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OBIIASA XAPAKTEPUCTHUKA PABOTbI

AKTYaJIbHOCTB U CTelleHb Pa3padoTaHHOCTH TeMbl HccieqoBaHus. PanHee pa3Butue
aTepoCKIIep03a, Kak MpaBuiio, CBsi3aHo ¢ HacneacTBenHoi atuonoruent I'JIIT (Kyxapuyk B.B. u
ap., 2020). Camas pacrnpoctpanennas monorennas ['JIIT — CI'XC (Mach F, et al., 2020).
Bricokas pacnpoctpaneHHocTs CI'XC B Poccuu (1 Ha 173 4den.) cBUIETENBCTBYET O TSAKEIOM
Oopemenn manHoro 3aboneBanus (MemkoB A.H. u gp., 2021). HecMoTpst Ha BBICOKYIO YacTOTY
CI'XC, namuume »>¢p@exTuBHbIX MeTon0B CcHIKeHHs ypoBHA XC JIHII u yBenuuenue
JOCTYITHOCTA TeHeTHueckod nuarHoctuku, CI'XC ocraercs MO3AHO IWAarHOCTUPYEMBIM U
HeadekTrrHO eueHHbIM 3a001eBanneM (Nordestgaard B, et al., 2013).

CHJIIT obycnoBnena nammuuem BHII APOE wm accomumpyercs ¢ BBICOKHMM PHCKOM
pa3BUTHSA KaK KOPOHAPHOTO, Tak W mepudepuyeckoro arepockiepos3a (broxuna A.B. u np.,
2021; Blum C, et al., 2016). PazpaboTan psijg OMOXUMHUYECKUX alrOpUTMOB quarunoctuxu CJJITT
(Paquette M, et al., 2020; Sniderman A, et al., 2010), onnako B Poccun maHHBIC KPUTEPUHU HE
IIPUMEHSIN 1 oLleHKY pactpoctpaneHHoctr CJIII panee He mpoBOaMIH.

IIpu nonurennoit I'XC coBokynHoe Biausiuue BHII nHa yposens XC JIHIT moxer
umutrpoBath MoHorennyio ['XC (Brown EE, et al., 2020). B 2022r. noka3aHbl acCOIHAIHH
nByx III'P ¢ ypoBaem XC JIHII cpenn HaceneHus €eBponencKo yactu Poccuu, 4To OTKpPBLIO
BO3MOXXHOCTH JIJIsl M3y4eHus (HeHOTUNHIecKnX ocooeHHocrer nonurennoi I'XC u noucka ee
OTIMYMM Kak OT Jiull 0e3 HapyUeHUH JUMHAHOrO oOMeHa, TaK U OT JIPYTUX T'€HETUYECKU
nerepmunupoBanubix ['JIIT y npencraButeneit poccuiickoit nonynsiuuu (Memkos AH, 2022).

Tpyanoctu auddepeHIuanbHON TUATHOCTUKM TE€HETUYECKH JETEePMUHUPOBAHHBIX
ateporeHHbix [JIII oOycnoBieHbl UX BBIPAXEHHOW (HEHOTHUIMUYECKOW TIeTEPOreHHOCTHIO.
[IpencraBnsieTcs akTyaabHbIM CpaBHEHUE UX APYT € Ipyrom, a Taxxe ¢ BoipaxkeHHon ['XC 6e3
YCTaHOBJIEHHOW T€HETUYECKOH STHOJIOTMH WM OTCYTCTBHEM HApyHICHUH JTUMHIHOTO OOMEHa.
[Tono6HBIX HCcceAOBaHMM paHee He MPOBOIUIIOCH.

Kpome toro, ogHol u3 Beaymux npoOjaemM MpakTHYECKOro 3paBOOXPaHEHUs SBISETCS
HU3Kasi IPUBEPKEHHOCTH MAIMEHTOB BPaueOHBIM PEKOMEHIAIUSAM, KOTOPask MOXKET YXY/IIIHUTh
MPOTHO3  CEPJIEYHO-COCYIUCThIX  3aboneBanuii  (Jlykmna FO.B. wu  gp., 2020).
HNudopmupoBaHHOCTH OOJIBHBIX O HAIMYUU Y HUX T€HETUYECKOTO HAPYIIICHUS, TPUBOISIIETO K
pazButuio areporenHoil [JIII, nomkHa cHocoOCTBOBATH YIYYIIEHHUIO MPUBEPKEHHOCTH

naruenTa k I'JIT (Nomura A, et al., 2018).



Hens wucciaenoBaHuss — CpaBHUTh (PEHOTUNIUYECKUE OCOOEHHOCTH TI'€HETUYECKU
NETEPMUHUPOBAHHBIX ATEPOTCHHBIX TUIEPIUIHUIAEMUNA U OLEHUTh MPUBEPKEHHOCTh OOIBHBIX
CEMEWHON THIIEPXOJIECTEPUHEMHUEN K THIOJUIIAIEMHYECKOM TEpanmuyd B 3aBUCUMOCTH OT
UH(OPMHUPOBAHHOCTH O pe3yJIbTaTaX FeHETHUECKOT0 TECTUPOBAHMUS.

3agaum ucciae0BaAHMS:

1. Ouenutes MHGOPMATHUBHOCTH paHee pa3pabOTaHHBIX JUATHOCTUYECKUX KPHUTEPUEB
CIJIII.

2. Ouenutsb pacnpoctpaneHrHocts C/IJII Ha nmpumMepe npeacTaBUTEIbHONU BHIOOPKH JTUI]
HBaHoBcKoM 007aCTH.

3. CpaBuuTh nokazarenu JunuaHoro cnektpa y 6ompabix C/JI, CI'XC, monmurennoit n
BbIpaxkeHHOM ['XC.

4. CpaBHUTh 4YacTOTy, BoO3pacT mnocTtaHoBKM juarHo3a WBC u  BbIpa)keHHOCTH
atepockiepo3a KA u @A y 6onbnbix CIUII, CI'XC, nonurennoit u BeipaxxenHou ['XC.

5. M3yuntes BnusHMEe uH(OpMupoBaHHOCTH OonbHbIX CI'XC o0 pe3ynbrarax
F€HETUYECKOI0 TECTUPOBAHUS HA MPUBEPKEHHOCTh MEUKAMEHTO3HON U HEMEANKAMEHTO3HOM
['JIT.

Hay4ynast HoBM3HA

Brniepsrie B Poccuu, Ha mpumepe npeacTaBuTeIbHON BEIOOpKHU U1l IBaHOBCKOI 001acTH,
orneHeHa pacmnpoctpaneHHocth CIUJIIl u m3yueHa MHPOPMATHUBHOCTH €€ JUATHOCTHYECKHUX
KpUTEpHUEB, pa3pabOTaHHBIX paHee.

[IpoBeneH cpaBHUTENBHBIM aHAIN3 ITOKA3aTENEH JIMIUAHOTO CIEKTPAa, aTepOCKIIEpo3a
KA u @A, vactots! u Bo3pacra noctranoBku auaruosa UbC y nmuu ¢ CJII, CI'XC, nonurenHoun
u BeIpaxxeHHOM ['XC, B T.4. IO cpaBHEHUIO C JIUIIAMH 0€3 HapyIIEHUH JIMITHIHOTO OOMEHa.

[IponemonctpupoBan HyTpueHTHBIN Tpoduib 60abHBIX CI'XC cTapiie 18 net. BriepBrie
NpoBeJCHa OIeHKa (HAKTUYECKOro MUTAaHUS W CpPaBHEHHWE WHTEHCUBHOCTH (U3NUYECKOU
Harpy3ku y mamnueHToB ¢ CI'XC B 3aBUCHMOCTH OT MH(GOPMHUPOBAHHOCTU O pe3yibTaTax
TeHETUYECKOT0 TECTUPOBaHUS. BrepBble B paHIOMHU3HPOBAHHOM HCCIEIOBAaHUM OOJBHBIX
CI'’XC BcecTOpOHHE H3y4Y€Ha pPOJb TIE€HETUYECKOrO0 TECTUPOBAHUS B IPHUBEPKEHHOCTH
Meankamento3Hoit I'JIT.

Teopernueckasi U NpakTHYecKasi 3HAYUMOCTb padoTbl. B oIHOM M3 pervoHoB
[entpansnoii Poccun (MBaHoBckasi 00nacTh), BbISIBJIEHA BBICOKAs PacIpOCTPAaHEHHOCTh

BBICOKOATEpOreHHOM reHernyecku nerepmuHupoBaHHoi I'JIII, a ummenno — CIUJIII, uyto
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CBUJETENILCTBYET O 3HAUYUTEIbHOM OpEMEHM [aHHOTO 3a00JIEBaHMUS M  IOAYEPKUBAET
HEO0OXOJIMMOCTh €T0 CBOEBPEMEHHOM TUarHOCTUKH.

Ha npumepe npencraBurenbHoil BbIOOpKM VIBaHOBCKOI 00JacTH IMOKa3aHO, YTO IS
BoLsiBieHus i ¢ C/IJIIT naubornee 1enecooOpa3HbIM MPEICTABISETCS COUYeTaHUE TaryIoTHUIIa
€2¢2 APOE u ypoBas TT" >1,5 mmons/n. CoueTanne naHHBIX KpuTepreB OyeT crnocoOCTBOBATh
noBeieHuto BoisgBigemoctd July ¢ CIUJII, crparudpukaumn CCP u cBoeBpeMeHHOMY
HazHauyeHuto ['JIT.

[IponemoncTpupoBanubie ¢denotTunudeckue ocodennoctu yun ¢ CHJII, CI'XC wu
nonurenHoi I'XC npu cpaBHEHMH UX APYT C APYroM, a Takxke ¢ BbipaxkeHHou ['XC u nunamu
0e3 HapylleHMH JUOUAHOTO OOMEHa MO3BOJISIOT MPEANONIOKUTh HATWYHE TE€HETUYECKU
nerepmunupoBaHHbix [JIII, mpoBectn ux auddepeHIalbHYI0 TUATHOCTUKY M HA3HAYHUTH
CBOEBPEMEHHOE JICUEHUE, & TAKKE YKA3bIBAIOT HA BRICOKHUI oTeHIHaI npoeaeHusa Y31 KA u
®A naruenTam ¢ ['JII1 ¢ 11en1b10 O1IeHKH BRIPAXEHHOCTHU MepU(EepUIecKOro aTepocKiieposa, 4to
MOET CIIOCOOCTBOBATH AanbHeen crpatudukamnuu CCP.

ITokazaH BkiIaja CrieMAIM3UPOBAHHBIX KOHCYJbTALUN [0 MUTAHUIO B YJIYy4llEHUE psaa
MUIIEBBIX MPUBBIYCK, YTO SBISETCS BAXHBIM ISl pa3pabOTKH TUETUYECKUX PEKOMEHIAINN Yy
o6onpHbIX CI'XC.

OOHapyXeHbl MPEUMYIECTBAa M OTPAaHUYECHUS NPU UHPOPMHUPOBAHHM IALUEHTOB O
pe3ynbTaTax reHerndyeckoro tectupoBaHus Ha CI'XC, a MMEHHO: 3HAHME MAIMEHTOM O
MOJIO)KUTEIILHOM pe3yJibTaTe reHeTudeckoro tectupoBaHus Ha CI'XC MoKeT MOBBICUTH J0JII0
UL, CcoOMIOJAoIMX BpadeOHble pEeKOMEHAAlMH, a o0 OTpULATEeIbHOM — CHM3UTh
IIPUBEP)KEHHOCTh  peKoMmeHayeMorn  menukameHtosHou  [JIT, d4ro  momuepkuBaer
HEOO0XOAMMOCTh MEPCOHATM3UPOBAHHOIO MOAX0/a K BEJACHUIO MAIlMEHTOB C OTPHUIATENIbHBIM
Pe3yJbTaTOM F€HETUYECKOTO0 TECTUPOBAHMSL.

MeToaos10rus 1 METOABI Mccaea0oBaHus. VccnenoBanue BKIIOYaeT OJJHOMOMEHTHBIN
(cpaBHEHHE JMI C TeHeTW4YecKu aetepMmuHupoBaHHbiMH [JIII npyr ¢ apyroM, B T.4. ¢
BeIpakeHHOM [ XC u nunamu 6e3 HapyIeHU TUIHIHOTO 0OMEeHa) U MPOCIIEKTUBHBIN (6 Mec.)
stanbl HaOmoaeHus (cyooucnenosanne GENMOTIV-FH). O0bekT 0lHOMOMEHTHOTO dTarna —
BBIOOpKH JTUI] >18 neT U3 yncna npomemux TapreTHOe Wik 3K30MHOE CEKBEHHPOBAHNE HOBOTO
NOKOJIEHUs. B pamkax JaHHOro 3Tama Take oleHuBanach pacnpoctpaHeHHocTs CIUII u
MH(OPMATUBHOCTD €€ JUArHOCTHYECKUX KpUTepueB. OOBEKT MPOCIEKTUBHOTO HAOIIOICHUS —

muua ¢ gaumarHozoM CI'XC, sBnsmoomuecs y4aCcTHUKAMHU MPOCHEKTHUBHOTO KOTOPTHOTO
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uccnenoBanuss GENMOTIV-FH. [lns pemieHus MOCTaBICHHBIX 3a7ad HCIIOJIH30BAIHCH
aHAJIUTUYECKUE, KITMHUKO-UHCTPYMEHTAIIbHBIE, TAO0OPaTOPHBIE U CTATUCTHYECKHE METO/IbI.

IHonoxkennsi, BLIHOCMMbIE HA 3AILUTY:

1. dnsa sersBnenus aui ¢ CIJII nHanGomnee nenecoodpa3HbIM MpeCTaBISETCS COUETaHNE
ramtotuna €2¢2 reda APOE u yposust TI' >1,5 MMonb/i. AtoB-anroputm st THarHOCTHKA
CHJIIT tpebyeT KOPPEKIMU C yUYE€TOM HAIIMOHAJIBHBIX OCOOCHHOCTEW pachpeieieHus] YPOBHS
AnoB. Ompenenenune cootHomenuss XC HeJIBII/AnoB pans guarnoctuxku CHJIT He
PEKOMEHYEeTCS B CBSI3U C HU3KOU CHEU(UIHOCTHIO.

2. Ilo naHHBIM W3YyYEHHs] MPEICTABUTEIHHOM BBIOOPKM JHUI[ OJHOTO M3 PETHOHOB
LentpansHoit Poccun momyuena Beicokasi pacnpoctpaneHHocts CIJII: 0,6% (1 na 155 yemn.)
(95% 1U: 0,33-1,12).

3. Jluna ¢ CJIJIIT o cpaBHEHMIO C JUIIAMHU C CEMEHHOW, MOJIUTeHHON W BBIPOKCHHOMN
['’XC umerot cambliii BIcOKUI ypoBeHb TI' u camblil Hu3kuid yposenb XC JIHIT u XC JIBII.
VYposens XC JIHII noctoBepho Bbitie y 60nbHBIX CI'XC no cpaBHenuto ¢ 6onpasiMu CJII u
nonurenHod ['XC, a mpu momurennoit 'XC — mo cpaBHenuio ¢ BoipakeHHOU ['XC 6e3s
YCTaHOBJIEHHOU T€HETHYECKOI 3THOJIOTHUH.

4. Ianuentsl ¢ CJIT u CI'XC umerot conoctaBuMo panauii 1e010T MbC u ee yacToTy.
Bripaxkennocts atepockieposza KA u @A y 6onpabix CIJII, moTUreHHON MM BBIpaXKEHHOM
['XC we pazmuuaercsa. [Jma CI'XC  xapaktepHo  Oojiee  MPOJIOHTHPOBAHHOE
aTepockiepoTudyeckoe nopaxenue KA, mpu orcyTcTBUM pazianuuii no arepockiiepo3dy @A, no
cpaBHeHuto ¢ C/IJIII, nonmurennon u BeipaxkenHom I'XC.

5. 3nanue 6onbHBIX CI'XC 0 MONT0KUTENHHOM pe3yIbTaTe TEHETHUECKOTO TECTUPOBAHUS
Ha CI'XC crocoOCTBYyeT YBENTWYCHHIO WHTEHCUBHOCTH (DH3WYECKON HArpy3KH; IydlIemMy
nonuManuio dtrosoruu CI'XC; mydmemy 3anomunanuio nenesoro yposss XC JIHIL B T.4. o
CpPaBHEHHIO C JUIaMU O€3 BBISIBJICHHONW TEHETUYECKON MPUYMHBI, 0oJiee YacToMy MpHEMY
koMOuHUpoBanHoil ['JIT, Bxmtovaromieit uarnOutrop PCSK9; 3HaumMOoMy CHM)KEHHIO YPOBHS
XCJIHIT m nocTmkeHHIO ero IeNneBbIX 3HaueHwid y maul] Bbeicokoro CCP. 3nanue 00
OTpULIATENIBHOM  pe3yjbTaTe TeHeThyeckoro tectupoBanus Ha CI'XC  cHumxkaer
IIPUBEPKEHHOCTH K IPUEMY Ha3Ha4eHHOU MeaukaMmeHTo3Hou [JIT.

Buenpenue. PesynbTaThl paboThl anmpoOWpOBaHBl M BHEIPEHBI B HAyYHYIO paboTy
nabopaTopuii KJIMHOMUKH W MOJEKYJISPHOW TEHETHKU, B TPAKTUUECKyH0 paboTy Bpauei

KapauosioroB KoHCynbTaTUBHOTO otAeneHus OPI'bY «HMUILL TIIM» Munsapasa Poccun.

7



Anpobanusa aguccepramum coctosuiacb 9 wuions 2022 roga Ha 3aceqaHUU
anpobannonnoi komuccun ®I'bY «HMULL TIIM» Munsapasa Poccumn.

OcHoBHBIE TONIOKEHUs1 uccieAaoBaHusi mnpexactaBieHsl Ha XXVI  Poccuiickom
HallMOHAJLHOM KOHTpecce «Yemomek u yekapctBo» (Mockga, 2019); VIII Mexaynapoanom
UHTEpHET KoHrpecce misi mHTepHUCTOB (Mocksa, 2019); Il Poccwuiickoit 3umueit Illkoe
MOJIO/IBIX YUEHBIX U Bpayeil o papmMakoreHeTuke, papMakoreHOMHUKE U MePCOHATU3UPOBAHHON
tepari  (MockBa, 2019); MexayHapoqHOH  HaydHO-TIPAKTHYECKOW  KOH(epeHIuu
«Heunndexunonnsie 3a001eBaHus ¥ 310pOBbe Hacenenus Poccum» (Mocksa, 2020, 2021, 2022);
ESC Preventive Cardiology (ommaiin, 2021); ®opyme Monoabix kapauonoros (Mocksa, 2022);
European Atherosclerosis Society congress (Munas, 2022).

IMyoaukanuu. [To pesynpTaTam ucciaenoBanus omyOnnKoBaHo 16 HaydHBIX paboT, B T.4.
10 crareli B )xypHanax, Bxoaaumx B [lepeuenr BAK MunoOpnayku Poccuu, u3 Kotopbix 8 B
XKypHaIax MEXIyHApOTHOTO HAYYHOTO MUTUPOBaHMS Scopus (B T.4. 3 cTaThu B 3apyOEKHBIX
KypHanax), | cTaTbsi B pOCCHUICKOM pPELIEH3UPYEMOM KypHae, He BxoasieM B [lepeuens BAK,
5 Te3ucos.

JlnuHoe yuyacTue aBTOpa. ABTOp yd4acTBOBaJia B pa3pabOTKe MpOEKTa W Ju3aiiHa
uccinenoBanuss GENMOTIV-FH; nabope nammeHToB, MpoBeICHUH BpauyeOHOTO 00CIeIOBaHMS,
cOope [MaHHBIX O palMOHEe TMHUTaHWSA, aHajdu3e TEeHETUYECKUX JIaHHBIX; pa3paboTKe
MH(pOPMAIIMOHHOTO MaTepHaa JJis NallMeHTOB; aCCUCTUPOBAHUM NpH TipoBeieHnu Y 3U. ABTOp
CaMOCTOSITEIPHO TPOBOJAMIIA CTATUCTUYECKYI0 OOpabOTKY M HMHTEPIPETAINIO PEe3yIbTaTOB
cyouccnenoanus GENMOTIV-FH, yuactBoBana B craructuyeckoil o0paboTke MaTepuaioB
KPOCC-CEKIITHOHHOTO  HWCCJIEIOBAaHWs,  HANHWCAaHWM  MyONUKAIMi  TO  pe3yibTaram
JUCCEPTALMOHHOTO UCCIIEAOBaHUS.

Crpykrypa u 00béM auccepramum. [luccepraumonHass paborta uznoxkeHa Ha 195
CTpaHUIIaX KOMIBIOTEPHOW BEPCTKH, COCTOUT W3 BBeleHUs, 4 TinaB (0030p JHTEpaTyphl,
Marepuail U METOJbl, Pe3yJbTaThl WCCIEIOBAHUS, OOCYXJICHHE), 3aKJIIOYCHHUS, BBHIBOJOB U
NPaKTUYECKUX pekoMeHmanmid. Jluccepraums wumoctpupoBana 37 Tabmunamu u 24
pucynkamu. CIMCOK JTUTEPATYpPhl BKJIOUAET 196 NCTOYHUKOB, U3 HUX 38 OTEUECTBEHHBIX.

MATEPHUAJI U METOAbI UCCJIEJOBAHUS

HccnenoBanust BBIIIOJTHEHBI B COOTBETCTBUM C MPUHLIKANIAMU XEJIbLCUHCKOU [[eknapanuu.

[Ipotokon uccnenoBanuit oqodpen Ituyeckum komutetoM OPI'BY «HMUIL] TTIM» Mun3apasa

Poccumn.



Kpurepuu oréopa 6oabubix CHJIII n onenka ee pacnpocrpaHeHHOCTH. OLEHKY
pactpoctpanerHoctr CJIJIIT mpoBoawim Ha TpeAcTaBUTEIBLHON BBIOOpKe Il MBaHOBCKOMU
obnactu (DCCE-VBaHOBO), UMEIOIINX JTaHHBIE TeHeTUYeCcKoro TectupoBanus (1858 uen.). B
BUJYy OTCYTCTBHUSI elIUHbIX anroputMoB nuarHoctuku CJUJII, B paGoTe ObutM ompeneneHbl

kpurepuu it otoopa 6oipHbIX CIJIIT (pucyHok 1).

AHanu3 reHeTUYECKUX AaHHbIX (TapreTHOe U 3K30MHOe ceKBeHupoBaHue) n = 3610

BHI, accounnpoBaHHble €
ayTOCOMHO-A0MUHAHTHOU PopmoiA Hocutenu rannotuna €22 APOE

cann

OueHkKa natoreHHocTu BHIN

AHann3 YyBCTBUTE/IbHOCTU U cneundpuUHOCTU Buoxumuueckux Kputepues CAJN
(AnoB — anroputm, XC He/1BIM/AnoB)

v v

dopmupoBaHue Kputepues ot6opa 6onbHbIX CAJN ‘

Puc.1 Kpurepuu or6opa 6omsubix CJIJIII.

CpaBHenne Jyun ¢ pasauuebiMu tunamu [JIII apyr ¢ apyrom m Jaupnamu 0e3
HApylleHMH JunuaHoro ooOmena. JluzailH wucciaenoBanusi. Brioyann nNanueHTOB,
NPOUIEIIIUX TapreTHOE WIJIM 3K30MHOE CEKBEHHPOBAHUE B paMKax ydacTus B HCCIEIOBAHUU
OCCE-PO®, peructpe 6onpabix CI'XC «PEHECCAHC», nayuyHom mnpoekte «VHTepecHbIe
ciyyan B kiauauke « HMUILL TTIM» (pucyHok 2).

Kpumepuu éxnrouenusn: 1) Bo3pact >18 neT; BBIMOJHEHHOE TAPreTHOS WK IK30MHOE
CeKBeHHMpOBaHue, 2) Hammuue oxHoro u3 auarnoszoB: CJUII, CI'XC, nmomurennas I'XC,
BolpakeHHass ['XC, orcyTcTBMe HapylleHMd JunuaHoro obmena, B T.4. BHIIL,
acCOIMMPOBAHHBIX ¢ MOHOTreHHBbIMU [JIIT (rpymma KoHTpoJIs); 3) HAJIMYKE WM BO3MOXKHOCTD
nposeaenus Y3U KA u ®A. Kpumepuu uckniouenusn: 1) BHII B renax, acCOMHUPOBAHHBIX C
monorenusiMu [JIIT (kpome LDLR, APOB, PCSK9 u APOE); 2) Hanuuue couYcTaHHS
naToreHHbIx Wi BeposiTHO maroreHHbix BHIT B LDLR, APOB, PCSK9 u APOE.

VYuurtsiBanu gemMorpaguueckue, KIMHUUECKHE U JJa0OpaTOPHBIE TaHHbIE, TOJyUYEeHHbIE B

paMKax COOTBETCTBYIOIIMX HAyYHBIX UCCIEIOBAHUN.



AHanu3 reHeTUYECKUX AaHHbIX (TapreTHoe U 3K30OMHOoe ceKBeHUpoBaHue) n = 3610

| | ] L] ]
MaTtoreHHbI UTU BbicOKuM Huskuit
FannoTMn €262 BEpOATHO NaTOreHHbIW NOJIMIEHHbIN BKaA, NOJMIEHHbIA s mmm = B
APOE n=37 BHM LDLR, APOB nnwn 8 XC JIHN BKnapg 8 XC JIHN -
PCSK9 n=324 n=976 n=1445 :
- - - -
OtcyTcTBme BHIN B Apyrmux reHax AMNMAHOro obmeHa, aHanm3 nabopaTopHbIX U KAMHUYECKUX AAHHbIX
Tr 21,5 mmons/n DLCN 29 6annos XC JIHM >4,9 mmonb/n, XCNHN <3,0
I I OTCYTCTBME KCAHTOM Tr <1,5 mmonsb/n
Hanunuume Y3U KA u ®A
\ / !( \ \J Y
cann Ccrxc MonureHHas NXC BbipakeHHasa MXC lpynna
n=29* n=61 n=49 n=41 KOHTpons

Y n=144
1. CpaBHeHME KNMHUYECKUX U NabopaTopHbIX AaHHbIX MeXAy rpynnamu ¢ pasHbimu 1M
1
______________________________________ L
2. CpaBHeHMe KNNMHUYECKUX U 1abopaTopHbIX AaHHbIX rpynn ¢ /1M ¢ KOHTPONbLHOW rpynnou

* Y3U KA u ®A npedcmasneHo y 26 yen. Yyuumsieas pedKocms 8bid6saeHUA 3a4601e8aHUSA, 8 AHAAU3 8K/OYEHbI
ace nuya ¢ CA/IN

Puc.2 JIu3zaifH ucCineaoBaHus 1Mo CpaBHEHUIO JUIl ¢ pa3iudHbiMu Tumnamu [JII1.

Y31 KA u ®A npoBoaunu B B-pexumMe JNMHEHHBIM [JaTYUKOM YJIBTPABBICOKOTO
paspemenus 12-5 MI'm (Samsung Medison MySono U6) wim 9 Mruo (PHILIPS iU22,
Hunepnannpt). Otenensl konuuectBO ACDH, MakcUMaJdbHBII M CYMMapHbBIA CTEHO3,
MaKcUMalibHasi U cyMMapHas Bbicora ACBH B KapoTHIHOM U peMopanbHOM OacceiiHax.

Cyouccaenopanne GENMOTIV-FH. JIu3aiin ucciaenoBanusi. B cyOuccienoBanue
oty ydactHuku uccienoBanuss GENMOTIV-FH (npocnekTHBHOE KOTOPTHOE HCCIIEI0BaHKE,
koTopoe Havanock B 2019r. (NCT04656028 na caiite ClinicalTrials.gov), n=100 uexn.

Kpumepuu exniouenusn: 1) Bozpact >18 net; 2) «BEpOATHBIN» W «OIMPEICTICHHBIN
nuarao3 CI'’XC; 3) mHpopMupoBaHHOE corjlacMe Ha ydacTHe B uccienoBaHuu. Kpumepuu
ucknouenusn: 1) OEpeMEHHOCTh WIIM JIaKTallus; 2) aKTUBHBIC WM TsDKENbIC 3a00JIeBaHUs
MeYeHu, UHQPEKIMOHHBIC, TeMAaTOJOTUYECKHE, METa0ONIMYEeCKHUe, TaCTPOMHTECTUHABHEIE,
SHIOKPHHHBIE 3a00JIeBaHUSL; 3) CKOPOCTh KIy60oukoBoii punbsrpamun < 30 mu/mun/1,73m2,

UccnenoBanue cocrosio w3 3 BU3HMTOB, nepuoj HalOmoaeHuss 6 mec. [lanmeHToB
pacrmpeeNsuid Ha 2 Tpynmbl ¢ COOTHOILIEHHeM 2:1 (reHeTHuecKoe TeCTUPOBAHUE MPOBOIUIIN
WM HET COOTBETCTBEHHO). B 3aBucumMocTu ot BeisiBiienuss BHII, accomuupoBanubix ¢ CI'XC,
Obutn copMHpoBaHBl 3 Tpynmbl. Pe3ynpTaTsl T€HETHMYECKOTO TECTHPOBAHUS COOOIIAIN
naupeHtam Ha Busute 2. IlpuBep:keHHocTh HemeaukameHTo3Hod I'JIT onenumBanm ¢
MOMOIIbI0 aHAJTW3a MHUTAHUS (CyTOYHOE BOCHPOU3BEICHUE paIlMOHA MUTAHUS, OMPOCHHUK C

YaCTUYHOW TOJYKOJMYCCTBCHHON OILIGHKOH nMTaHus), Qusudeckoi aktuBHoctu (Global
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Physical Activity Questionnaire), nunamuku UMT u okpyxxHoctu Taynuu. [lpuBep:keHHOCTH
MeaukameHnTo3HoM ['JIT onenrBany ¢ mOMOIIBIO YCTHOTO OMPOCA MAUEHTOB O TPUHUMAEMON

['JIT, naHHBIX TUNUIHOTO CHIEKTpa (PUCYHOK 3).

‘ «BepoatHbiii» / «OnpeaeneHHbli» guarHos CIXC (kputepum Dutch Lipid Clinic Network unu CaiimoHa Bpyma) n = 100 |
|

Bu3uT 1: non, BO3pacT, KNAMHUYECKUE AaHHble (cTaTyc KypeHus, CC3, CCP, Hannuune kcaHtom, UMT, OT), AMnuAHblit
cnekrtp, AJ/IT, 3anonHeHne ONPOCHUKOB NO NUTaHUIO, PU3UYECKOMU aKTUBHOCTU, OLLeHKe 3HaHUM 0 CIXC, KoHCcynbTauusa
Kapauonora (nogbop v koppekuma 1T, KOHCYyNbTaLMA NO NUTaHUIO, GU3UYECKOM aKTUBHOCTU, OTKA3y OT KypeHus),
BblAa4ya MUHGOPMALMOHHOIrO MaTepuana

e i o o o o S o ) 1
leHeTMYecKoe TeCTUpOBaHME NPOBOAUTCA FeHeTUYeCcKoe TeCTUPOBaHMUE He NPOBOAUTCA
\ \ A (rpynna 111) n=32
«MonoXUTeNnbHbIN» «OTpULaTeNbHDbIN»
pesynbrar pesynbrar
(fpynna 1) n=49 (fpynna Il) n=19

Busut 2 (3 mec.): KIMHMYECKMe AaHHble, MMNUAHbIN cnekTp, AJIT, 3anosiHeHMe ONPOCHUKOB, KOHCYAbTaLUMA Kapaunosora,
MHOOPMMPOBAHHOCTb O pe3y/ibTaTax reHeTUYECKOro TeCTUPOBaHUA
| B

Busut 3 (6 mec.): KAMHUYECKne AaHHble, AMNuAHbIN cnekTp, AJIT, 3ano/iHeHMe ONPOCHUKOB, KOHCY/bTaLMA Kapanosora

OueHKa BAMAHUA MHGOPMUPOBAHHOCTU 60NbHbIX ciXco pe3ynbTaTtax reHeTU4eCKOro TeCTMpoBaHUA Ha
NpUBEPKEHHOCTb MeAUKAMEHTO3HOM U HeMeaUKaMeHTO3HoM TNT

Puc.3 luzaiin cyouccnenopanus GENMOTIV-FH.

MoJieky/JIIpHO-TEeHEeTHYECKOe TeCTUPOBaHME MIPOBOIUIIN c TTOMOIIIBIO
JUATHOCTUYECKOM MaHesu ISl Bepu(puKaluy HaciencTBeHHbIX ateporeHHbIX ['JIIT (25 reHoB u
280 BHII), pa3zpaborannoit B ®I'BY «HMUIL[ TIIM» MunzapaBa Poccun (cekBeHHpOBaHHE
HOBOTO ToKosieHus Ha npudope Nextseq 550 (Illumina, CIIIA)).

Ouenka narorenHocT BoisiBiaeHHbIX BHII nipoBesieHa Ha 0OCHOBaHUM peKOMEHAAINI
ACMG/AMP 2015r. u sxcnieptHoii rpymmbl Clinical Genome Resource o CI'XC. BeisiBieHHbIC
BHII noareepxaeHsl METOAOM MpsiMmoro cekBeHupoBaHus o Cenrepy Ha npubope Applied
Biosystem 3500 DNA Genetic Analyzer (CILA).

Jliis1 onpenesieHusi MOJUreHHoro BkJaaaa B yposeHb XC JIHIT ucnonszoBanu HII'P Ha
ocHoBe 57 BHII, B yposens TI" — IIII'P na ocuoBe 40 BHII. BbicokuM MoOIUTreHHBIM BKJIAJIOM B
ypoBerb XC JIHIT unu TT" cunranu 6amt no LLIT'P >80-ro nepuenTtuist pacnpeaencHus 0amiosB
TeHEeTHYECKOro pucka B mpeactaBuTelbHON BhiOOpke DCCE-IIBaHOBO, HU3KUM TOJUTCHHBIM
BKJIaJIoM — Oain <50-Tro nepreHTus.

JlaGopaTopHble uccieJ0BaHUsI POBOIAIN B KIIMHUKO-TUATHOCTUIECKOM TabopaTopuun
OI'bY «HMUILl TIIM» MunzgpaBa Poccuu. O6mmin XC, XC JIHII, XC JIBII, TT,
allaHMHAMHHOTpaHcdepaszy, AnoB onpenernsin Ha aBroananuzatope Abbott Architect 8000 c

UCIIOJIb30BAHUEM JMAarHOCTHUECKHX HabopoB GupMmbl «Abbott Diagnosticy (CIILIA).
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CratucTnyeckasi 00padoTKa JaHHBIX IPOBEACHA C MOMOIIBIO Mporpammbl Statistica
8.0 u cpenbl R 3.6.1 ¢ OTKpBITBIM UCXOAHBIM KOJI0M. HenpepbiBHbIE JaHHBIE MTPEACTABICHBI B
Bujie Me u mHTepkBapTHiBHOTO pasmaxa [Q25; Q75]. s onpeneneHus CTAaTHCTHYECKOW
3HAYUMOCTH Pa3IMUUi HENPEPBIBHBIX BEJIUYUH UCIIOIB30BaIN KpuTepuii MaHHa-YuUTHH, 155
JUCKPETHBIX MapaMeTpoB — TOYHbIM Kputepuil @Pumepa. CraTUCTHUECKas 3HAYUMOCTb
pasnuuuii B Tpex U 0oJiee He3aBUCUMBIX I'pYIINax OlleHeHa mpu noMoriu kputepust Kpackena-
Yonnuca unu touHoro kpurepusi Guiiepa. CpaBHeHUE apaMeTPOB BHYTPHU KaXKI0W IPYIIIHI B
JUHAMHUKE TPOBOJIWIM C TNOMOIIbI Kputepus Bunkokcona unm kpurepus Max-Hemapa.
[Tpumensin MonmpaBKy HAa MHOKECTBEHHbBIE CpaBHEHHs MeTojoM XonMma-boudepponu. I[pu
cpaBuenuu [JIIT yuer koBapumar (mon, Bo3pact, UMT, nammume AI', CJI, xypeHus u
MPOJIOJKUTENIBHOCTh MPUEMa CTAaTUHOB) CJeJdaH MpU IMOMOIIM MOJENEH JIOTUCTUYECKON
perpeccuu. [IpoBoinIM aHAIN3 CTATUCTUYECKON MOIIIHOCTH UCCIEA0BAaHU M. Pasnnuns cunranu
JIOCTOBEPHBIMHU IIPU JBYCTOPOHHEM YpoBHE 3HaunMoctu p <0,05.

PE3YJIBTATHBI UCCJIEJOBAHUSA U UX OBCYXIAEHUE

Ouenka MHGOPMATHBHOCTH paHee Pa3padOTAHHBIX IMATHOCTHYECKMX KpUTepHEeB
CIJIII. YuurtsiBass HeompenenaeHHy 3HaunMmocTb BHII, acconmmmpoBaHHBIX C ayTOCOMHO-
nomuHanTHOM ¢dopmoit CIUJII, y GonbpIIMHCTBA MAIMEHTOB C MOTEHIIMATBHBIM JIHarHO30M
ayTocoMHO-1oMUHaHTHON dopmbl CIJIIT (11 wen. u3 18), mannyro rpynmy B JanbHEHIIHiA
aHaJIu3 MCCIeOBAHMS HE BKIIOYAIIH.

N3 33 nur ¢ ramotunom €22 rera APOE AnoB-anroputm nponuu 66,7% mnaiueHTos.
OcHoOBHOM KpuTepuii anroput™ma — ypoBeHb AnoB <1,2 r/n (75 nmepueHTuns pacnpeaeneHus
ApoB y s >20 ner u3 uccnenoBanust NHANES 111), He npouun 3 narueHnTta, UMEIONIIE
dbenorunmueckue mnposinenuss CIJIII. Ha mpencraButrenvHOi BbIOOpKE smil 25-64 Jer
MBaHOBCKOW 00jacTH IMMOKa3aH CYIICCTBEHHO MeHbIHi ypoBeHb AmnoB (1,05 r/n (75
nepiueHTuin)), yem B ucciegoanud NHANES |11, Ananu3 oTaenbHBIX KOMIIOHEHTOB AmoB-
aNIropuTMa MOKaszall HU3KYI CHEeNU(PUYHOCTh psjia €ro KPUTEPUEB ISl BBISIBJICHUS JHI] 0€3
rarmtotuna 2&2 (tabdauna 1).

Ypoenr TI' >1,5 mmonb/n obnagan JOCTaTOYHOM YyBCTBUTENBbHOCTHIO (78,6%) u
cnenupuIHOCThI0 (65,4%) nns BBISIBICHHUS JUI[ C TraruioTunom &2€2, coortHomeHune XC
HeJIBII/AnoB umeet HU3KyI0 crieu(pUIHOCTD IS BBISIBICHUS UL O€3 raruioTumna £2¢2.

Pacnpocrpanennocts CJJIIL. PacnipocTpaneHHOCTh HOocutenen €2e2 B MIBaHOBCKOM

obmactu cocraBuia 0,8% (1 va 124 wen.) (95% AN: 0,45-1,32). [Ipu nob6aBneHnn k €2€2 ypoBHS

12



TT >1,5 mmons/n pactipoctpanenHocts C/IJII cocrasuna 0,6% (1 ma 155 gen.) (95% AU: 0,33—

1,12).

Tab6mauma 1

AHanu3 4yBCTBUTEIBHOCTH U crienuuunoctn Onoxumuueckux kputepue CIUJII na

peicTaBUTEIbHOM BhIOOpKE Ul MIBaHOBCKOM 0Onactu (n=1748)

ITpounn
He npouuiu
Hazpanue aJITOPUTM U3
. aJTOPUTM CPEIH UyBcTBUTENBHOCTD, | CrnenuduyHOCTS,
ajaropurma/ YHUCIIa HOCUTEIICH
nmr 6e3 £2€2, % %
KpUTEpHS €2¢€2, n=1734
n=14 B
AnoB-anropurm
AnoB <1,2 r/n 14 202 100 11,6
TI" >1,5 Mmmois/n 11 1143 78,6 65,4
TI'/AnoB <10 14 3 100 0.2
MMOJIB/T
Oo6mmit XC/AmnoB 13 937 92.9 53.6
>6,2 MMOJIB/T
XCueJIBIT/AnoB
XC neJIBIT/AnoB
>3,69 MMOJIB/T 14 20 100 11

CpaBHenne Jun ¢ pasauydbiMu tunamu [JIII gpyr ¢ apyrom m Jaunamu 0e3
HapylmieHui JunuaHoro oomena. Me Bospacta Gombubix C/JII, CI'XC, monmureHHON Hu
BoIpakeHHOUM ['XC coctaBuna 54 [47; 61] rona. Jons nun mysxkckoro nona 40,0%. Cratunsl
npuaumanu 47,2% nauuentoB. Paznuuus no Bo3pacty, UMT u wactore AI' npencraBieHsl B
tabnune 2. Jluna 6e3 HapymeHud TUIUIHOTO 0OMeHa OBl cpeaHero Bo3pacta (52 [45; 59]
roja), A0Js JuI My>kckoro nona 27,1%. Cratunsl npunuManu 4,2% nuil.

Tabmuia 2

JocTtoBepHocTh paznuuuid no Bo3pacty, UMT u wactore Al y 511l ¢ reHEeTUYECKH

nerepmunupoBaHHbiMu ['JIIT u Beipaxkennon ['’XC

[Tapametp 1-2 1-3 1-4 2-3 2-4 3-4
Bo3spacr 0,887 0,041 0,030 0,044 0,027 0,372
UMT 0,015 0,535 0,813 <0,001 0,005 0,728
AT 0,046 0,413 <0,001 <0,001 <0,001 0,002

[Mpumeuanus: 1 — CIJIIL; 2 — CI'XC; 3 — monurennas ' XC; 4 — Beipaxennas [ XC.

Ilpu cpasnenuu noxaszameneii NURUOHO20 CHEKmMpa C YYETOM IIOJIa U BO3pacTa
nosrydeHo, yto nanueHTsl ¢ CJIIT umeror cambiii Beicokuii ypoBenb T (4,10 [2,42; 7,52]
MMOJIB/JT) B camblii Hu3Kui ypoBenb XC JIHIT (3,57 [2,12; 4,66] mmonw/n) u XC JIBIT (0,98
[0,79; 1,05] mmonb/n y myxuuH u 1,12 [0,83; 1,47] MMonb/n y KEHIIUH) 11O CPaBHEHHIO C
6onbHbIMU CI'XC, monurenHoi u BeipaxkeHHOM ['XC. Yposenp XC JIHII Bhime y 60abHBIX
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CI'XC no cpaBuenuto ¢ 6onbabiMU CIUIIT n monurennoit I'’XC, a npu nonurennoi ['XC — no

cpaBHeHuIo ¢ BeipaskeHHOM [ XC (pucyHOK 4).

BCAJI (1) ECI'XC (2) @ Mommrennas I'XC (3) E Beipaxennas '’XC (4)

9
8
5
6 5.8
5 5 v
= 4,10
E 4
s
3
2 hd 147 1,62 1.85
1,03 1,32 1,34 1, 1,25
! = B
0
XC JIHIT XC JIBI ™

[Mpumeuanus: 1-p<0,001 (1-2), p=0,002 (1-3,4). 11-p<0,001 (2-1,3,4). 111-p=0,046 (3-4). IV—p=0,02
(1-2), p=0,01 (1-3), p<0,001 (1-4). V—p=0,02 (1-2), p=0,008 (1-3), p=0,001 (1-4).

Puc.4 CpaBHeHue mokaszarenedl qunuaHoro cnekrpa y nanuertoB ¢ C/UIN, CI'XC,
IIOJINT€HHOM U BbIpaxkeHHOM [ XC.

Ilpu cpasnenuu wacmomut u eo3pacma nocmanoeku ouaznoza UbC noiyyeHo, 4To
muna ¢ CIJIT u CT'XC umetot pannwuii nedrot UBC (40 [36; 46] net u 44 [36,3; 52,8] rona) u
conoctaBuMyto ee yactoty (31,0% u 29,5% coorBerctBerHo). [laruentsr ¢ CJJIIT umeror UBC
qare, yem auna ¢ noaureHHoit ['’XC (31,0% mpotus 6,1% cootBercTBerHo, P=0,042). CT'XC u
CIJIIT accoumupoBansl ¢ 6onpiiei yactotoir UBC o cpaBHeHuUIo ¢ nuiaMu 6e3 HapylieHun
munuaHoro oomena (p<0,001).

Ilpu cpasnenuu ynompazeykoevix mapkepog arepockiepo3a KA mnomydeHo, 4ro
oonbabie CI'XC wumeror Oosbmiee konmudectBo ACBH (Me 4), Oosbliyto BBIPaXKEHHOCTb
cymmapsoro crerosa (Me 106%) u cymmapsoii Beicotsl ACh (Me 5,93 mMm) mo cpaBHEHUIO ¢
oomeaeiMu CJUIIT (p=0,018, p=0,020, p=0,025 coorBercTBeHHO0), momureHHOoM (P=0,018,
p=0,005, p=0,028 coorBerctBeHHO) u BhIpaxkeHHou ['XC (p=0,018, p=0,004, p=0,006
COOTBETCTBEHHO), NPU OTCYTCTBUM pa3IM4Mil 0 mapaMmerpam atepockiiepo3a @A (c yuetom
Bcex koBapuat). boneubie CJUJIII, monurennoi unu BeipaxkeHHod ['XC He oTIMYArOTCS MO

BhIpaKeHHOCTH arepockiepo3a KA u @A (c ydyerom Bcex koBapuar). Y O6ompabIx CJUII,
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ceMmelHoM, nonureHHoi win BeipaxkeHHoU ['XC atepockiiepo3 KA u @A Ooiiee BbIpakeH, YeM

y jur 0e3 HapylIeHUH JTUMTHIHOTO 0OMeHa (PUCYHOK 5).

I —— (. <3

w CIXC () pr—— 3

= 2

. — |

3 CANL Q)  p——

< — )

2 Honurennas I'XC ) g™ m KA

g Boipakennas TXC (4) — 2 u DA
BbIPA’KCHHAaA

g P — 1

s Bes HapyUIeHH# JIMNUIHOro oOMeHa [l 0,58

= (5) 0§

0 1 2 3 4 5

[Tpumeuanus: * p=0,018 npu cpasaennn 1 ¢ 2,3,4, § p<0,001 npu cpaBrenuu 5 ¢ 1,2,3,4.

Puc.5 KonmnuectBo ACBH B KA u @A.

PesyabTatsel cyoucciaenoBannss GENMOTIV-FH. Me Bo3pacra cocraBuia 48 [37; 59]
net. Joms nu myxckoro mona — 46,0%. Oxupenne umenu 26,0%, AI' — 30,0%, CJI — 6,0%
nunl. Pa3nuuuii Mo OCHOBHBIM MapameTpaM HE YCTaHOBIEHO (Tabimia 3), 32 MCKIIOYCHUEM
6onee Bbicokoi yactoTel C/I y mur u3 rpynnst I, uem y nui u3 rpynmnst |. «OnpeneneHHbIi
nrarao3 CI'XC umenn 65,0% manmenTtos, Beicokniit CCP — 62,0% muir.

Tabmauia 3

Knunnueckas xapaktepuctruka yuacTHUKOB cyouccienoanuss GENMOTIV-FH

I'pynma | I'pynma |l
(MOIOKUTETBHBIN (oTpHIIaTENbHBIHI I'pynma 111
[Tapametp pe3ysbTar pe3ynbTar (reHeTHYecKoe TeCTUPOBaHHE
FeHETUYECKOT O FeHETUYECKOr 0 HE MPOBOIMIOCH, N=32)
tectupoBanus, N=49) | Tectuposanusi, N=19)
Myxckoii o, N (%) 20 (40,8%) 11 (57,9%) 15 (46,9%)
Bospact, rojst 48 [39; 58] 54 [41; 62] 48 [35; 59]
Bo3spacTt noctaHOBKHM . . .
jmarosa CIXC, rojbi 41 [31; 51] 43 [39; 57] 42 [33; 52]
25,6 27,3 24,8
VMT, kr/m2 [23.7: 28,5] [24,1: 34,0] [22,6: 30,8]
OKpy>KHOCTb TaJIUU, CM 91,0 %.0 88,5
’ [83,0; 98,0] [86,0; 105,0] [79,0; 98,0]
Kypenue B anamuese, N (%) 9 (18,37%) 8 (42,1%) 12 (37,5%)
Tekymee Kypenue, N (%) 5 (10,2%) 4 (21,1%) 7 (21,88%)
AT, n (%) 13 (26,5%) 9 (47,4%) 8 (25,0%)
CH, n (%) 1(2,0%) * 4 (21,1%) * 1 (3,13%)
8,33 6,74 7,77
XC JIHIL, Mmonb/x [7.44; 9.21] [6,40; 7,79] [6,73; 8,80]
(o naznauenus ['JIT) =42 =11 n=31

[Tpumeuanus: * p=0,019 mexay rpynnoi | u rpynmoii 1.
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Ananuz ¢akmuueckozo nUmMAaHus HAYUEHMO8 HA NPOMANCEHUU YUACMUA 6
uccneoosanuu. Jlons 6emka oT CyTOYHON KAJTOPUHHOCTH palioHa coctaBisuia >14%, ob6iiero
xupa >30%, HACBHINICHHBIX JXUPHBIX KHUCIOT >7%, mons oOmux yriaeBomoB Obuia <56%,
notpebaenue XC >200 mr/cyt. ConepxkaHue MUIIEBBIX BOJOKOH B palmoHe cocTasisiio <20
r/CyT.

AHanu3 4acmuyHoIl nOJIYKOJIUYEeCMEEeHHOU oyenKu numanusa. Ha MOMEHT BKIIOUCHHS
B HCCJICIOBAHUE €XKETHEBHO MOTPeOsiIn oBomm 47,9% narnueHToB, GpyKThI U sTo 61 — 39,1%.
Ot BU3UTA 2 K BU3HUTY 3 CpeIu BCEX YYACTHUKOB HCCIIEOBAHHS YBEIUYMIIOCH €KEIHEBHOE
notpebienus oporiei u Gpykro (p=0,024). Ha BceM NpOTSHKEHHUH Y4acTHS B UCCIIEIOBAHUM
YBEJIIMYMIIACH JIOJIS JIHII, YIIOTpeOstonux peioy peryssipuao (p=0,042).

Ouyenka koppexuyuu ¢pakmopoe pucka I'JIT. Tlocne cooOiieHUsT TOIOKUTEIHLHOTO
pe3ysibTaTa TEHETHYECKOTO TECTHPOBAHUS TAIMCHTaM W3 TPyNnbl | WHTEHCHUBHOCTh WX
¢du3ndeckol Harpy3ku yBeiauumiach Ha 29,6% (pucyHok 6).

6000 p=0,015

A/
4000 1

+29,6%

2800

2000 2160

NHTEeHCMBHOCTD
puznueckoi
Harpysku, MET
(Mun/nen)

Busur 1 Buzur 2 Busur 3

Puc.6 N3meHnenne MHTEHCUBHOCTH (PU3MUECKON HArpy3KH B rpymre 1.

B rpynne Il u lll uaTeHCMBHOCTH PU3MUECKOl HArpy3KH Ha MPOTSKEHUU Y4acTHs B
HCCIIEIOBAHUY HE U3MEHWIACK. Paznnunii mexay rpynnamu no guaamuke MMT u okpyxHOCTH
TaJUH BBISABIEHO HE OBLIO.

Ouyenka 3nanuii nayuenmos o CI'’XC. Ilociie cooO1IeHNs TOJIOKUTEIBHOTO pe3ybTaTa
F€HEeTHYECKOr0 TeCTUPOBAHMS B rpynne | yBeauuunaace A0JS JIMI, 3HAIOUIMX O TOM, YTO MPHU
CI'XC XC JIHIT noBeimen ¢ poxacaus (46,9% na Busute 2 npotuB 70,8% Ha Bu3uTe 3,
p=0,020). B apyrux rpynmax pa3iau4uii otMedeHo He Obiio. Takke B rpymme | yBenwmumiach
JIOJIS1 JIMII, 3HAIOMIUX cBOi 1eneBoi ypoenb XC JIHIT (26,5% npotus 61,7% COOTBETCTBEHHO
JI0 ¥ TIocyie COOOIIeHUs pe3yIbTaToB reHeTndeckoro tectuposanusd, p=0,002). ['pynmna | 3nana
cBoil uenesoit yposeHb XC JIHII nyume, uem rpynna Il x Busuty 3 (61,7% npotus 17,6%
cootBerctBeHHo, p=0,012). B rpynme |l pasmuuus mo 3nanmro neneBoro yposus XC JIHIT

MOJYUYCHBI TOIBKO Mex 1y Bu3uToM 1 u Busutom 3 (10,3% npotus 36,7%, p=0,039).
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Bnuanue zenemuueckozo mecmupoeanun Ha nPUGEPIHCEHHOCMb MEOUKAMEHMOZHOT
TI'JIT. Tlocne cooOmIeH s MONOXKUTEIBHOTO pe3yJibTaTa FTeHETUYECKOT0 TECTUPOBAHMS B TPYIIIE
| yBenmunnacey 105 UL, IpUHUMAaOMKX KoMmOnHupoBaHHyto [JIT, BKiItoUaronyto ”HruOuTOp
PCSKO9 (pucyHnok 8); BbISBIEHO 3HAYMMOE JOMOJHUTEIbHOE CHIKeHUe ypoBHs XC JIHIT no 1,5
[1,0; 2,6] mmomw/n Ha Busute 3 mpotusB 2,7 [1,7; 3,5] MMoub/n Ha Bu3ute 2 (puUcyHOK 9) H
yBeJIMUYEHUE JOJW JHI, aocturammux ueneBoro ypoHs XC JIHII, 3a cuer mnamueHTOB
Beicokoro CCP (pucynok 10). B npyrux rpymmax pa3iuduii Mo JOCTHKEHHIO [IEIEBOTO YPOBHS

XC JIHIT ormeueHO HE OBLIO.

p<0,001

g 60 . p=0,004
u's; 55,3 p=0,375 p=0,066
3 50 | ' ' — o
- | ) | !
f 40 “ 38,9 38,7
© R

o 30
£ 22,4
b O : | 18,8
mea 20 443 | 15,8 B
< 10,5 4
s 10
=
E 0
& lfpynnal pynnall fpynna lll

EHBusutl OBusut2 C0Busur3

Puc.8 Jlona nuu, npuHuMaromux komonaupoBannyto ['JIT, BkiItoyaronyro HHruOuTop

PCSKO.

6 54 =¢=["pvynmna | I'pynma |1 I'pyona 11
q )
3° 4.8
=
4
E -
E 3 31 2.7
§<) 2 2,3 .. — 19 =
) <o 1,6%
= 1,8 = 15 +§

0

Buszur 1 Busur 2 Busur 3

[Tpumeuanus: * p<0,001 Bu3ut 1 npotus Bu3uTa 2, BU3uT 1 npotus Buzuta 3, § p<0,001 BU3UT 3 npoTHB
BH3UTA 2 B rpymre [.

Puc.9 lunamuka yposust XC JIHII ot Bu3uta 1 x Busuty 3.
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p=0,004

* p=0,03 *
v (Bu3uT 1 MpoTHB 62,5
60 Bu3HUTA 3) §54,8
© 50 § p<0,001
e (Bu3uT 1 npoTuB
§" 40 BH3UTA 3)
= 30 29,4
S
g 20 . 15,6
10 ;59 J
. |
Busur 1 Busur 2 Busur 3

1 Bbicokuu CCP M OyeHb BbicOKMi CCP

Puc.10 [Jons manmenToB, nocturmmx memneBoro ypous XC JIHII B rpymme .

ITocne COO6III€HI/IH OTPHULATCIBHOI'O pE3yjibTaTa I'CHCTHYCCKOI'O TCCTUPOBAHUA I'PYIIIIC

Il ymeHbIIMIIaCH 10JIs JIUII, TpuHUMaronux pekomenayemyto ['JIT (pucyHok 11).

p=0,027
90 89,5
p=0,773 0=0,683
° 80 ’
2 68,1
= ’
= 70 633 625
58,1
= 60 55,6
o
g 50
40
fpynna | fpynna ll fpynna Il

dBusur2 [1Busur3

Puc.11 Jlons nuu, npuauMaromux pexkomenayemyto ['JIT.
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BbIBO/bI
1. I[To maHHBIM U3YyYEeHHS MPEACTAaBUTEIHHON BBHIOOPKHU JUIl 25—64 JeT 0JHOro U3 PErMOHOB
HentpasibHort  Poccum  moka3aHo, 4TO  JUIi  BBISBJICHHS  JIAIl C  CEMEHWHOU
nucoeramunonpoTenieMueld  HamboJiee  1eeco00pa3HbIM  MPEJCTABISIETCS]  COYETaHHE
rammotuna €2g2 rera APOE u ypoBHS TpuriumepuaoB >1,5 MMOIB/T U HE PEKOMEHIYETCS
ONpENIENICHNE COOTHOILIEHUS XOJIECTEpUMHA, HE CBA3aHHOIO C JIMIONPOTEUAAMHU BBICOKOH
IUIOTHOCTH, K alloJIMIIONPOTENHY B B CBSA3M ¢ HU3KOM cielM(pUUHOCTBIO0. AnoB-anroputm s
TUATHOCTUKA CEMEWHOM JUCOETaTuINoNnpoTeHIeMUud TpeOyeT KOPPeKIMH C  y4eToM
HAI[MOHAJILHBIX 0COOEHHOCTEN pacnpe/ieieHHs YPOBHS aroIunonporernta B.
2. Ha mpumepe mpencraBuTenbHOM BBIOOpKH W3 VIBaHOBCKOW 00JIACTH BBISBICHA BBICOKAs
pachpoCTpaHEHHOCTh ceMeliHol mucOertanunonporeuaemun: 0,6% (1 na 155 wen.) (95%
noBeputenbHbIid uHTepBat: 0,33-1,12).
3. Jluna ¢ ceMeiHOW IHUCOETAaTUIIONPOTEHIEMHUECH 1O CPaBHEHHUIO C JIMIIAMH C CEMEHHOM,
IIOJINTEHHON WJIM BBIPAKEHHOW THIIEPXOJECTEPUHEMHUSIMU HMMEIOT CaMblii BBICOKHMH YPOBEHBb
Tpurauiepunos (4,10 [2,42; 7,52] mmons/i, p<0,05) u camblif HU3KUI YPOBEHb XOJIECTEPUHA
JUMONPOTEUI0B Kak Hu3Kkoi (3,57 [2,12; 4,66] mmons/n, p<0,05), Tak U BHICOKOW ITUIOTHOCTH
(0,98[0,79; 1,05] mmonw/ny my>xkuun u 1,12 [0,83; 1,47] mmons/n y sxkenius, p<0,05). YpoBeHb
XOJIECTEpPHUHA JIMIIONMPOTEUI0B HU3KOW IJIOTHOCTH JOCTOBEPHO BHINIE Y OOJBHBIX CEMEHHOU
TUIEPXO0JIECTEPUHEMHEN N0 CPaBHEHHIO ¢ OOJbHBIMU CEMEMHOM TMCOeTAIMIIONPOTEUAeMHEH
158107 MTOJIUT€HHOMU TUIIEPXOJIECTEPUHEMUEH (p<0,001), a 1pu ITOJIMTEHHOU
TUIEPXO0JIECTEPUHEMHH — IO CPABHEHUIO C BhIpayKeHHOU runepxonecrepuHemueit (p=0,046).
4. TlaniueHThl ¢ CEMEWHOU JHCOETATUIIONPOTEHACMUEH W CEMEHHONW THIEPXO0JIECTCpUHEMUEH
UMEIOT paHHUMl Ae0I0T HUIIeMHYecKOW OoJe3HM cepAalla U, HEe3aBHCHMO OT I0Jia, BO3pacTa,
MHJEKCAa Macchl Teja, CTaTyca KypeHHUs, Haluuus apTepUaJbHON TMIIEPTOHHMM, CaxapHOIO
nuabeTta M MPOJOJKUTEIBHOCTH Tepanuy CTaTUHAMHU, COMOCTaBUMYIO ee yacToTy. CemeitHas
TUIEPXOJIECTEPUHEMHUS U CeMeiHasi AUCcOeTaIunonpoTeneMusl acCOLMMPOBaHbl ¢ OobIen
YaCTOTOM UIIEMUYECKOM OOJIE3HH Cep/Iiia O CPaBHEHUIO C JIMLAMU 0€3 HapyIICHHUH JIUITHUAHOTO
obmena (p<0,001). [TaniueHTHI ¢ cEeMEWHON TUCOETATUIONPOTEUIEMUEH UMEIOT UIIIEMUYECKYIO
00J1€3HB cep/Ilia Yallle, 4YeM JIUIa C MOJIMIeHHo# runepxonecrepunemuei (p=0,042).
5. YV OONBHBIX CEMEHHOW IUCOETATUIIONPOTEHJIEMHIEH, CEMEHHOW, TMOJUTCHHOW WA
BBIPAYKEHHOM THIEPXOJECTEPUHEMUSIMH KaK KapOTUAHBIN, TaK U eMOopalbHbI aTepOCKIepO3

0oJee BBIpaXKEH, YeM Y JIHIl O0e3 HapylieHul unuaHoro oomena (p<0,001).
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6. bonbHble ceMelWHOW IUCOETATMIONPOTEHIEMHUEH, TOJUTCHHON WM BBIPAXCHHON
TUIEPXO0JIECTEPUHEMHUAMH HE Pa3INdaloTCsl MO BBIPAKEHHOCTH KapOTUHOTO U (peMOpaIbHOTO
atepockieposa. Jljig ceMeHON runepxoJecCTEPUHEMHUH XapaKTepHO 0oJiee MPOJOHTUPOBAHHOE
aTepOCKJIEPOTHYECKOE TTOpaKEeHNE KapOTHIHBIX apTepuil (0oJbllee KOJIMYECTBO U CyMMapHas
BBICOTA aTEPOCKIEPOTUYECKUX OJISALIEK, OOJIBIINI CyMMapHbIi CTEHO3 KapOTHIHBIX apTEpHid,
p<0,05), mpu OTCYTCTBUHM pa3iuyuii Mo (eMopallbHOMY aTepOCKIEepO3y, MO CPABHEHHIO C
ceMenHon JTUCOETATUIIONPOTEUIEMUEH, HOJIUTEHHOU AN BBIPAKEHHOU
TUIEPXO0JIECTEPUHEMUSMH.

7. HyTtpueHTHbIN Npouiib NAIMEHTOB C CEMEMHOMN TUnepxoyieCTepuHEMHUEH XapaKkTepusyercs
M30BITOYHBIM COJIEpKAHUEM OEJIKOB, OOIIEro >KUpa W XOJECTEpHHA, MPU HEAOCTATOYHOM
COJlep’)KaHMM B HEM YIJIEBOJOB M TMHUIIEBBIX BOJIOKOH. HalOmroneHune OONBHBIX CeMEHON
TUIEPXOJIECTEPUHEMHEN Yy  KapAuojora ¢  KOHCYJbTUPOBAHMEM IO  BOINpPOCam
TUIOJIUIUAEMUYECKOT0 THUTAHUS CIIOCOOCTBYET YBEIMYEHHUIO JOJU JIWI, YHMOTPEOISFOIINX
exxenHeBHO oBou U PpykTel (p=0,024) u perymsapuo peidy (p=0,042). ['enetmueckoe
TECTUPOBAHMWE HAa HAJIMYUE CEMENHON THIEPXOJECTEPUHEMUU U 3HAHHE MALKUEHTOM €ro
pe3yJsibTara He CIIOCOOCTBYET yIYUIIEHUIO PAIliOHA MMUTAHUSI.

8. 3Hanme OONBHBIX CEMEWHON THUIEPXOJECTEPUHEMHEH O TMOJIOKHUTEIHPHOM pPe3yIbTare
IEHETUYECKOT0 TECTUPOBAHUS HAa CEMEHHYI0O THIIEPXOJIECTEPUHEMHUIO  CHOCOOCTBYET
YBEITMYEHUIO UHTEHCUBHOCTHU (pr3nueckoii Harpy3ku Ha 29,6% (p=0,015).

9. V OoNBHBIX CEeMEWHOMN TUIepXoIecTepUuHEMUEH 3HaHNE O MOATBEPKICHHOM T€HETHUYECKOM
3a00seBaHUH CIIOCOOCTBYET JTy4uiemy MTOHUMAaHUIO ATHOJIOTUU ceMenHoM
TMIIEPXOJECTEPUHEMHUN;  JIydIIEMY  3allOMUHAHUIO  LEJIEBOTO  YpPOBHSA  XOJECTEPHUHA
JUMONPOTEUIOB HU3KON MIOTHOCTH (26,5% mnpotuB 61,7% COOTBETCTBEHHO A0 W TOCIE
COOOIIIEHUs PEe3yJbTaTOB reHeThuueckoro TectupoBaHus; p=0,002), B T.4. MO CpaBHEHHIO C
JTUIaMu 0e3 BBIABJICHHOM reHeTndeckor npuduHsl (17,6%, p=0,012); Gonee yacTtomy mnpuemy
KOMOMHHUPOBAHHOM TUITONUIKIEMUYECKOl Tepanuu, Bkitoyatomeit naruourop PCSK9 (22,4%
npotuB 55,3% COOTBETCTBEHHO 1O M IIOCIE COOOIIEHUS pEe3yJNbTaTOB T'€HETHYECKOTO
tectupoBanusd, p=0,004); 3HaYMMOMY CHUKEHUIO YPOBHSI XOJ€CTEpHHA JTUMONPOTEHI0B HU3KOH
wiotHocTd (p<0,001), a Takke JOCTUXKEHUIO €T0 [EJIEBbIX 3HAYEHUH Y JIUII BBICOKOTO CEPACUHO-
cocymuctoro pucka (15,6% mnpotuB 54,8%  COOTBETCTBEHHO JI0 U TIOCIE COOOIIEHUS

pe3yJbTaTOB reHeTH4YecKoro TectupoBanusi, p=0,004).
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10. 3nanue 06 oTpUIIaTETLHOM pe3ysibTare TeHeTndeckoro TectupoBanus Ha CI'XC cHmkaer
MPUBEPKEHHOCTh K MPUEMY Ha3HAYEHHON MeJIMKAaMEHTO3HOW TMMOIUIUAEMUYECKON Teparuu
(89,5% npotuB 55,6% COOTBETCTBEHHO 10 W TOCJIE COOOMICHUS PE3yNIbTATOB I€HETUIECKOTO
tectupoBanus, P=0,027).

MNPAKTUYECKHUE PEKOMEHJIAIIUU
1. Ilpu ypoBHE TpUTIHLIEPUAOB >1,5 MMOIIB/JI, HU3KOM YPOBHE XOJIECTEPHHA JIUIOMPOTEUIOB
BBICOKOW MIOTHOCTH (<1,0 MMOJIB/1 y My>K4YuH U <1,2 MMOJIb/J y EHIIMH) U COIYTCTBYIOLINX
MeTaboIM4ecKux  3a00JeBaHUSX  CIEAyeT  MPEANOJIOKUTh  HaM4hue  ceMeHHOM
TUCOETATUNONPOTEHIEMUA W HAMpaBUTh TNAallMeHTa Ha TEHETHYECKU aHallu3 C LEeJbIo
uckimroueHust  ramjoruna  €2¢2  rtena APOE. Ilpm  moxarBepkaeHHM — ceMEHHOM
TUCOETATUIIONPOTEHIEMUA PEKOMEHyeTCsl HAalpaBUTh TAllMeHTa Ha YyJIbTPa3ByKOBOE
UCCIIEIOBAaHUE KAPOTHIHBIX M (EeMOpajbHBIX apTepuil C IEJbI0 OLIEHKH BbIPaKEHHOCTH
nepuQepuyecKoro aTepockiepo3a U JalbHEHIIeH CcTpaTu(UKAIUU CepAeYHO-COCYTUCTOTO
pHCKa.
2. CooTHOLIEHNE XOJIECTEPUHA, HE CBS3aHHOTO C JIMMONPOTEUIAMU BBICOKOW IJIOTHOCTH, K
arlOJUTIONPOTEHHY B u AnoB-anroputm TUTSE JTUArHOCTUKU cemMeitHou
TUCOETATUIONPOTEUIEMUN HA MPEACTABUTENAX POCCUNUCKON MOMYJISLUU B HACTOSIIEE BPEMS
UCIIOJIb30BATh HE PEKOMEH/IYETCSl.
3. Bcem nanueHTam ¢ MOBBIILIEHUEM YPOBHS XOJIECTEPUHA JIUIONPOTEUI0OB HU3KOM MIIOTHOCTH
>4,9 MMOJIb/J1, BHE 3aBUCIMOCTH OT 3THOJIOTUU TUIEPIUNUAEMHUH, PEKOMEHAYETCS IPOBEACHNE
yJIBTPa3BYKOBOI'O HCCIEAOBAHUS KAapPOTUAHBIX M (EeMOpajbHBIX apTepuil C LENbI0 OLIEHKU
BBIPQXXCHHOCTH NEepr(eprUuecKoro arepockiaepos3a 1 JalbHEHIIed cTpaTuuKalun cepaedHo-
COCYJHMCTOIO PUCKA.
4. B KIMHUYECKOW MPAKTHKE HEOOXOJWMO YUYHUTHIBATh, YTO 3HAHUE MAIIUEHTOM pe3yJIbTaTOB
IEHETUYECKOr0 TECTHPOBAHMSA HA HAJIMYUE CEMEWHOM THMIEepXOJECTEPUHEMHUU CIIOCOOHO
NOBJIMATh HAa COOJIIOJICHHE TMAlMeHTOM BpadeOHBIX pexkomeHaauui. [lpu oTpunartenbHOM
pe3yJbTaTe TeHETUYECKOrO0 TECTHPOBAHMS HA CEMEHHYIO THIEPXOJECTEPHHEMHUIO TpeOyeTcs

YCHUIICHUC MepOHpHHTHﬁ, HaITpaBJICHHBIX HAa COXPAHCHUC ITPUBCPKCHHOCTH K TCPAIINH.
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CIIUCOK PABOT IO TEME JUCCEPTALIUA
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