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ComocTaBuTh Pe3yABTaTH KANHUYECKOTO, AAOOPATOPHOTO M IeHETHIECKOTO 00CAEAOBAHYISI IAI[EHTOB
c ceMeitHoit runepxoaectrepunemueit (CTXC).

O6caepoBans! 112 marmenTos, cpearit Bodpact 40,2+17,9 ropa, 49 My>kuuH. AHAAU3 I'eHa PeLielITOpa AUIIO-
nporenpos Huskoit maotHocTH — AHIT (LDLR) MpoBOAMAM Y MAIMEHTOB C OLjeHKo# ro kpurepusm Dutch
LipidClinic Network (DLCN) >6 6aaaoB. IToxck myTaupu reHa LDLR BBITOAHSAY C IOMOIIbIO aHAAN32 KOH-
¢$opMarmoHHOro MoANMop$u3Ma 1 mocaeayromero ceksenuposanust AHK oraeapHbIx 9x30HOB rena LDLR.

CpeapHve moOKa3aTeAM AMIHAHOTO cocraBa kposu: obmuit XC 10,12£2,32 mmoas/a, XC AHII
7,72%2,3 MMOAB / A. AUTIOMAHASI AyTa POTOBUIIBI BBISIBAEHA Y 15 % MaIneHTOB, CYXOXXUABHbIE KCAHTOMBI —
y 31,8 %, kcaHTeAasmbI Bek — y 5,3 %. Tumpr myTaruii rena LDLR: Muccenc-myTarnmu — 42,8 %, MyTarmy,
IIPUBOASIILIVE K IPEKACBPEMEHHOMY OKOHYAHHIO CHHTe3a beaxa, — 41,1%, AeAenyin/ MHCepLUY B paMKe
cunTbBanus — 16,1%. ¥ manuentos ¢ IBC no cpaBHenuto ¢ manuentamu 6e3 IBC npu Haauany myTa-
MU B 4-M 9K30HE BBIIBACHBI AOCTOBEPHO 60Aee BbICOKMe ypoBHHU 061mmit XC (10,8812,08 MMOAB /A
nporus 8,74+1,57 mmoab/A coorsercrBenHo; p=0,001) u XC AHII (8,60+2,14 mmMoAb/A TpoO-
TUB 6,62+1,79 MMOAB/A COOTBETCTBEHHO; p:0,00S). Y manuenros ¢ MBC mo cpaBHeHHIO C manu-
entamu 6e3 MIBC u myranueit B 9-M sx3oxe rema LDLR Bbmme 6b1a ToABKO ypoBerp XC AHIT
(8,96%1,53 mmoab /A ipotus 6,92+1,59 mmoab/A cooTBercTBenHO; p=0,022). Ilpn Auddepennupo-
BaHHOM CpaBHeHMH HanueHToB ¢ IBC B 3aBUCHMOCTH OT BBISIBAGHHOTO THIIAa MyTanuil rera LDLR
C TIOMOIBIO AOTHCTHYECKOM perpeccuu IOAy4eHbl GOPMYAbI pacdeTa OTHONIEHHS LIAHCOB Pa3BUTHUS
UBC u undapkra muokapaa (IM) c yaeToMm BO3pacTa MarueHTa U ucxopHoro yposus AHIT.

YacroTa BeraBAeHMs THIOB MyTanui reHa LDLR: Muccenc-myTanmm — 42,8 %, MyTariim, IpHBOASIIITE

K IIPEXXAEBPEeMeHHOMY OKOHYAHHIO CHHTe3a 6eAKka, — 41,1%, aeAeriiy/ HHCEPIIUH B pAMKE CUMTHIBAHIS —
16,1%. IToxazaTeAr AUTIMAHOTO COCTaBa KPOBH He Pa3AUYAAUCH Y IIAIIMEHTOB B Pa3HBIX TOPOAAX H C Pas-
AVYHBIMU THIIaMu My Tanuii reHa LDLR. BoIsiBAeHBI pasAMdHs B TOKA3aTEASIX AHLITUAHOTO COCTaBa KPOBH

B 3aBUCHMOCTH OT THUIIOB MyTanuil y 60apabix IBC.
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AeHHBIN MyTauueit B renax penentopa AHII (rema LDLR),

Cewmeitnas runepxoaecrepunemus (CIXC) — BpoxkaeH-
HBIIl TIOPOK MeTabOAM3MA, Yallle C ayTOCOMHO-KOAOMUHAHT-
HBIM HACAEAOBAHHUEM, COIPOBOXKAAIONIUICS IMOBBIIIEHHBIM
ypoBHeM obmero xoaectepuna (OXC) u XorecTepuHa AH-
NOnpoTenA0B Huskoi maorHoctH (AHII), BhicOKUM prckom
Pa3BUTHS CepAeYHO-COCYAUCThIX 3aboaeBanmit (CC3) are-
POCKAEPOTHUYECKOTO reHe3a B MOAOAOM BO3pacTe, 0OYCAOB-
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amoaumnonporenpa B-100, mponpoTeMHKOHBEpPTa3bl CyOTH-
AM3UH / KeKCHH 9-TO THIIA, ¥ PeXe B APYTHX TeHaX, BBI3bIBAIO-
IMX ayTOCOMHO-AOMUHAHTHYIO HAM ayTOCOMHO-DeIleCCHB-
Hy1o popmy saboaesanus [1-3]. ITpu CI'XC nmenno CC3
B MOAOAOM BO3PACTe CAYXXaT IEePBbIM HPOsIBAEHHEM 3a60Ae-
BaHMSA, YTO CBUACTEABCTBYET O HECBOEBPEMEHHON AMarHo-

cruxe CI'XC [3].
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CoBOKyIIHbIN 9KOHOMHYECKHUI yIepO OT THIepxoAecTe-
punemuu B Poccuiickoit QPepeparu cocrasaser 1295 Tpan
Py6. B roa, BKAKOYas IIpsiMble 3aTPaThl (HEOTAOXKHAS IIOMOII,
NOCO6US MO MHBAAMAHOCTH) M HETpsIMble [IOTEPU B SKOHO-
muKe (oTepu 3apa6oTKa U3-3a BpEMEHHOI HETPYAOCIIOCO6-
HOCTH; IIOTepU BHYTPEHHETO BAAOBOTO IIPOAYKTA B CBSA3U
C MHBAAMAHOCTBIO, TIPEXAEBPEMEHHOM CMEPTHOCTBIO B aK-
THBHOM TPYAOBOM Bo3pacTe) [4].

HccaepoBanmsa remerukn CI'’XC cucremarmyecku mpo-
Bopuanch B Poccum B Cankr-Ilerepbypre, Mockse, Ho-
Bocubupcke, Ilerpo3aBoAcKe, M AMIIb B ITOCAGAHEe BpeMs
C BHEApDEHHEM IOAHOT€HOMHOTO CEeKBEHMPOBAHHS HEMHO-
rouricAeHHple MyTanun reHa LDLR Haiiaensr B VBaHoBe,
Openbypre, Tomcke, Omcke, Tiomenn, Boaorae, Kemeposo,
Baaausocroxe u Kpacrospeke [S].

B cBsi3u ¢ 9THM IOIOAHEHHe HAIMOHAABHOM 0a3bl AAH-
HBIX, @ TAK)Ke COMOCTABACHUE KAUHIMYIECKHX U FeHeTHYeCKUX
0COOeHHOCTell 3a00AeBaHMSI HEOOXOAUMBI AASL YAYYIIEHUS
AMArHOCTHKH 3a60AeBanus B Poccun.

Hanboaee yacTo MyTanu pasHBIX THIIOB Y OOABHBIX
CT'XC B Poccuu soisBasitorcst B rene LDLR [6]: myTanuny,
IPUBOASINHE K IIPEXAEBPEMEHHOMY OKOHYAHMIO CHHTE3a
6eaka Ha pubocoMax (HOHCEHC-MYTAI[MH M MyTallUU CABUTA
PaMKH CYMTHIBAHNSA), — MyTaLMH [IEPBOTO TUIA; MUCCEHC-My-
Tatmu (MyTaluu BTOPOTO THIIA); AGACLUU / MHCEPLIMH B PaM-
Ke CYMTHIBaHMs (MyTalMu TPeTbero THma). AaHHAS KAACCHU-
uKaIM MyTaIHil HO3BOASIET PA3ACAUTD UX IO CTEIIeHH BO3-
AeICTBHS Ha QpYHKIJMOHAABHYIO aKTUBHOCTD PeIleNITopa.

BrisBAeHME MyTanuil IOMOTAaeT OIPEASAUTb AAAbHEH-
LIYIO TAKTUKY A€YEHHMsS He TOABKO IIAIJMeHTa, HO U ero OAu-
KQHIIUX POACTBEHHHKOB, TeM CaMbIM IPOBOAMTH KaK BTO-
PHUHYIO, TaK M PAaHHIOI0 IEPBUYHYIO MIPOPUAAKTHKY OCAOXK-
HEHUI aTepPOCKAEPO3a.

Leasn

ComocTaBUTb Pe3yABTATBI KAMHHUYECKOTO, Aaboparop-
HOTO U reHermdeckoro obcaeposanus manuentos ¢ CI'XC
U3 Pa3HBIX MeCT IPOXXUBaHMA Ha TeppuTopun Poccun.

MarepuaA 1 METOABI

IIpoaHaAU3HPOBAaHB KAMHHYECKHE AAHHBIE H Pe3yAb-
TaThl OHMOXMMMYECKOTO U TeHeTHYeCKOTO OOCAeAOBaHUS
112 nmauuentos (31 us IlerposaBoacka u 81 us CaHkr-
ITetep6ypra), cpeannit Bospact 40,2+17,9 ropa, 49 mysx-
9MH. AOCTOBEPHBIX PAa3AHMYMI IIO BO3PACTy M IIOAYy MEX-
Ay manuentamu u3 Cankr-Ilerepbypra u IleTposaBoacka
He BbLABAHO (CpeAHHil Bo3pacT sxureaeit [leTposaBop-
cka 39,3+17,9 ropa, 14 My>X4uuH; CpeAHHMH BO3pacT XH-
teaeit Canxr-Ilerepbypra 41,9+15,6 roaa, 35 MyxuuH).
CI'XC amarHocrupoBaau mo kpurepusiv Dutch Lipid
Clinic Network Criteria (DLCN). MccaepoBaHMe BBITIOA-
HEHO B COOTBETCTBMH C IPHHIMIIAMH XeAbCHHKCKOH Ae-
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KAAQpAI[MH 110 IPAaBaM YeAOBEKa M OAOOpPEHO Ha 3aCepAaHUH
Komurera mo mepunumuckoit atuke IlerposaBopckoro I'Y
(14 Hos16ps1 2013 1.).

IIpoBoanAM aHAaAM3 MOKasaTeAedl AMIHMAHOTO COCTaBa
kposu: yposasa OXC, XC AHII, XC aunomnporena0B BbICO-
xoit maotroctu (XC ABIT), Tpuraunepupos (TT), a rawxke
nevenounbix Tpancamunas (AAAT, AcAT), kpeaTuHuHa, Mo-
9eBHHDI, TAIOKO3bI, TOPMOHOB IIUTOBHAHOM 5KEAE3BI C IIeABIO
HCKAIOYEHHsI BTOPUYHON THIIEPXOAECTEPUHEMHIHU IIPH OTOO-
pe MaIjMeHTOB AASI TeHeTHUECKOTO 0bcaepoBaHMs. [eneTmye-
CKHI aHAAUM3 BBIITOAHSIAM Y ITAIIHEHTOB ¢ onjeHKo# mo DLCN
>6 6aAAOB METOAOM aHAAM32 KOHPOPMALHOHHOTO IOAUMOP-
¢U3Ma C MOCACAYIOIUM CeKBEHHPOBAaHMEM ITOCACAOBATEAD-
Hoctu reHa LDLR. Ox3onb1 rera LDLR ammanurmposaau
METOAOM IIOAMMEPA3HOM IJeITHON PeaKIUH C IOMOIIBIO Ipaii-
MepoB ¢ 5-KOHIeBO# PAyopecIieHTHOH MeTkoi ruanHuH CyS
$upmpr «Curroa» [6, 7]. AMmanduuuposanHble 06pasLbl
HCCAGAOBAAH C ITIOMOIIBIO AHAAM3A KOHPOPMALMOHHOTO II0-
anmopdusma AHK [6] npu paspesennn GpparmMeHTOB Ha aB-
TOMaTH4ecKoM cekBeHaTope <«ALFExpress-2>», 06pasist
C M3MEeHEHHOH ITOABIDKHOCTBIO OTIIPABASIAM Ha CeKBEHHPOBa-
Hie B pupMmy «EBporen>.

Craructudeckyio 06paboTKy IOAyYEHHBIX AAHHBIX IPO-
BOAMAH C ITOMOIIbI0 nporpammsl Statistica 10.0. Mcmoas3o-
BAAHCh METOABI OIMCATeAbHOM CTAaTUCTHKU — pacdeT abco-
AIOTHBIX M OTHOCUTEABHBIX (B %) 4acTOT. AAs IPOBEPKH 3Ha-
YUMOCTH MEXIPYIIIOBOTO Pa3sAMYHUS YACTOT HMCIIOAB30BAAU
KPUTePUH XH-KBAaAPAT ¥ TOYHbIN KpuTepuit Pumepa. Aas uc-
CAeAOBaHHUS HMHQOPMATUBHOCTU IIEPEMEHHBIX U IIOCTpOe-
Hus mporaocTudeckoit Moaean MIBC u nadapxTa Muokapaa
(IM) npuMeHSIAM MOMIATOBYI0 AOTHCTUYECKYIO PerpeccHIo.
AaHHble peacTaBAeHbI B BuAe cpeaHero (Me) u craHpapT-
HoTO oTKAOHeHHM: (SD).

PesyabpTaTnI

Xapaxrepunie kanamdeckue npusHakun CI'XC — aumona-
Hasl Ayra pOTOBHIIbI, KCAHTOMBI, KcaHTeAa3Mbl. Cpear Imanu-
€HTOB C ITOATBepPXAeHHbIM puarHosoM CI'’XC kak kauHMde-
CKH, TaK U TeHeTHYeCKH, AHIIOMAHAS AyTa POTOBHIIBI BBLIB-
aeHa y 17 (15%), cyxoxmuabHble kcanToMbl — y 36 (31,8%),
KcaHTeAa3Mbl Bek — y 6 (5,3%). Takum 06pazom, oTCyTCTBHE
AQHHBIX IIPH3HAKOB He HcKatodaeT Amaraosa CI'XC.

Tab6auna 1. ITokazaTeAn AUTIHAHOTO
cocraBa KposHu y manpeHTOB ¢ CI'XC

ITaruenTHI K3 ITaruenTHI H3
IToxa3arean ITerposaBoacka Cankr-IleTep6ypra P
(n=31) (n=81)
OXC, MmMoABb/A 10,12+2,32 10,12£2,29 0,998
AHII, MmMoAB/ A 7,44+2,23 7,91£2,21 0,331
ABIT, MMoAB /A 1,37%£0,55 1,15+0,29 0,012
TT, MMoOAB /A 1,67+0,52 1,63+0,70 0,796

3aech u panee: CI'XC - cemeiiHas rUIIepXOAECTEPHUHEMHS.
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Ta6anua 2. [Toxazarean AunmAHOTO coctaBa Kposu y marueHToB ¢ CI'’XC ¢ myranusamu rera LDLR pasamdsoro tuma

IlepBas rpynma —
MaIHEeHTHI C My TALHUSIMH
nepsoro tumna (n=44)

IToxazaTeap

Bropas rpynmna -
MAIHEeHTHI C My TALUSMH
BTOpOro THNa (n=46)

TpeTbs rpymma —
MAIHEeHTbI C My TAIfHsIMH
Tperpero Tumna (n=18)

P12 P1-35 P23

Bospacr, roasr 38,2+15,5 43,8+17,3 41,8+ 0,104; 0,398; 0,662
OXC, mmMoAb/A 9,67£1,99 10,59+2,51 9,98+2,26 0,055; 0,599; 0,364
AHII, MmMoAB/ A 7,37£1,84 8,12+2,5 7,82£2,20 0,131; 0,431; 0,658
ABII, MMoABb /A 1,21+0,35 1,21+0,45 1,23+0,34 0,959; 0,839; 0,834
TT, MmMoAb /A 1,63+£0,65 1,62+0,57 1,73+0,81 0,947; 0,600; 0,541

Y BceX IAIlMeHTOB BbLISIBA€HA BBIPAKEHHAS AUCAUIIMAEMUS
co cpeanumu yposrsimu OXC 10,12+2,32 mmoas /A, AHIT
7,72+2,3 MmoAb/ A, ipu aToM ypoBHu ABIT u TT - B mpeae-
Aax Hopmsl (1,26+0,36 mmoab/A u 1,65+0,68 MMoAb/ A co-
OTBETCTBEHHO). /A OCTOBEPHBIX PA3ANYHIL 10 KOHIIEHTPALUH
OXC, AHII, TT mexay manuenTtamu u3 Caukr-Ilerepbypra
u [lerposaBopcka He BbisBAeHO (Taba. 1).

I'enemuueckas xapaxkmepucmuxa nayuenumos c CI'’XC

B o6caeayemoi rpymme marueHTOB HanbOAee 4acTO BbI-
SABASAMCH MUCCEHC-MyTatmu —y 48 (42,8%) 1 MyTauuu, npu-
BOASIIIIME K IIPeXAeBPeMEHHOMY OKOHYAHHIO CHHTe3a Oea-
Ka, — v 46 (41,1%). Aeaeruu/vHCepI B paMKe CUMTHIBA-
Hus BoisiBAeHbl y 18 (16,1%) manueHTOB.

DBb1A0 IIpOBEAEHO CONOCTaBACHHUE MTOKA3ATEACH AUITUAHO-
ro COCTaBa KPOBH MALJUEHTOB C TUMAaMU MyTanmit (Taba.2).
Y mnarmentoB u3 Cankr-Ilerepbypra u IleTposaBopcka
He BBIIBAGHO Pa3AMYUI ITO IIOKA3aTeASIM AUTIMAHOTO COCTaBa
KPOBH B 3aBHCHMOCTH OT Tura myTaruu reda LDLR. He Bo1-
SIBAGHO AOCTOBEPHBIX Pa3AMYUH Y IAIIMEHTOB, OTHOCSITHXCS
K OAHOM IPyIIIe My TALIMii, HO IIPOXXUBAIOIINX B Pa3HbIX TOPO-
Aax. EauHCTBeHHOE HCKAIOUeHME — 60Aee BRICOKHUI YPOBEHD
ABII cpeau manueHTOB ¢ MyTalUAMH IepBOTO THUIIA Y JKHU-
teaeit IlerposaBoacka (1,50£0,36 mMmoAb/A) TO cpaBHe-
Huto ¢ xureasmu Cankr-Tlerep6ypra (1,11+£0,30 MMOAB/ A;
p=0,003).

Hanboabiree KOAUYECTBO MyTALMFl, BbISBAEHHBIX Y IIa-
nuentoB u3 IlerposaBoacka u Cankr-Ilerepbypra, ao-
KaAM30BaAUCh B 4-M ak3oHe — y 38 (33,6%) u 9-M akso-
He — y 27 (23,8%) manueHTOB, AAHHbIE 9K3OHBI SBASIOTCS
HanboAee IPOTSDKEHHBIMH B reHe. B 8-M ax30He MyTarjuit
He BbIABAeHO. JacToTa MyTanuil B APYTHX 9K30HAX: BO 2-M —
y 3 (2,65%) marumentos, 8 3-M — v 9 (7,96%), B S-M —
y2(1,8%),86-M-y9(7,96%),87-M~yS (4,4%), B 10-M —
y 2 (1,76%), B 11-m — y 2 (1,76%), B 12-M — y 6 (5,3%),
B13-M-y4(3,5%),814-Mm-y1(0,88%),815-Mm-y3(2,7%),
B16-M-y3(2,6%),817-Mm~y1 (0,88%) narmenrta.

HUBC umymayuu zena LDLR

UBC anarroctupoBaHa y 46 nanuenros —y 10 (32,3%)
u3 ITerposaBoacka u y 36 (44,4%) us Canxr-Iletep6ypra.
M B anamHese 6b1a y 26 6oabnbix: y 7 (22,5%) us Ilerposa-
Boacka 1y 19 (23,4%) us Canxr-Iletep6ypra.
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[Ipy HaAMuMH MyTauuu B 4-M 9K30He BBIIBAEHBI 0O-
aee Bbicokue yposuu OXC (10,88+2,08 mmoan/a), AHII
(8,60+2,14 Mmoab/A) u TI (1,96+0,86) mo cpasHe-
HHIO ¢ TakoBbMH y manuentos 6e3 UBC (yposen» OXC
8,74+1,57 mmoan/a, p=0,001; AHII 6,62£1,79 MmoAB/ A,
p=0,005; TT' 1,28+0,47 MMOAB/ A, p=0,005). Y marueHTOB
¢ UBC u myTanuest B 9-M ax3oHe rena LDLR Bbiiie 6514 TOAD-
xo yposers AHII (8,96+1,53 MMoAb/A); y manueHTOB 6€3
UBC - 6,92+1,59 mmoab/a (p=0,022). Pesyabratsr mpea-
CTaBAEHBI B TabA. 3.

Y manueHTOB ¢ MyTanueidl B 3-M 9K30He BbIIBAEH 60-
Aee Husku# yposesb ABII B moprpymne nanuentos ¢ UIBC
(1,10+0,09 MMOAB/A TIO CPaBHEHHMIO C TAaKOBbIM y AHI] 6e3
UBC - 1,35+0,12 mmoab/a; p=0,027). Cratucrudeckas o6-
paboTKa pPasAMYHIl B TOKA3ATEASIX AUIIMAHOTO COCTaBa Kpo-
BU H3-32 OrPAaHMYEHHOIO pa3Mepa BBHIOOPKH HEBO3MOXKHA
IIPY AOKAAM3AIMH MyTanmii Bo 2, S, 7, 8, 10, 11 u 13-M ak30-
Hax. [Ipu Aokaauzanuu MyTanuit B 6-M u 12-M 3K30HaX AO-
CTOBEPHBIX Pa3AUYHI MEXXAY IIOKa3aTeAsIMU He BBIIBACHO.

ITpu cpasuennn maruentos ¢ MBC u3 oboux ropo-
AOB ¢ moArpymmoit nanuentos 6e3 UBC (Taba.4) Bbiasae-
Ho, uto nanuents ¢ UBC crapme (51,1+10,1 roaa), uem au-
ma 6e3 IBC (35,1+16,5 ropa). Y marmenros ¢ UBC c BbLas-
AeHHO# MyTanuesi reda LDLR 6b1au BbIIe, 4eM y IAILjHIeHTOB
6es UBC, yposaun OXC (11,01£2,1 u 9,23+2,03 MMoAB/A
COOTBETCTBEHHO; p=0,000070) , a TaKKe XOAeCTepHUHA

Tabauna 3. [TokasareAn AUTUAHOTO COCTaBa KPOBHU
y HALMeHTOB C Pa3AMYHON AOKAAM3aIel My Taluu
(sx30mb1) B 3aBECHMOCTH OT Haamuns BC

Tapamerp ITanueHTHI ITaruenTshI P
6es UBC (n=58) cHUBC (n=39)

4-i1 9K30H
Yucao majueHToB 20 17 -
OXC, MMOAB/ A 8,74+1,57 10,88+2,08 0,001
AHII, MmMoAb/ A 6,62+ 1,79 8,60+2,14 0,005
ABII, MmMoAB/ A 1,33+ 0,32 1,20+0,36 0,255
TT, MmoAB /A 1,28+ 0,47 1,96+0,86 0,005
9-11 9K30H
YucAo manjueHToB 16 S -
OXC, MmMoAb/A 9,59+2,58 10,74£1,39 0,358
AHII, MmmoAB /A 6,92+1,59 8,96+1,53 0,022
ABII, MMoAB /A 1,23+0,56 1,29+0,39 0,825
TT, MMoAB /A 1,52+0,47 1,08+0,23 0,065
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Ta6anna 4. [TokazaTeAn AMIIMAHOTO COCTaBa KPOBH
y marmmenToB ¢ UBC 1 myranueii rera LDLR

Ta6anna 6. [TokazaTeAn AUIIMAHOTO COCTaBa KPOBH
y marenToB ¢ UBC u ¢ myTanmsamu resa LDLR pasaugsoro Tuma

ITanyeHTHI IMagnenTs!
Mopaverp et GO0 HBC () P TapeTP oy HBC (nes8) cHBC(n-39) P
Bospacr, roast S1,1+£10,1 35,1+16,5 0,000001 Myraguu neporo Tuna
OXC, mmonn/a  11,01%2,1 9,23+2,03 0,000070 ‘Iucao nanmenTos 22 17 -
AHTI, myoan /o 8,38+2,18 6,97+1,97 0,00003 Bospacr, rops 30,4£13,8 50,1£9,3 0,00001
OXC, MmM0AB/ A 8,75%+1,6 10,75+1,82 0,0008
ABIT, mmoan/a  1,17+0,33 1,26+0,42 0,314
AHII, Mvoab/A 6,57+1,40 8,55%0,34 0,0006
TT, MvoAb /A 1,85+0,78 1,510,54 0,014 ABTL, srons/a 250,35 1.20£0.76 0,695
TT, MMOAB /A 1,47£0,55 0,079
Tabauna S. [TokasaTeAn AUITUAHOTO COCTaBa KPOBU MyTanuu BToporo tumna
y manueHToB ¢ UM u myTanueit rera LDLR YucAo MarjeHToB 27 13 -
Mapaserp Mauentsi c UM IManuents: 6e3 UM » Bospacr, roast 39,2£18,1 53,6£12,6 0,014
(n=26) (n=87) OXC, MMOAB/ A 9,79+2,35 11,20+2,54 0,093
Bospacr, roasr 49,8+11,9 38,4+16,7 0,002 AHIT, MmMoAb/ A 7,35%2,38 9,35+2,65 0,026
OXC, MMOAB/A 10,95+2,5 9,60+2,02 0,008 ABTI, MMoAB /A 1,23+0,51 1,17£0,32 0,705
AHIL Mvorn/a  8,87+2,62 7,35£1,99 0004  Thmmorn/a LU 1,73+0,60 | 0,425
ABII, Mmoab/A 1,09+0,32 1,27+0,40 0,048 MyTanuu rpersero runa
TT, Mmoab /A 1,84+0,67 1,58+65 0,100 “lacao nanmenros 2 o -
Bospacr, roast 34,3+16,3 49,2+7,6 0,024
OXC, MmMOAB /A 8,75+1,75 11,20+2,1 0,016
AHII (8,8812, 18 u 6,97+1,7 MMOAb/A COOTBETCTBEHHO; AHII, MmmMoAB/A 6,81+1,78 8,82+2,21 0,050
p=0,00003) u TT (1,85+0,78 u 1,51+0,54 MmmoAb/A cooT-  ABII, Mmoab/a 1,34£0,31 1,12+0,35 0,175
BercTBenHo; p=0,014). Yposens ABII pocToBepHo He pas- 1T mvoan/a 1,460,40 2,01£1,04 0,162

AVYAACS MEXKAY TOATPYILIIAMH.
IarmenTsr ¢ MM ¢ myTtanueit rera LDLR 6b1au cTap-
mre (49,8+11,9 ropa) mo CpaBHeHHIO C manueHTamu 6e3 IM
(38,4£16,7 ropa; p=0,002). AaHHbIe IPEACTABAEHBI B Ta0A. S.
IManuentst ¢ MM xapakTepH3oBaAuCh 6oAee BBICO-
xumu  yposuamu OXC (10,95+2,5 MMOAb/A), AHII
(8,87+2,62 Mmmoab/a) u TT (1,84+0,67 mmoab/A) TO cpaB-
HeHHI0O C manueHTamud 6e3 IM B aHaMmHe3e, UMeBIIHX
yposenr OXC 9,60+2,02 mmoan/a (p=0,008), AHII
7,35+1,99 mmoan/ A (p=0,004). Yposens ABII y natuenTos
¢ M 6b1a Huske (1,09+0,32 MMOAB/A) TIO CpaBHEHHIO C Tia-
nuentamu 6e3 IM (1,27+0,40 mmoab/a; p=0,048).

Hamu Taxoxe npoBeaeHo Aud depeHIMpoBaHHOe CpaBHEeHHE
nanuenToB ¢ IBC u 6e3 IBC B 3aBUCUMOCTH OT TOTO, MyTa-
11K KAKOTO THUIIA BHIABACHDI Y TIALjueHToB (TabA. 6). TTaruenTst
¢ UBC u myTanusvu nepsoro tuna 6b1au crape (50,1+9,3 ro-
A2) To cpaBHeHuio ¢ marmenTtamu 6es IBC (30,4+13,8 ro-
A2; p=0,00001). Y noarpynmet ¢ UBC u MyTanusmu nepso-
ro tuma 6bia Bemme yposens OXC (10,75+1,82 Mmoab/A)
u AHIT (8,55£0,34 MMOAB/A) TIO CpaBHEHHMIO C TALJUeHTa-
mu 6es UBC (yposen»r OXC 8,75+1,6 mmoan/a; p=0,0008)
u AHIT (6,57£1,40 mmoab/a; p=0,0006). ITatments: ¢ UBC
¥ MyTalusMu BTOporo THma 6biam crapme (53,6£12,6 ro-
Aa) maruenTos 6e3 UBC (39,2+18,1 roaa; p=0,014). Y moa-
rpymust ¢ IBC u MyTanpsiMu BTOporo THIia 6bIA BbIIIe ypo-
Benp AHIT (9,35+2,65 Mmoab/a, p=0,026). [Taumentsi c UBC
M MyTausMH TpeTbero THma 6biau crapme (49,217,6 ro-
Aa) manuenTos 6e3 IBC (34,3+16,3 ropa; p=0,024). VY noa-
rpynmbl ¢ UBC u MyTarnusiMu TpeTbero TuIa BbIie YPOBEHb
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OXC (11,20+2,1 mmoab/A) u AHIT (8,82+2,21 Mmmoab/A)
no cpasHeHmo ¢ maruentamu 6es MIBC  (yposem» OXC
8,75+1,75 mmons/a; p=0,016 u AHIT 6,81+1,78 MMOAB/A;
p=0,050).

B xope AOTHCTHYECKOTO PerpecCHOHHOTO aHAAM3A IIOAY-
4eHbl GOpMyAB! oueHKH oTHomeHus mancos (OII) UBC
y MaIJMeHTOB C MyTAIUsIMHU Pa3AUYHOTO THIIA C YYETOM BO3-
pacra u ucxopsnoro yposusa AHII:

o MyTanus Broporo THa:

Myxuunsr: OL = exp (-7,33 +0,08-xBospacr + 0,43x AHIT)
Kenmunpr: OI1I = exp (-8,58 + 0,08xBospacr + 0,43x AHIT)
»  MyTanus nepBoro AU TPETHETo THUIIA:

Myxuunpr: OL = exp (-6,03 + 0,08xBospacr + 0,43x AHIT)
Kenmunpr: OII = exp (-7,28 + 0,08xBospacr + 0,43x AHIT)

Taba. 7-16 pas pacuera BepostHocTr IBC 1 FIM npea-
craBAeHbI B IIpuAoxkeHny, pasMeleHHOM Ha CaHTe JKypHa-
aa «Kapauoaorus» (appec caitra: https://lib.ossn.ru/jour).
Ha puc.1 orpaxeno pacmpepesenne BeposrHoctu MBC
B 3aBHCHMOCTH OT THIIAa MYTalluM M BO3PAcTa IAIIMEHTOB
npu yposHe AHIT S Mmoas/ a. Tak, B Bospacte 40 AeT y sxeH-
e ¢ ypoHeM AHIT 5 MMOAB /A ¥ BTOPBIM THIIOM My TALIK
(Muccenc-myTanmu) sepostHocts MIBC cocrasaser 3,8%
(TabA.7), IpM MyTaLKAX, OTHOCAIIMXCS K IEPBOMY HAHU Tpe-
TheMy THIY, BeposiTHOCTD MIBC y sxeHimH pocruraer 12,7%
(Tab6a.8). Y Myxuun c yposrem AHIT S MMOAB /A 1 BTOpPbIM
TUIOM MyTanuil B Bo3pacre 40 aeT BepostHOcTh IBEC BBI-
IIe, YeM y >KeHIIHH, cocTaBasist 12,1% (Taba.9); y HaIlMeHTOB
C MyTaLJUSIMH [IEPBOTO U TpeThero Tuma — 33,6% (1aba. 10).
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Pucynox 1. Beposraocts IBC y sxeHmMH 1 My>X41H ¢ pa3AmIHbIME THITaMU MyTanuii reHa LDLR nyposrem XC AHIT
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Pucynox 2. Bepoarnocts passutusa UM y my»xunn 45 aet
B 3aBUCHMOCTH OT Tuma MyTaruii renHa LDLR u yposus XC ABII
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Ommnowenue wancos passumus MM accoyuuposaroce
npexde 6cezo co cHuxcenuem yposusa ABII

Hwxe mpepcraBaenst popmyan: pacuera OII passurus
VIM y manyueHTOB C pa3AMYHBIME THIIAMK MYTAITHI B 3aBUCH-
MocTu ot yposua ABII:
o AAs MyTaluii IepBOro TUIIA:
ymyxuun: O = exp (-0,13 + 0,04 x Bozpacr — 1,95 x ABII)
yxenmun: OIII = exp (-1,1 + 0,04 x Bospacr — 1,95 x ABII)
o AAS MyTanui BTOpOIo THIIA:
ymyxuun: OI = exp (0,29 + 0,04 x Bospacr — 1,95 x ABIT)
yoxermmn: OI1 = exp (~0,68 + 0,04 x Bospacr — 1,95 x ABIT)
o AAS MyTanui TpeTbero THIIA:
yMyxuaun: OIL = exp (1,56 + 0,04 x Bospacr — 1,95 x ABIT)
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Pucynox 3. Bepoaruocts passutua FIM y xenmun 45 aet
B 3aBUCHMOCTH OT Tuna MyTaruii rena LDLR u yposns XC ABII
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yoxermun: OII = exp (2,53 + 0,04 x Bospacr — 1,95 x ABIT)

Ha puc. 2 u 3 npeacrasaen npumep seposTHocTr UM y ma-
1ueHToB 45 AeT ¢ yderom Tuma myTaruy, yposaa XC ABII,
noaa. Tak, B Boapacre 45 aer y My»xuuH ¢ ypoBHeM XC ABIT
0,9 MMOAB/A TIpH BTOPOM THIle MyTaluil BepositHocts FIM
cocrasaster 58,3% (Taba.1S), mpu MyTaLMsAX MepBOrO TUIA —
47,8% (raba.14), npu Tperbem TuIe (AeAeryH/HHCEPLMM
B pamKe CUMTbIBaHUs) BeposTHOCTb VUM pocturaer 18,02%
(Ta6A. 16). Y sxeHmuH aTOrO 3Xe Bozpacta ¢ yposrem XC ABII
0,9 MMOAB/A TIpU BTOPOM THIlE MyTaluil BepositHoCTs YIM
HIDKE, 4eM y MY>KUHMH, cOCTaBAsid 34,6% (kak U y MyX4uH,
IIPH 3TOM THIIe MyTanui BeposTrHocTs VIM MakcuMaabHas,
Taba. 12); y MALMeHTOB C MyTaLHMsAMH IEPBOTO TUIIA — TIPaK-
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THYeCKU B 2 pasa Hirke, 25,8% (Taba.11), TPeThero TUIA —
7,69% (Taba.13),uTo B 3 pasa HIKe, YeM Y MY>KYHH CO CXOA-
HBIMU ITOKA3aTEASIMHU.

O6cysxpaeHne

CI'XC sBAsIeTCSI MAAO AMATHOCTHPYEMbIM 3a00AeBaHIEM,
B PsIA€ CTPaH 9acTOTA BBIIBACHHS AAHHOM HO30AOTHMH COCTAB-
aster meHee 1% [1]. B pamxax uccaeposanmss ICCE-PO pac-
npocTpadeHHOCTb onpeaeserHorn CI'XC, coraacHo Mopndu-
IIJMPOBaHHbBIM TOAAAHACKUM KpUTepHUsM, cocTaBuaa 1:407 ge-
AoBek, a BeposTHOi CI'XC - 1:148 [8]. ITpeaniosoxkuTeAbHO
49ucA0 AmIy ¢ rereposuroTHoit ¢popmoit CI'XC B Poccuu mo-
XKeT AOCTUIaTh 1 MAH, ¥ GOABIIMHCTBO U3 HAX HA AQHHBII MO-
MEHT He BbISABACHO [ 8].

Bricokass cmeprHocts mpu CI'XC obycaoBaena 60-
Aee paHHUM, 4eM B CpepHeM B momyasinun, cebrotom BC;
CI'XC cAyXUT NpUYNHOHN IPEXAEBpPEMEHHOH CepAeuHO-
cocyaucToit cmept B 20% caydaes [9-12]. Oanako He-
CMOTPS Ha BBICOKYIO BeposTHOCTh passurusi CC3 B MoAo-
AoM BozpacTe y manueHToB ¢ MoHoreHHoi CI'XC, psp ma-
[JeHTOB MMEIOT HOPMAABHYIO ITPOAOAKUTEABHOCTD JKU3HHU
6e3 runoannpeMudeckoi Tepanuu [13]. Yaer pasHoo6pa-
3usa ¢penorunmdeckux nposisaenit CI'’XC mossoaser mpo-
BOAUTD HHAMBUAYAABHYIO CTPATHQHUKAIIUIO PUCKA PA3BUTHUS
CepAEYHO-COCYAMCTBIX OCAOXKHEHHH, OCYIeCTBASITh BHIOOD
CBOEBpEMEHHOH M aACKBATHOM TepaIuu.

ITpu o6caep0BaHME Hamumx manueHToB U3 IleTposaBoa-
cka 1 CankT-IleTepbypra ycTaHOBACHO, UTO AUTIOUAHAS AyTa
POTOBHIIbI, KCAHTOMBI, KCAHTEAA3MBI — BBIIBASIIOTCS He y BCeX
IAIMeHTOB, Aaxe cpear amn ¢ onpepeaenHon CI'XC. Tak,
CpeAr 00CA€AOBAHHbIX NMALEHTOB C KAMHUYECKHUM H TeHeTH-
geckuM noarsepsxaeHreM CI'’XC aumoupHast Ayra poroBHUIibI
BbLABAEHA ¥ 15%, cyxosxuabHble KcaHTOMBI — Y 31,8% manu-
eHTOB, KCaHTeAa3MbI BeK — y 5,3 % manmenTos. CoraacHo 1mo-
Ay4EeHHBIM AQHHBIM, OTCYTCTBHE KCAHTEAA3M BeK, AUTIOMAHOM
AYTH POTOBHIIBI, KCAHTOM He HCKatodaeT puarHosa CI'XC,
4TO MOATBEP>KAQETCSI AAHHBIMU APYTUX HCCACAOBAHHH; pac-
IPOCTPAaHEHHOCTh HMeeT TeHAepHble PA3AMYHS, 3aBUCHT
or Boapacra nmanyuenTos, yposast OXC u AHII [14]. Panee
MbI cpaBHMBaAH reHermdeckue yepThl CI'XC y manuenToB
u3 IlerposaBoacka u Cankr-Iletepbypra, mpu aToM Obira
BBISIBAEHA AHIIb OAHA OOIIasi MyTalusi, CeBepOKAPEAbCKast —
.925-931del CCCATCA, p. (Pro309fs), FH North Karelia
[15]. K HacrosmeMy BpeMeHH KOAMYECTBO MYyTaLil, OOHa-
pyxenHsix Kak B Canxr-Iletepbypre, Tak u B ITeTposaBoa-
CKe, YBEAYHAOCH AO YeThIpeX — OOILIMMU OKA3AAKC elle TPU
myTanuu: ¢.1202T>A, p. (Leud401His) [16,17]; c.1775G>A,
p. (GlyS92Glu) [17-19]; c¢.2389G>A, p. (Val797Met) [16,
17]. TToAmbIe crivcku myTanui rena LDLR B IleTrpo3aBoacke
u Canxr-ITerepbypre ¢ moApOOHBIM ONMCAHHEM PHBEAECHDI
B TabA. 17 Ilpuaoxenns. OAHAKO YaCTOTa BBISIBAGHMS Pas-
AWYHBIX TUIIOB MyTaruil rena LDLR 6b1Aa cxoxxeit: MUCCEHC-
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MyTanuu — 42,5 %, MyTanuy, IPUBOASINIE K IPeXAeBpeMeH-
HOMY OKOHYAHHUIO CHHTe3a beaka, — 40,7 %, aeaeruu / uHcep-
LIV B PaMKe CYUTHIBAHMS BbIIBAEHBI y 15,9%, cxoxeit 6biaa
U HauboAee 4aCTast AOKAAM3AIIHS My TAL[UI B TAK HA3bIBAEMBIX
FOpsTIHX 9K30HaX. I [pu aTOM IOKa3aTeAN AUTIMAHOTO COCTaBa
He Pa3AMYAAUCH Y TMAIUEHTOB B Pa3HBIX TOPOAAX M C PA3AMY-
HBIMH THIIaMH MyTanuit. Y manuenTtos ¢ IBC 6oaee Bbicokie
yposau OXC, XC AHII u TT' BbIABA€HBI IPH AOKAAU3ZAIMH
MyTanuu B 4-M 9k30He, 6oaee Bricokmit ypoBerb XC AHIIT -
IPU AOKAAM3aIUHU B 9-M ak30He. [ToAyueHHbIe AAHHBIE ITO3BO-
AMAM paccyuTaTh BeposTHOCTh pasputus MBC u FIM B 3aBu-
CUMOCTH OT THIIOB My TaIHi, BO3PACTa U ITOAQ.

B macTosmee Bpems IpeApHMHHMAETCS IIONBITKA CTpa-
TUQUKAITMY PHCKA Pa3BUTHA CEPACIHO-COCYAHICTBIX OCAOXK-
Henuit y manuenToB ¢ CI'XC; cymecTByeT HECKOABKO IIpO-
rHocTHyeckux mKaa (MoHpeaAbcKast IIKAAQ, AAHHbIE peru-
crpa SAFEHEART), OCHOBBIBAIOIUXCS Ha y4eTe BKAAAA
Kaaccuyeckux pakropos B puck passutusa CC3 y manueHTOB
¢ CI'XC [20, 21]. IIpu CI'’XC BbIIBA€HDI X OTAMHYHS BO BAUS-
HuH $pakTOpoB pricka Ha passuTre CC3 1o cpaBHEHUIO € 00-
meit momyasinyeit. Tax, y manuenToB ¢ CI'’XC nmoBbIeHHbII
YPOBEeHb TOMOIMCTENHA HI'PAeT MEHBIIYIO POAD, @ CHIDKEHHE
yposust ABIT — 60Abinyio poAb B KadecTBe $paKTOpa PUCKA
Pa3BUTHS aTepocKaeposa. Takoe M3MeHeHHe BKAaAd $aKToO-
POB PHCKA II0 CPAaBHEHHIO C O0IIel MOITYASILIUeN CBSI3bIBAIOT
¢ BAUsiHMeM nosbimenHoro yposus AHIT [22,23].

Hamu npoaeMOHCTpHpPOBAaHO, 4TO BEPOSITHOCTb Pa3BH-
Tt IBC y manentos ¢ CI'XC B 60ableit cTereHn Koppe-
AMpOBaAa ¢ Bo3pactoM narnmenTa u ypossem AHII, B To Bpe-
ms kak UM - c yposuem ABIL.

Ozpanuuenus uccaedosanus

ITpoBepeHO cexBeHHpPOBAaHME KOAUPYIOLjell 0OAACTH re-
Ha LDLR, a He TapreTHOe MAM IIOAHO3K30MHO€ CEKBEHHPO-
BaHHe, YTO He II03BOASAO BBIABUTb MYTAallUH APYTUX I'€HOB,
sp3piBatomux CI'XC, a Taioke MHTPOHHBIE MyTaIlUM IeHa
LDLR. OTHOCHTeAbHO Heb6OABIION 06beM BHIOOPKH He II0-
3BOASIET C yBEPEHHOCTDIO TOBOPUTD O OAHOJ XapaKTepHCTH-
Ke MyTaIJMOHHOTO crekTpa. HakoHner|, MHOrHe HOBble MyTa-
1K He OBIAM QYHKIJHIOHAABHO OXapaKTEPH30BAHDI, T.€. 3a-
KAIOUeHHe O IATOTeHHOCTH AGAAAOCH IIO CerperaoHHOMY
aHAAM3Y M AaHAAOTHAM C QYHKITMOHAABHO OXapaKTepPH30BaH-
HBIMU MYTaL[MIMH, 3 He IPSIMbIM TeCTOM Ha aKTHBHOCTD pe-
IIeNITOPa B KYABTUBHUPYeMbIX pubpobAacTax.

3aKAOUYeHHE

YacroTa BBIABAEHMS Pa3sAMYHBIX THIIOB MyTalfuil re-
Ha pelenTopa AUIIONPOTEHAOB HHM3KOHM NAOTHOCTH: MIC-
ceHC-MyTanuu — 42,8 %; MyTaI[uu, IPUBOASINHE K IIPEXAEB-
peMeHHOMY OKOHYAaHMIO cuHTe3a Oeaka, — 41,1%; aeae-
LM / MHCEePLMHU B paMKe cuuThiBaHus — 16,1 %. [Tokasarean
AWMITUAHOTO COCTaBa KPOBH He Pa3sAMYAAWCh Y HAIUeHTOB
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B pasHbIX TOpPOAAX M C Pa3AMYHBIMH THIIAMH MYTaI.IPIfI. Pac-

CYHTaHa BEPOSATHOCTb Pa3BUTHI HIIeMHYecKoll 60Ae3HH

cepAlla 1 MTHPAPKTAa MUOKAPAA B 3aBUCHMOCTH OT THUIIOB MY-

Ta].[PH:I TeHa penenTopa AMIIOIIPOTEUAOB HU3KOM IIAOTHOCTH,

BO3pacTa U ITI0AA.

10.

11.

12.
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