII

\ J

Puc. 4 AnoB-anroputm Sniderman AD, et al. (2010) [44].
[Mpumeuanue: OXC — obuuit XC.

HaJu4usl reHoTUIa €2¢2 BhIlLIE, ClieoBaTeJbHO, Oy-
IeT aKTyaJIbHbIM COOp KJIMHUYECKOW HMHbOpMauuu
y OpaTbeB M cecTep, BKJIOYas OLIEHKY JUMUIHOTO
CITeKTpa W HaJIMYMST COMYTCTBYIOIINX META00TNIECKUX
3a00JieBaHUIi, C MaJbHEWIIUM pelleHrWeM BoIpoca
0 reHeTnueckoM ckpuHuHre Ha CIJIII. B ciydae Ha-
JIMYKMS ayTOCOMHO-A0MUHAaHTHOI popmbl CIJITI, 006s1-
3aTeJIbHO MIpOBeAeHUE (DEHOTUIIMYECKOTO U FeHeThYe-
CKOTr0 KacKaJHOTO CKPUHMWHIA POACTBEHHUKAM TPO-
Ganpga [16].

Jleuenne

Jleuenue nmauuentoB ¢ CIJIIT ocHoBbIBaeTcs Ha
PYKOBOJSIIIMX TTPUHITUIIAX COBPEMEHHBIX PEKOMEH1a-
LM MO KOPPEeKIUU HAPYUIEHUN JUMTUIHOTO OOMEHa,
a UMEHHO MEePBOOYEPENHON HEOOXOAUMOCTHU Ompe/e-
JIeHUsI YpOBHS cepaeyHo-cocyaucToro pucka (CCP)
¢ Lenbplo yctaHoBKM 1eneBoro yposHss XC JIHIT [1,2].
OnHako, yuuTbhiBasg TOT (hakT, YTO F€HOTUI €2€2 ac-
couuupyetcst ¢ 6onee Hu3kuMm yposHem XC JIHII no
CpaBHEHUIO ¢ npyrumu reHotunamMu APOE, a ypoBeHb
TT 3avacTyio MoOXeT OBITH >4,5 MMOJB/N (OTpaHU-
yenue mis popmynst OpunBanbaa), Haubosiee Bep-
HBIM pelIeHUeM TIPEeNCTaBIsieTcsl olleHKa ypoBHsI XC
HeJIBII, KoTophlii OTpaXkaeT colepKaHue BCex aTepo-
re”HHbix yactuu (JITT, 6orateix TT, Bkatouass JIOHIT,
XM u peMHaHThI, a Takxke JIHIT) [24].

ITpu HenoctuxeHuu 1eneBoro ypoBHs XC HeJIBIT
PEKOMEHIO0BAaH TpPUEM MAaKCUMaJIbHO BO3MOXHOM
IJIT (craTuHBI U/WUMW 33€TUMUO, W/WIM UHTUOUTOPBHI
PCSKD9) ¢ nobaBneHuem k Tepanuu peHopudpara, ec-
i ypoBeHb TT coxpaHsieTcst Ha ypoBHE >2,3 MMOJIb/JI.
BaxHo, uro mipu ncxogHoM ypoBHe TT >5,0 MMoIb/n
npueM (eHobubdpara cienyer HaYMHATh HEMEMJIEHHO.
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B cnyyae Hemoctmkenust yposHs TI' <2,3 mmonb/n
Ha ¢doHe nobamiaeHus K Tepanuu peHodubpaTa win
MpU €ro HernepeHOCUMOCTU BO3MOXKHO J00aBIeHUE
STUJIOBBIX 2(PUPOB oOMera-3-moJUHEeHAChIIEHHBIX
KMPHBIX KUCIOT B no3e 2-4 1/cyr. (Omakop) [2].
CormacHo eBporreiickuM pexkomeHmaumssMm ESC/EAS
(European Society of Cardiology/ European Society of
Hypertension) mo KoppeKIuu AUCIUTTUASMUIA, y TTaIu-
€HTOB BBICOKOTO U 0ueHb Bbicokoro CCP ¢ yposHem TT'
1,5-5,6 MMOJIb/J1, HECMOTPSI Ha IIPUEM CTATUHOB B MaK-
CUMaJIbHO MEPEHOCUMOU H03€, BO3MOXHO no0aBie-
HHUE K Teparnuu 3TUJI0BOro 3(dupa 3iKo3aneHTaeHOBOMI
KHCJIOTBI, UKO3aMeHT 3T, 4 1/cyT. (Vascepa), npuem
Kotoporo mo gaHHbIM uccienoBaHuss REDUCE-IT
(Reduction of Cardiovascular Events with Icosapent
Ethyl—Intervention Trial) cnoco6¢cTBOBaN CHUXEHUIO
ypoBHs TT Ha 19,7% y malmeHTOB ¢ UCXOMHBIM YPOB-
"em TT 1,52-5,63 MMOJIb/J1 TIO CPaBHEHUIO C IPYIIION
mianedo 3a nepBblid ron HaGmwoaeHus [1, 45]. Ipu
BBIPaX€HHOW TUIEPTPUTIIUILIEPUIEMUN HEOOXOIM -
MO PacCMOTPETh BOIMPOC O HAMpPaBJICHUU MAlIUEHTOB
Ha 2KCTpakopnopalibHYlO Tepanuio-ruiazmadepes [2].
C y4eToM BBIIIECKA3aHHOTO MOXHO KOHCTaTUPOBATh,
yto komOouHupoBanHas IJIT, Bkimtouaroias dheHodpu-
OpaT, — 9TO ONTUMAJbHOE pelleHue MJis MalleHTOB
¢ CIJIII. ITpu ananuze 305 mauuentoB ¢ CHJIIT u3
4 eBpomneiickux crpad 74% npunumanu IJIT. U3 Hux
46% nipuHUMan BeicOkonHTeHcHBHYI0 [JIT, cHIKaK0-
myto yposeHb XC JIHIT >40%. [1pu 3TOM KOMOMHUPO-
BaHHywo [JIT (ctatuH U pubpar) NpuHUMAIU TOJBKO
10% nanumenToB. Cpennuii ypoBeHb XC HeJIBIT y na-
uueHToB, npuHumatomux I'JIT, coctaBun 3,97+2,00,
XC JIHIT — 2,48%+1,44 mmonw/n [25]. Takum obpa-
30M, LeneBoit ypoBeHb XC HeJIBIT He ObLT JOCTUTHYT
HU Y OTHOTO TallMeHTa, YTO MOXET CBUICTEIHCTBOBATh
0 HEKOPPEKTHOM Ha3HAYeHWU TUITOJUITUAEMUISCKUX
MpernaparoB JaHHOK KaTeropuu OOJbHBIX. [1pu oreH-
ke adpdexktuBHoctu [JIT y 11 nmauumentos ¢ CHJIII
B POCCHIICKOI BHIOOPKE, HU OJVH MallMEHT U3 KaTero-
puu oueHb Bbicokoro CCP He goCTUT 11e1eBOro ypoB-
Hs1 XC wHeJIBII, a yposens TI' <1,7 MMoab/IT GBI HO-
cturHyT uinb y 27% nauuentos ¢ CIJITI. TTpu atom
1 mauueHT MpUHKUMA MOHOTepanuio GeHoduodparTom,
4 — BBICOKOMHTEHCHUBHYIO Teparnuio aTopBaCTaTUHOM
(40 mr/cyt.), 4 — MOHOTEpaNuio po3yBaCTaTUHOM OT
YMEPEHHOM 0 BHICOKOMHTUHCUBHOW M 2 TMalueHTa
npuHuManu komobuHupoBaHHyto [JIT posyBacraTu-
HoMm 10 Mr/cyT. B couetaHuu ¢ peHopudbparom. Takum
00pa3oM, HemoCTUXXeHHUEe LeneBbiXx nmokazateneit JITT
U nipueM HepauumoHanbHoi IJIT nmpuBoauT K TOMY, 4TO
naueHTsl ¢ CIJIIT ocratorcst HenosieueHHbIMU [ 18].

PaccmatpuBas neuenue nauueHtoB ¢ CIJIIT, Heb-
35 HE YINOMSIHYTh MU3MEHeHUe obOpa3a XM3HU, BKIIO-
yarollee B cebs COOM0aeHUE TUMOIUNUAEMUYECKON
JIUETHl C OTpaHWYEHUEM TOTPEeOJIEHUs] HACHIIIIEHHBIX
XKUPOB U MPOCTBIX CaxapoB, a TakXke OTKa3 OT IMpHU-
eMa ajkorosisi. Takke, yYUThIBasT 3HAYUTEbHBINA BKJIA]T

B pazButue ¢eHoruna CIJITT conyTcTByIOIIUX MeTa-
0oanueckux 3aboyieBaHUI, HEOOXOIUMO CBOEBpPEMEH-
HOE€ UX BbISIBJIEHUE U JieueHue [6].

IIpodunakTuka

Hns nposienenust ¢penoruna CIJIIT xapakTepHO
HaJanyue MeTaboJIMYeCKUX 3a00eBaHUI U COCTOSIHUMA,
a TakxXe BO3MOXHO HaJlMuue JOIMOJHUTEIbHBIX TeHe-
TUYECKUX (HAKTOPOB, MMOITOMY MPEACTABISECTCS aKTy-
aJbHBIM BHEPEHME KOHIETIINY paHHEe! TeHeTUYeCKOU
JIMaTHOCTUKHU C 11eJTbI0 Bepu(UKAIIMU TeHOTUIIOB, OT-
BeTcTBEeHHbIX 3a pa3Butue CIJIII. [IpoBeneHue reHe-
TUYECKOTO TECTUPOBAHUS B PAaHHEM NETCTBE, MEpUoIe
dopMuUpoBaHUs MPUBBIYEK 3M0POBOrO 00pas3a XU3HU,
MOXET CHOCOOCTBOBATh MEPBUYHOU MpobdUIaKTUKE
CIJIII. TTomuMo 3TOrO, B Caydyae BBISIBJIEHUS Y MPO-
0aHga ayTOCOMHO-AOMMWHAHTHOI (opMbl 3abo0JeBa-
HUST BO3MOXKEH KacKaJHBbIi CKPUHUHT POJICTBEHHUKOB
U, B CJIyyae BbISIBICHUS Y POACTBEHHUKOB MaTOTEHHOTO
BHII, Haubosiee paHHee Hayanio Mpo@UIAKTUIECKUX
Meponpusatuii. Takum o6pa3om, paHee BbISIBICHUE Te-
HOTUIMOB, OTBETCTBEHHBbIX 3a pazputue CJJIIT, mytem
MPOBEACHUSI TEHETUYECKOTO CKPUHUHTA C aKTyaau3a-
LMell NepBUYHON MPodUIaAKTUKU, CIIOCOOHO MPenoT-
BpaTuth pasputue deHotuna CIJIIIT u, TeM cambiM,
cHU3UTh puck pa3putus CC3 U UHBaAIUAU3ALMIO
y JaHHOM KaTeropuu OOJBbHBIX, YTO MOXET OBITh KO-
Homuyecku 3¢ bekTuBHOM cTpaterueit [11].

Kpome Toro, mpoBeaeHue reHETUYECKOIO TECTHU-
pPOBaHUST MOXET BJIMSITh Ha MPUBEPKEHHOCTDH TaIly-
€HTOB K COOJIONEHUI0 MENUKAMEHTO3HOI Tepamuu
U 3J0POBOMY 00pa3y XKMU3HU, YTO ObLJIO MOKa3aHO Ha
nanueHtax ¢ CI'’XC. Ilpu stom y nanuentos ¢ CIJITI
MOIOOHbIE UCCIEA0BAHKS HE MPOBOAMINCH [46].

3akioueHne

CIJITI — HacliencTBeHHOE 3a00jieBaHUE C BBICO-
KAM PUCKOM pa3BUTHS KOPOHAPHOTO U Tepudepuye-
CKOTO aTepOCKJIepO3a, a TAKXKe OCTPOro MaHKpeaTHTa,
C HEHOOICHWBAaeMOIl pacIpoCTPaHEHHOCThIO, CIIO-
COOHOE B OTCYTCTBUE CBOEBPEMEHHOM IMArHOCTUKU
W JICYCHUS IPUBECTH K CEpACIHO-COCYIUCTON CMEPTH
1 ITAHKPEOHEKPO3Y.

OpHako, HeCMOTpPST Ha (aTalbHbIE MTOCICICTBUS
KaK JUIsI caMoTO TTalleHTa, TaK W IJIsT 3ApaBOOXpaHe-
HUS B 1IEJIOM, B peaJlbHON KIIMHWYECKON IpaKTUKe
3a00JieBaHUE MOXET ObITh YMYILIEHO. DTO 00yCJIOBIE-
HO BBICOKOI TeTepOTeHHOCThIO KIMHUUECKUX IPOSIB-
JICHWI, HAJJUIUEM COITYTCTBYIOIIMX METa0OIMUeCKUX
3a00JIeBaHU, HEBO3MOXHOCTBIO TOUHOI ITOCTAaHOBKU
JIMarHo3a ¢ MOMOIIbIO MPOCTHIX JabOpaTOPHBIX aHa-
JIN30B, a TaAKXKe B OCHOBHOM PEIIECCHBHBIM TUIIOM Ha-
cliefIoBaHUS ¢ OTCYTCTBUEM ceMeiitHoro aHamHe3a CC3.

HecMoTpst Ha TO, YTO 30JIOTHIM CTaHIAPTOM IWa-
raoctuku CIJIIT octaetcs YII®, B HacTosIee BpeMst
aKTUBHO pa3pabaTBIBAIOTCSI M OOCYKIAIOTCSI HOBBIC
VIIpOIIIEHHEBIE J1Ta00paTOPHO-INAaTHOCTUICCKHE aJIr0-
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PUTMBI, TakKne Kak AmoB-ajaroputM, ocHOBaHHEIN Ha
ornpeneaeHuu YpoBHSI AnoB u olleHKe pa3IUyHBIX CO-
otHommeHU JIII, Mpu3BaHHBIN cHeaTh MMOCTAHOBKY
nuarHoza CJHJIIT 6onee moctynHoit. YToObl npume-
HUTh MOCJeA0BaTeIbHbIII Hay4YHO-000CHOBAHHBIMI
noaxoa K uaeHtudukanuu nauueHtonB ¢ CIJIII, kiu-
HULUCTY HEOOXOAUMMO 3HATh OCHOBOIIOJaratume ge-
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