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Mwemunyeckas 6onesHb cepaua (MBC) npoponmkaeT octaBaTbCa BeAyLLEen NpuiMHOn 3a60n1eBaeMoCcTy 1 CMEePTHOCTM Cpeaun B3POCOro HaceneHms Poc-
cuiickoii depepaumu. Mo 31O NPULNHE BbISIBIIEHWE U IEHEHUE JINL, C BLICOKMM PUCKOM pa3BuTus MBC SBASIOTCA OAHUMU U3 BaXHbIX HANpaBieHui Npo-
dunakTnyeckoi meamumHbl. OgHako ganbHenwee pa3suTne npodunakTnieckon megnumHel B XXI B., N0-BUANMOMY, HEBO3MOXHO 6€3 NCNOSIb30BaAHUSA NH-
OVBUAyanbHbIX AaHHBIX O FreHeTuKe naumeHTa. Bknag HacneactseHHOCTU B pa3sutue MIBC, No AaHHbIM UCCNeL0BaHN, NPOBEAEHHbBIX HA MOHO- Y AN3UIOT-
HbIX 61n3HeLax 1 B ceMbsix 60nbHbIX ¢ UBC, BapbmpyeT oT 30 8o 80%. Tem He MeHee hakTop OTAroLEHHOW HACNeACTBEHHOCTN COBEPLUEHHO HE Y4UThIBA-
€TCS B OCHOBHbIX CUCTEMax cTpaTudukaumumn pucka passutusa MBC 1 ee ocnoxHeHnin. B HacTosiLee BpeMs MONeKyspHO-reHeTnyeckas AmarHocTunka pe-
KOMeHOoBaHa Anst 06HapyXeHUst MOHOreHHbIX GopM MBC 1 MOHOreHHbIX 3a60neBaHNi C BbICOKUM prckom pa3suntusa MBC, Takux kak ceMerHas runepxo-
NecTepuHemMusi, HacneacTBeHHbI aeduumnT anonunonpoTtenHa C-1l n gp. B To xe Bpemsa reHeTudeckoe TectupoBaHue nonureHHbix dopm NBC He peko-
MEH0BAHO, MOCKOJIbKY, HECMOTPS Ha BbISIBNIEHME HA CErOAHSALIHUIA fieHb 6OMbLLIOro KONMYEeCTBa reHOB 1 OAHOHYKNeOoTUAHOro nonmmopduama (SNP -
Single nucleotide polymorphism), accouunpoBaHHbix ¢ UBC, kaxaplil N0 OTAENbHOCTY FEHEeTUYECKUIA BapnaHT nMmeeT cnaboe BnusHne Ha passutme NBC,
0OBACHAET 04EHb Manyio JOJI0 HACNEACTBEHHOCTU B Pa3BuUTUM 3ab60neBaHms 1, TakuMm 06pa3oM, MMEET OrpaHMYEHHYI0 Npeacka3aTeNbHyo0 LeHHOCTb. Oa-
HVM 13 peLLEeHNI NOBbILEHWS NPeACcKa3aTeNbHON LLEHHOCTM FreHEeTUYECKOro TECTUPOBaHUSA ABASETCS 06beanHeHne nidopmaumm o Heckonbkux SNP B
€[IVHYIO CUCTEMY OLLEHKM PUCKA, Tak Ha3blBAeMYIO LKAy reHeTU4eckoro pucka. B naHHoM 0630pe npeacTaBneHa CoBpeMeHHas nHdopmaums 0 Moneky-
NAPHO-reHeTnyeckmnx ocHoBax MBC 1 BO3MOXHOCTSIX FEHETUYECKOW ANarHOCTUKN NPeapacnonoXeHHOCTU K ee Pa3BuUTUio.
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Coronary heart disease (CHD) remains the leading cause of morbidity and mortality in the adult population of the Russian Federation. For this reason, de-
tection and treatment of people at high risk for coronary heart disease are some of the important areas of preventive medicine. However, further develop-
ment of preventive medicine in the XXI century., Seems to be impossible without the use of personal data on the patient’s genetics. The contribution of
heredity in the development of coronary heart disease, according to research carried out on mono- and dizygotic twins in the families of patients with coro-
nary artery disease, ranges from 30 to 80%. Nevertheless the family history factor is completely ignored in the major risk stratification systems for coronary
artery disease and its complications. Currently, molecular genetic diagnosis is recommended for the detection of monogenic forms of ischemic heart dis-
ease and monogenic diseases with a high risk of CHD, such as familial hypercholesterolemia, a hereditary deficiency of apolipoprotein C-1l and others. At
the same time, genetic testing polygenic CHD forms is not recommended because, despite revealing today a large number of genes and the SNP, associat-
ed with coronary artery disease, each individual genetic variant has little effect on the development of coronary heart disease, says a very small share of
heredity in the development of the disease and thus has limited predictive value. One solution to improve the predictive value of genetic testing is to combine
the information of several SNP in a single risk assessment system of the so-called genetic risk scale. In this review of the current information about the mol-
ecular and genetic basis of coronary heart disease and the possibility of genetic diagnosis of predisposition to its development.
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BeepeHune

HNmemuueckas 6osne3nb cepana (MBC) npojorkaer ocra-
BATBCS BEAYIIEH IPUUYUHON 3200JIEBAEMOCTU U CMEPTHOCTH
cpeay B3pOoCIoro Hacenenus Poccurickon ®epepanuu (1, 2].
1o 3TOM NPUYHHE BBIIBICHUE 1 JICYCHUE JIULL C BHICOKUM PUC-
KOM pa3BuTus UBC ABIAI0TCI OJHUMU U3 BAXXHBIX HAIIPpABJIC-
HUI NPOPUIAKTUYECKON METMITUHBL MIeHTH(PUKAITNS TT1aB-
HBIX (PAKTOPOB prCcKa pa3zsuTusa MBC 6bu1a IOy4E€HA B KPYII-
HBIX IPOCIEKTUBHBIX KOTOPTHBIX UCCACIOBAHUAX, TAKUX KAK
The Framingham Heart Study u The Seven Countries Study. DTo
MoauduIpyeMele (pakTopel pucka (PP) — qucaunugemus,
MOBBIIICHHOE AaPTEPUAIBHOE JJABJICHHE, KYPECHUE, 1 HEMO/I-
duLUpyeMbIC — MYXCKOH I10JI, BO3PACT U OTATOIIECHHAS Ha-
CJIEACTBEHHOCTD. BKias HaC/IeACTBEHHOCTHU B pa3suTue MBC,
110 JAHHBIM HCCJIENOBAHNH, IPOBEAEHHBIX HA MOHO- U JU3U-
I'OTHBIX OJIM3HEIAX U B CEMbSIX NalueHTOB ¢ MBC, Bapbupyer
ot 30 7o 80% [3, 4]. OgHaKO (PAKTOP OTATOIEHHON HACIEN-
CTBEHHOCTH COBEPIICHHO HE YYUTBIBAETCH KAK B OCHOBHBIX
CHUCTEMAX CTpaTU(UKAIINN pucKa pa3suTths UBC u ee ocnox-
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HEHMH, TAKUX KaK aMEPHUKaHCKasa Framingham u eBpornerickas
SCORE, Tax 1 B pse IPyrux MEHEE U3BECTHLIX [5]. JJanbHET-
1I€€ PA3BUTUE NPOPUIAKTUUECKON MeAUIINHBI B XXI B., TO-
BUJIIMOMY, HEBO3MOKHO 0€3 UCIIOJIb30BAHUS UHAUBU/YaJIb-
HBIX JAHHBIX O F€EHETUKE MalMeHTA. B 1o1b3y Nog06HOr0 CO-
OOPaKEHUA CBUJETEILCTBYET, C OJHOI CTOPOHBI, OrPAaHUYECH-
HOCTb COBPEMEHHBIX CUCTEM CTPATHU(HHUKAITAN PUCKA B IPE/I-
CKa3aHHU BEPOATHOCTH PA3BUTHS MYJIBIHU(PAKTOPUAIbHBIX 34-
6oseBanul, Takux Kak MBC u ee ocioxnenus, a ¢ APyrom —
HPOTPECC B OOIACTH TCHETUKHU YEJIOBEKA B IIOCJIEIHHE /1B JIC-
catunernsi. CEKBEHUPOBAHUE MIEPBOTO I'€HOMA YEJIOBEKA U
IIOCJIEIOBABIIEE 32 HUM CTPEMUTEIBHOE PA3BUTHE TEXHOJIO-
I'MH, BBI3BABIINX CYIIECTBEHHOE CHIJKEHHE CTOUMOCTHU I'€He-
TUYECKOI'O AaHAJIM3a U YCKOPEHUE CPOKOB €ro NPOBEACHM,
CJ1E€/1aJIM BO3MOKHBIM HIHPOKOE BHEJIPEHHUE METO/I0B I'€HETH-
YEeCKOu JAUATHOCTHUKU B HAYYHBIX MCCIICAOBAHUAX U ITPAKTUYC-
CKO¥1 MeiniuHe [6]. B GvpkariieM 6yaymieM HEO6X0/[UM T1e-
PEXO/l OT KPATKOCPOYHBIX MOJENICH NPO(PUIAKTUKU K OLICHKE
MOXXU3HEHHOTO PHCKA PA3BUTHS 340071€BAHUIN, CBA3AHHBIX C
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ATEPOCKIEPO30OM CEPAEUYHO-COCYJUCTON CUCTEMBI YKE MIPU
POXIEHMU YeIoBeKa [7]. B 1anHOM 0630pe NpeCcTaBlIeHa CO-
BpeMEHHAA MHMOPMALHA O MOJIEKYJIAPHO-TEHETUYECKUX OC-
HOBaxX MBC 1 BO3MOXHOCTAX I'€HETUYECKOMN JHUATHOCTUKU
NPEAPACIIOIOKEHHOCTH K €€ pa3BUTHIO. MHMOpMaLus npes-
HAa3HA4Y€HA KAK JIJI IPAKTUKYIOIUX Bpadel (TEPareBTOB, Kap-
JIMOJIOTOB, KAPJUOXUPYPIOB), TAK U HAYYHBIX COTPYJHUKOB.

MonekynspHo-reHeTu4eckue ocHoBbl pa3sutusa UBC
Monorenusie ¢popmbr UBC

TlepBble UCCAENOBAHUSA B OOIACTU F'eHETUKU pa3suTus MBC
BBISIBUJIU I'€HBI, MyTallU1 KOTOPBIX BBI3BIBAIOT MOHOTI'CHHBIC
dopmbt UBC (STOGALNACS, CYP27A1 MEF2A u LRPG), 1 MOHO-
I€HHBIE 3200/I€BAHUS C BBICOKUM pUCKOM pa3utus UBC, Ta-
KHe Kak ceMmerHaa runepxonecrepunemus — CIXC (LDLR,
APOB, PCSK9, LDLRAP1), HaCNeACTBEHHbBIN A€(PUIIAT ATIOJIUIIO-
nporeuHa C-11 u paz apyrux (6osiee nogpo6HO MOXKHO O3HA-
KOMUTBCSI B 0630pe X.Dai u coasr.) [8]. OfqHAKO eciu 607b-
IIMHCTBO YKA3aHHBIX MOHOT'€HHBIX 3A00JIEBAHNUI BCTPEYAETCS
penko, To B cirydae ¢ CI'XC Bce 0O6CTOUT HHAYE — 3TO OJHO U3
CAMBIX Y4CTBIX HACJICICTBEHHDBIX 3200/ICBAHUN C 4ACTOTOU B
OTKPBITBIX onynAnuax 1 cayuart Ha 200 [9].

CI'XC — Hac/eCTBEHHOE ayTOCOMHO-JOMUHAHTHOE HAPY-
EHUE META00IM3Ma TUITONIPOTENHOB (JIIT), XapakTrepusyio-
I€EC BBICOKUM COJEPKAHUEM B Iu1a3Me Kposu JIIT HU3KOM
mnotHoCTr (JIITHIT), Halmu4duemM KOXKHBIX U CYXOKWJIbHBIX
KCAaHTOM U BBICOKMM PMCKOM paHHero passutusa UBC. CI'XC
MOJKET 6BITh OOYC/IOB/ICHA MyTALIUSIMU HECKOJIBKUX I'€HOB: I'c-
Ha penenTopa K JIITHIT — LDLR, reHa anoJIunonpoTernHa B-
100, rena PCSK9, KOAUPYIOMETO KOHBEPTA3y. 3MeHeHusa B
9TUX I'€EHAX UMCIOT ,ZIOMI/IHEIHTHI-)II;I TUIT HACJICJOBAHUA U ITIPO-
SIBJIIIOTCS. K/IMHUYECKU KaK I'€TEPO- ¥ TOMO3UT'OTHBIC (POPMBL
CI'XC, a uamenenus B reue LDLRAP1 UMEIOT PELleCCUBHBIN THUIT
HAWIEJOBAHUA U KIMHUYECKHU NPOABIAIOTCA TOJIBKO KaK TOMO-
surotHas popma CI'’XC [9, 10]. Iereposurornas ¢popma CI'XC
CUUTACTCS OJJHUM U3 CAMBIX YACTBIX HAC/ICACTBEHHBIX 320071€¢-
BAHHM C 4acTOTOM 1 ciy4dait Ha 200 B OTKPBITON NOMY/IALUH.
TomosurorHas popma CI'XC SBISETCA HE TOJIBKO OOJIEE TSKE-
JIOH, HO M 3HAYMUTEJILHO O0Jiee peaKon — 1 cayyaii Ha 1 MyIH Ha-
cenenus. Kinnanueckue kpurepuu CI'XC BKIIOYAIOT B CEOSI:
BBICOKMH ypOBEHb OOIIEIO XOJIECTEPUHA U XOJIECTCPUHA
JIITHII m1a3Mel KpOBH, ceMEHHBIN aHaMHe3 [XC, 0oco6eHHO
ciydau I'’XCy ieTel, OT/IOKEHHUE XOJIECTEPUHA B OKCTPABACKY-
JIIPHBIX TKAHAX B BUJE KCAHTOM CYXOXKWINH MJIH JIMITOUTHOM
JIyTU POrOBULIBL M paHHee paszsuTue MBC y manueHTa Uiy ero
poacTBeHHUKOB [9, 10].

I'’XC'y 60/1bHBIX € TeTepO3UroTHoi popmoit CI'’XC ormeua-
€TCs1 C POXK/IEHUS, U €€ BBIPAKEHHOCTb HAPACTAET C BO3PACTOM.
B mesoMm ypoBeHb OOIIErO XOJIECTEPUHA U XOJIECTCPUHA
JITTHIT y 3TUX MAaItUEHTOB BJBOE BBIIIE, YEM Y 3[JOPOBBIX JIIO-
JIEN, TPUIVIMIIEPH/Ib HE TIOBBIIIEHB], 4 YDOBEHDb XOJIECTEPUHA
JIIT BBICOKOI INIOTHOCTH OOBIYHO CHIKEH. M 110 3TOM NpUYK-
He MBC ABIAETC s OCHOBHOM IPUYHUHOI CMEPTH GOJIBHBIX C I'e-
TEpO3UroTHON (popmort CI'XC. CtaHiapTU30BAHHBIN ITOKA3a-
TEJIb CMEPTHOCTH MY)KYHH U JKCHIIIUH B BO3PACTHOH I'PYIIIIE
20-74 rosia noselIIeH B 4—8 pa3. AHA/IU3 BbDKUBAEMOCTH B
poccuiickux ceMbsx ¢ CI'XC rokasas, 4To 6€3 JICUEHUS BBLKU-
BAE€MOCTD JIUL] OOOET0 N0J1a 6bUIA CYIECTBEHHO CHIDKEHA, OCO-
OEHHO CpeAy MYKYMH. MejiaHa: y My)K4uH 53 (95% nosepu-
TEIBHBIN HHTEPBAT 49,2—506,8) 1 y skeHIuH 62 rosia (95% no-
BEPUTEIBHBIN HHTEPBAT 59,2—64,8) [11, 12].

Taxyum o6pazom, CI'XC npeiCTaBIAET BAKHYIO IPOOIEMY IS
3/IpaBOOXPAHEHMS, IIOCKOJIbKY 6€3 pPaHHEN JUATHOCTUKU U
CBOEBPEMCHHOI'O JICYCHUS HOJIBIIMHCTBO MAITUCHTOB TPYAO-
CIIOCOOGHOTI'O BO3PACTA CTAHOBATCA MHBAIUJAMU WIN YMUPAIOT.
TeneTryecKas JUarHOCTUKA ABJIAETCA «30JI0TBIM CTAHAAPTOM»>
B IMArHOCTUKE MOHOI'CHHBIX 3A007I€BAHUH. BhIsiBIEHUE ATO-
reHHOM MyTauuu B 1 u3 3 reHoB LDLR, APOB, PCSK9 CTaHOBUT-
Cs1 OCHOBAaHHUEM JIJIS1 IOCTAHOBKHU AUATHO34 T€TEPO3UTOTHON
dopmbr CI'XC. B pekomenpanuax European Society of Cardio-
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logy/European Atherosclerosis Society (ESC/EAS) 2016 r. o
JIEYCHUIO IUCTUIN/IEMHUI TEHETUYECKAs IMATHOCTUKA PEKO-
MEH/IOBAHA /I HIOCTAHOBKHU Auarno3a CI'XC u npu npose/ie-
HUHM KACKAJHOTI'O CKPUHHHIA B CEMbAX IMMAITUCHTOB C CIrxc
(xmacc I, yposensn C) [9].

Tensl, acconuupoBaHHbIe ¢ pazsuTreMm UBC

HccnenoBaHus aCCOLUAIUN KAaHJUJATHBIX I'€HOB U IIOJTHO-
T€HOMHBIH aHannu3 accoruanui (GWAS — Genome-Wide Asso-
ciation Studies), mpoBe/IeHHbBIE HA OOIBIINX BBIOOPKAX OOJIb-
HBIX, 4 TAKKE METAaHAIM3bI HA OCHOBE 3TUX UCCIEJOBAHUNI
YCTAaHOBWIM 6OJIBIIOE KOJIMYECTBO I'€HHBIX JIOKYCOB, CBA3aH-
HbIX € pazsuTueM MBC. B 2013 1. 66011 OITyOJIMKOBAHBI JAHHBIC
KPYIHOI'O METAaHAIN3a OO'bE/IMHEHHBIX HAYYHBIX Ipynn The
CARDIOGRAMplusC4D Consortium. B aHamm3 ObuiM BKIIOYE-
HBI JAHHBIC U3 HUCCACJOBAHUN I'C€HOMHBIX ACCOLIMAIIUIT HA
63 746 nmanuenrax ¢ UbC u 130 681 — 6e3 UBC. Bbu1o BbIsiBIIC-
HO 104 ofHOHYKJIEOTUAHBIX nonuMopdusma (SNP — Single
nucleotide polymorphism) u3 46 reHHBIX JIOKYCOB, HE3ABHUCH-
MO accOUUUPOBAHHBIX ¢ UBC. Y13 46 reéHHBIX JIOKYCOB 12 GbLIN
CBA3AHBI C JINIIM/IHBIM OOMEHOM, 5 — C yPOBHEM aPTEPHAILHO-
ro aasneHus1. PyHKIUA IPYTUX I'€HHBIX JIOKYCOB paHee ObUla
HEU3BECTHA. [TaIMEHTHI C CAXAPHBIM JUAOETOM THIIA 2 UMEIN
B 1,5—2 pas3a noBblEHHBIN pUCK pa3BuTus MBC, TeM HE MeHee
13 46 FeHHBIX JIOKYCOB HU O/IMH HE GbUT ACCOLIMUPOBAH C Pa3-
BUTHEM CaXAPHOTO ANA6ETA TUIIA 2 WIN CBI3aH C META00IN3-
MOM IVIIOKO3HI [13].

B 2015 r. gannsie The CARDIOGRAMplusC4D Consortium
ObLIN OO'BEAMHEHEDI C JaHHBIMU nIpoekTa The 1000 Genomes
Project 1 6bU1 IPOBE/IEH HOBBIM METAAHAIN3 JJAHHBIX, HAIIPAB-
JICHHBIN Ha BBISIBJICHUE HOBBIX '€HHBIX JIOKYCOB, 4CCOLIUUPO-
BaHHBIX ¢ MBC, 1 onpeiesicHuE POIN PEAKHUX BAPUAHTOB B I'e-
HoMe B passuTuu UBC.

B ananus souwiu ganxasie 60 801 manmenta ¢ UBC u 123 504
60pHBIX 6€3 MBC. BCEro aHaIM3upoOBaIUCh ACCOLMAIIMU C
passurrem UBC 6,7 miix gactbix SNP u 2,7 MutH peikux SNP.
Bpu10 o6HapyxeHO 202 SNP B 109 reHHBIX JIOKYyCaX, 4CCOLIUU-
POBaHHBIX C pazsutreM MBC [14].

OJ1HAKO, HECMOTPSI HA OOHAPYXEHHE HA CETOAHSANIHNNI JIEHb
GOJIBIIOTO KOJUYECTBA I'€HOB U SNP, acCOIMMPOBAHHBIX C
WBC, KaXapIii 11O OTAEIBHOCTU T€HETUYCCKUN BAPUAHT UMECT
ciaboe BozzecTre Ha pazsutue MBC, 0O6bsICHIET OUYE€Hb Ma-
JIVIO JIOJIIO HACJICICTBEHHOCTH B PA3BUTUH 3260JICBAHNUS 1, Ta-
KHM 06pa30M, UMEET OIPAaHUYCHHYIO NIPECKA3ATEIbHYIO 1ICH-
HOCTb [15]. M Kak cnencTre, B EBpONENCKUX PEKOMEHIALNAX
0 IPOPWIAKTUKE CEPAECYHO-COCYIUCTBIX 3200JIEBAHUI I'€He-
THUYECKOE TECTUPOBAHUE MIPEAIPACIONIOKEHHOCTH K PA3BUTHIO
HBC ne pekomenaoBaHo (kiacc 111, yposens B) [5]. Oguum u3
peneHni NOBBIIEHUA IIPEACKA3ATEbHOM LIEHHOCTH I'€HETU -
YECKOT'O TECTUPOBAHUS SABISIETCS OObETMHEHNE MH(POPMALIMH
O HECKONBKUX SNP B eIMHYIO CUCTEMY OLIEHKHM PHUCK4, 4aCTO
HAa3bIBAEMYIO KaK IIKa/Ia reHeTu4deckoro pucka (III'P). Cosna-
aue III'P B HacTOAIEE BpEMS CTAJIO ITOJIE3HBIM HHCTPYMEH-
TOM U1l IPOTHO3UPOBAHMSA UHAMBUAYAIBHOT'O PUCKA PA3BH-
THS CEP/IEYHO-COCYAUCTBIX 3a601eBanni (CC3) Ha OCHOBE re-
HETHYECKUX JAHHBIX [16].

MynbTunokycHbie LUIP passutua UBC
IIpuHuunsl co3ganua INTP

ITo cytu cospanue HITP BKIIOYAET B CE6S ONpEETIEHUE
criiucka SNP, Bxogamux B HII'P, 1 cyMMHUpOBaHHE KOJIMYECTBA
HEOIArONPHUATHBIX a/u1ener 1o 3TuM SNP y Kax/10ro narueH-
Ta. Hanbosnee pacrnpoCTpaHEHHBIN METO/L CYMMHUPYET KOJINU-
4eCTBO HEOIATONPUATHBIX AJIEJIEH PUCKA, TAK 4TO (PU3NUEC-
ckoe o umeer (0, 1 mian 2) o KaxaoMy JOKYCy. AJIBTepHa-
THUBHA51 CX€Ma IIPUCBAUBAET T€TEPO3ZUTOTHOMY COCTOAHHUIO
(r.e. Aa) 3nayenue 0, roMO3UIOTHOMY COCTOSIHHIO 6€3 PHUCKA —
3HayeHue (-1) ¥ rOMO3UTI'OTHOMY COCTOSIHUIO C MAKCUMAaJIb-
HBIM PUCKOM — 3HaudeHue (1). B 605ee CII0KHBIX BAPUAHTAX
HITP MOryT NpUMEHATBHCS UHUBUIYIbHBIE KO(PDUITHEHTHI
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JUIs KaKoro SNP, mossIasa ninn CHUXas BKiag SNP B cymmy
OOBIIErO PUCKA.

Be1Gop SNP

Iepabiii mar 1o codpanuio TP — 310 BeI60p SNP, accormm-
POBAHHBIX C PUCKOM PAa3BUTHA 3a60JIEBAHUA. XOTA PAHHHE
TP passutns CC3 Brmodann SNP 13 aCCOLIMATUBHBIX UCCIIE-
JIOBAHUU CpeId I'€HOB-KaHAUAATOB [17, 18], 60IBIUHCTBO CO-
BpemeHHbIX HII'P BtouaeT SNP, acconuanys KOTOPBIX C 3a-
00JIEBAHUEM BBIABJICHA B UCCJIEJOBAHMAX ITOJTHOI€HOMHBIX 4C-
conuanui (GWAS). CTaH/1apTOM CUUTAETCS UCIIOJIb30BAHNE
SNP, acCOUMUPOBAHHBIX C 3260JICBAHUEM CO 3HAYECHUEM JIO-
CTOBEPHOCTH (Pp<5x107%), MOITyIEHHBIM B KPYITHBIX UCCIICAOBA-
HHUAX IIOJIJHOT€HOMHBIX 4CCOLMAIUNA U METAAHAIN33aX HA UX
OCHOBE, TAKUX KaK IIPUBEJCHHBIC HAMU. Kak IMpaBwiIo, uccie-
JIOBAaHHUS HA OCHOBE METAaHATNU30B TAKKE BKIIOYAIOT B CCH5
dazy peIIMKALIUY, YTO €lle 6O0JIbIIE YCUINBAET HAICKHOCTD
BBIBOJIOB. Bb160D SNP 13 KpyIIHOTO METAaHAIN3A CUUTACTCSA
«30JI0TBIM CTAaHJAPTOM», MEHEE IPEAIIOYTUTEIbHA CTPATEI U
BbIOOPA SNP 13 OJUHOYHOI'O UCCIECIOBAHUS TIOJTHOTCHOMHBIX
ACCOLMALIMI, B CJIY4YasIX €CIM METAaHAIU3 110 IAHHOMY 3200J1¢-
BaHUIO HE npoBoawics. I[logasnsiomniee 60apmHCTBO HIT'P
BKJIIOYAET B €65 TONBKO YacTble SNP (€ 4aCcTOTOM MMHOPHOI'O
ajiesis 6ojee 5%), MOCKOJIbKY METAAHAIN3, KAK IIPABUJIO, HE
HUMEET JOCTATOYHYIO MOUTHOCTD /IS BBIAB/ICHUA 3(D(HEKTOB OT
6osee peAKUX BAPUAHTOB [16].

OmnpeneneHne HHAUBHAYATBHOTO Ko3h dumen-
TAa KaXg0r0o SNP

B curyanum, korna MHAUBUAYAIbHbBIE KOI(MMUIIMEHTHI OT-
CYTCTBYIOT B (POPMyJI€ PACYeTa PUCKA, UCCIEJOBATENN UCXO-
JIT W3 TIPEATIONOKEHHS, YTO KOK/IbIF SNP MeeT OIMHAKOBBIN
puck. Tem He MeHee 11 6OIBIIMHCTBA KOMIUICKCHBIX 320071€-
BaHUI BKIaJ KaKI0ro SNP Bapeupyerca (CM. HampuMmep, [13]).
Taxum o6pazom, TP yacTo CTPOSITCs ITyTEM BBO/IA B (POPMYITY
pacyera MHAUBUYAJIbHBIX KO(PPUILIMEHTOB It KaKA0ro SNP,
OIIPEEICHHBIX 110 BEJIMYUHE 3(PPeKTa, TOKA3aHHOIO TEM WIA
uHBbIM SNP B pe3ynsrare NpoBEICHHA METAAHAIN3A, TIPUIABAS
OOJbIIEE 3HAYEHHME AJUIE/IAM C 60JI€€ CUWIbHBIMU 3P MEKTAMU.
Hammune ko3 PUIIEHTOB MOXKET YBEJIUYUTb CTATUCTUYECKYIO
MomHOCTb HITP O CpaBHEHUIO C IPOCTOU (POPMYJION IPU
YCJIOBHH, YTO OHU TOYHO Onpe/iesieHbl [16]. [ToTeHInambHbIM
HEJOCTATKOM SNP, BBIOPaHHBIX HA OCHOBE PE3Y/IBIATOB OIy0-
JIMKOBAHHBIX METAAHAJIU3OB, ABJISIETCSA TOT (PAKT, YTO MHOTHE
METAaHAJIU3bL /I KOMIIJIEKCHBIX 3200/I€BAHUIT OBLIU IPOBE-
JIEHBl HCKIIOYHTEIBHO B EBPONENMCKON IONYJIAIUU, 3TO
orpanuuusacT npumeHenue I'P, co3gaHHbIX HA UX OCHOBE B
Apyrux nonynasanuax. [Tockonbky BausHue SNP B 3HAUUTENb-
HOI CTEIIECHU CBA3AHO C KOHKPETHOI MOMYJIALNEN 110 LIETIOMY
pALy NIPUYKH, BKIIOYAS:

1) aTHUYECKUE OCOOEHHOCTH T€HETUYECKON NU3MEHUYUBOCTH;

2) pasnuyuus 4aCTOT AJUIENIA B STHUYECKUX I'PYIIIAX;

3) pa3HblE TUIIBI HEPABHOBECHOI'O CLIEIJIEHNS 3THUYECKHU CIIe-
nugpuryeckux SNP.

HMiMeHHO o3TOMy MCnonb3oBaHue TP nanbosee HeHHO B
HONYJIALMAX, Il KOTOPBIX IIPOBOJMJICA NOJHOI€HOMHBIA
aHAIN3 accouuanui. Jlemorpaduyecku crierududeckue pak-
TOPBI, TAKME KaK BO3PACT, IO U AeMOorpadus, TOXKE MOIYT
OBITh BAKHBIMHU (PAKTOPaMM /i1l BbBIOOpa SNP 1 nx nHauBuy-
IBHBIX KO3 buIreHToB [10].

IIpumepsl ucnonabs3oBanusa IITP pasa oumeHKH
pHcka pazsurua HBC

B KpyIHOM IPOCIEKTUBHOM HUCCIELOBAHUU Ha (PUHCKOM
HOMYJSIUAY, BKIIOYaBIieM 24 124 naruenTa 6€3 JOKyMEHTH-
posanHoOI MBC co cpeyHuM CpoKoM HabmoeHus 12 j1eT, one-
HUBAJIACK 106aBOYHAs 3 dpexruBHOCTS TP, cocTosaBme u3
28 SNP B pexnaccu@UKaLmU CTENEHU PUCKA 110 CPABHEHUIO C
cucreMoy crpatudukanuu pucka Framingham na passurue
NBC, nagapkra Mmuokapa u CC3 B 11esoM. /Io6aBieHNUE reHe-
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THYECKON MH(OPMALIMHU K TPAIULIUOHHBIM P 1 ceMeriHoOMy
aHaMHe3y 110 pazsuTuio CC3 yJIydIIniIo OLIEHKY PUCKA PAa3BU-
Tust UBC (C-unpexce 0,856 nporus 0,851; p=0,0002) u gpyrux
KoHeyHbIX TOodek (CC3: C-ungexc 0,840 nporus 0,837,
p=0,0004 u undapxr muoxkapzaa: C-unzgekc 0,859 npoTus
0,855; p=0,001). McnnonszoBanue ganHou II'P B cranaapTHOI
nonyAyy u3 100 ThIC. Y€JIOBEK IPH IIPOBEJAECHUM I'eHETHYE-
CKOI'O CKPUHUHI'A CPEU CYOBEKTOB CO CPEAHUM PUCKOM Pa3-
BUTHA MBC n03BOMNUT JONOJIHUTENBHO BBIABUTD 2144 (12%)
MAIUEHTA BBICOKOI'O PUCKA U MTOTEHIIUAJIBHO IPEJOTBPATUTD
135 cnygaes UBC B Teuenue 14 ner [19].

B apyrom KpynHOM IPOCHEKTHBHOM UCCIENOBAHUN Ha
[IBE/ICKOM MTOMYJISAIUH, BKIOYaBiieM 10 612 marueHTos 6e3
JIOKyMeHTHPOBaHHOM MBC co cpelHNM CPOKOM HAOIIO/ICHUS
4,3 roza, OLl€HUBAIACh J0OaBOYHAs dPPeKTUBHOCTS IITP, co-
crosiBieit u3 46 SNP B perIacCr(pUKAIIUN CTEIICHHU PHUCKA T10
CPaBHEHUIO C CUCTEMOU cTpaTudUKauu pucka Framingham
Ha pazsutue UBC. lannas HII'P 6bu1a HE3aBuCUMBIM PP pas-
suTusa UBC (oTHOMmEHME MmaHCcoB 1,52; p<0,001) 1 nozsonuia
YCTaHOBHTD JOIIOJIHUTENBHO 4,9% MallMEHTOB BBICOKOI'O PUC-
Ka (p=0,017) [20]. B 060UX NpOCHEKTUBHBIX UCCIICIOBAHUAX
IIPU UCTIOJIb30BAHUU Mozenen ¢ yaetom HII'P TOYHOCTE O1ieH-
KM pucKa pa3suTusa MBC NoBbIIaIach o CPABHEHHUIO C MOJIE-
JISIMH, OCHOBAHHBIMH TOJIBKO HA TPAJULIMOHHBIX OP.

3aknioyeHune

Pazpurne npoduaakTudeCcKon MeJJUIUHbL B XXI B., [10-BU-
JIMMOMY, HEBO3MOKHO 0€3 UCIIOJIb30BAHUA MHANBU/YAJIbHBIX
JAHHBIX O TEHETUKE MAIIUEHTA. B IIOIb3y 3TOro COO6pakeHus
CBUJETEJILCTBYET, C OJIHOU CTOPOHBI, OIPAHUYCHHOCTb COBPE-
MEHHBIX CUCTEM CTPATU(DHUKAIUN PUCKA B IIPEACKA3AHNUU BE-
POATHOCTH PA3BUTUA MYJIBTH(PAKTOPUATIBHBIX 3400/ IEBAHUIA,
Takux Kak MBC u ee 0CloXHEHUA, 4 C JPYTrOMl — IPOTPECC B
06J1aCTH T€HETUKU Y€JIOBEKA B IOCJICJHUE B JECATHUICTHA.
Bxutag HacencTBEHHOCTH B pazsutre MBC, 110 JaHHBIM HCCIIE-
JIOBAHUH, IIPOBEJEHHBIX HA MOHO- U JIM3UI'OTHBIX OJIM3HELAX
U B ceMbsX anuueHToB ¢ MBC, Bappupyet ot 30 10 80%. Moie-
KyJIIDHO-T€HETUYECKAA JUATHOCTUKA PEKOMEHIOBAHA I 06-
HapyKeHUA MOHOIeHHBIX (popM MBC 1 MOHOTE€HHBIX 3a6071€-
BAHHI C BBICOKUM pUCKOM passutusa MBC, Takux kak CI'XC,
HACIECTBEHHBIN AepuuuT anonunonporenna C-II u ap. B ro
JK€ BPEMS I'€HETUYECKOE TECTUPOBAHUE ITOJUT'€HHBIX (POPM
NBC HE pEKOMEH/IOBAHO, IIOCKOJIbKY, HECMOTPSI HA BBISIBJIEHHE
Ha CETOAHSITHUH JIEHb OOJIBIIIOTO KOIUYECTBA TeHOB U SNP, ac-
COMHUPOBAHHBIX ¢ UBC, KaKbIN IO OTAEIbHOCTH I'€HETUYC-
CKUI BADUAHT UMEET C/1ab60€ BO3/eUCTBHE HA pa3suTre MBC,
OOBSACHSIET OUYEHD MAJIYIO [JOJIIO HACAEICTBEHHOCTH B PA3BU-
THUH 32060JI€EBAHUS U, TAKUM OOPA30M, UMEET OIPAHUYEHHYIO
MIPEACKA3ATEIbHYIO IEHHOCTh, OJTHUM U3 PEIICHUN MTOBBIIIC-
HUs IIPEICKA3ATEIbHOM IIEHHOCTU I'€HETUYECKOI'O TECTUPOBA-
HUS ABJISIETCS OObEIMHEHNE MH(POPMALIU O HECKOJIBKUX SNP
B €/IMHYIO CUCTEMY OLIEHKH PUCKA, TaK HasbiBaeMyio III'P. ITpu
HUCIIONIb30BAHUU MOjesed ¢ ydeToM IIII'P TOYHOCTh OLlEHKNU
pucka passutra MBC NOBBIIIAETCA IO CPABHEHUIO C MOJEIISA-
MM, OCHOBAHHBIMHU TOJIBKO Ha TPAJAUIIMOHHBIX DP.
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