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B kappvonoruv 3a nocnefHue 15 neT NpoM3oLLnM 3Ha4MMble U3MEHEHWSI B pamMKax NepcoHann3npoBaHHOro noaxona K Befe-
HUIO NaLMEHTOB C CepAeYHO-COCYAMCTLIMU 3a60NIEBAHNUSAMM.
B HacTosiLLeM nuTepaTypHOM 0630pe NPUBOAUTCA akTyarnbHas MHOPMAaLIMS O FrEHETUHECKMX acreKTax pa3BUTUS PasfNyHbIX
CepaeYHO-COCYANCTbIX 3a60NeBaHuii, BKIOYas NOPOKU pasBUTKs cepila U COCYAOB, KapAMOMUonaTum, HapyLleHUs putMa
cepaua, AMCINMAEMIN, apTepuarbHYI0 rMNePTEH3MIO, TPOMGO3bI U HEKOTOPbIE Apyrue. MaTonorum paccMaTpyBaloTCs B KOH-
TEKCTe XPOMOCOMHOM, MOHOTEHHOW UMK MOSIMIeHHOM NPUPOLbI CBOErO MPOUCXOXAEHMSI.
AKTyasbHbIMM OCTaOTCS NPOGIEMbl BHEAPEHWS UHTEHCUBHO Pa3BMBAIOLLMXCH FEHETUHECKNX TEXHONOTUIA U MeUKO-TeHeTUYe-
CKOro KOHCYNBETMPOBAHWS B MPaKTUKY Bpadeii-kapavonoros, yMECTHOro, @ Takke pauMoHaNbHOrO MCMoNb30BaHUs U UHTep-
npeTaumm reHeTu4ecknx TecToB. MokasaHa HEOGXOAMMOCTb MyNBTUAMCLMIIIMHAPHOIO NMOAXOAA B BEAEHWUW NaLMEHTOB Kapau-
OI10rM4eCcKOro NPoguNs ¢ TECHOM KoonepaLumen kKapamorora v KIIMHUHECKOro reHeTUKa.
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Significant changes have taken place in cardiology over the past 15 years within the framework of a personalized approach
to the management of patients with cardiovascular
diseases. This review provides up-to-date information on the genetic aspects of the development of various cardiovascular
diseases, including heart and vascular malformations, cardiomyopathy, cardiac arrhythmias, dyslipidemia, arterial hypertension,
thrombosis, and some others. In the current paper cardiovascular pathologies are divided according to the etiological principle
into the chromosomal, monogenic and polygenic diseases. The problems of introducing intensively developing genetic
technologies and medical genetic counseling into the practice of cardiologists, as well as the appropriate and rational usage
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B Kapauonoruu 3a nocnegrue 15 neT Npon3oLwnm 3Ha4MmMble
M3MEHEHNA B pamKax MepcoHanM3MpoBaHHOro nogxoda
K BEAEHUIO MauMEHTOB C CepAeYHO-COCYaANCTbIMN 3a60neBaHuUs-
My (CC3). NprMeHeHne OMUKCHbBIX TEXHOMOMMIA, UCKYCCTBEHHOIO
WHTENNEeKTa, CrneuManM3mpoBaHHbIX CMOCOO0B BuU3yanusauuw,
rny6okoro MEeHOTUMMPOBAHUS N COBPEMEHHbIX FEeHETUYECKMX
METOAOB MO3BONAET NPUONM3UTLCA K MepCOHann3NpPOBaHHOM
NpoUIaKkTUKe N NevYeHno pa3Hoo6pasHoON Kapanonormyeckon
naronorum [1].

Kpome TOro, B MOBCEQHEBHYIO MEAMLUMHCKYIO MPaKTUKY BCe
yBepeHHee BXOOAT hapMakoreHeTuyeckue TecCTbl, MO3BONSH-
LLMe MakcumarnbHO MHANBUOYann3nposaTtb NOA60p NekapCTBEH-
Hom Tepanun y 601nbHbIX ¢ CC3 [2—-4].

HecmoTps Ha TO, 4TO K HacTosiLLeMy BpeMeHW nageHtuhuum-
poBaHO 60SbLLOE KOMMYECTBO FEHOB U UX JIOKYCOB, BO MHOIMX
Cryyasix TOYHbIE MEXaHW3Mbl UX BAWSHWUSA HA PUCK PasBUTUSA
CC3 po koHLa He ycTaHOBMEHbl. ITO Npexae BCero MMeeT OT-
HOLUeHWne K nonureHHsIM dpopmam CC3, K KOTOPbIM, B 4aCTHO-
CTK, OTHOCATCH Uemmyeckas 6onesHe cepaua (MBC), donbpun-
nAUMS Npegcepann, runeptoHnyeckas 6onesHb [5, 6]. Kpome
TOro, NPOAOSIXKAETCA aKTMBHOE W3yyYeHne B3auMOAencTBuA
(haKTOpPOB pUCKa OKPY>KatoLLie cpeabl 1 06pasa XN3HW YenoBe-
Ka Ha (QOHe co4eTaHusi OECATKOB [EHHbIX MNOMMOPdU3MOB
y NauMeHToB, a TakXe BUSHWUA FEHEeTU4EeCKON AeTepMUHMPO-
BaHHOCTW Ha NPOrHO3, NPOAOSIKUTENILHOCTb U KAYeCTBO XXN3HU
605bHOrO.

BmecTe ¢ Tem M3BECTEH LenbIvi pag reHos, MyTaumm B KOTO-
pbIX MPUBOAAT K Pa3BUTMIO HACNEACTBEHHbLIX MOHOMEHHbIX (DOPM
Kapguonoru4eckon naronorun. Takvme 3aboneBaHus Hacnegy-
I0TCA cornacHo 3akoHam MeHpgens v npefcTasneHbl Hacneg-
CTBEHHbIMM POPMaMu HapyLLeHus putMa cepgua, KapaMomMmno-
naTuamMmn, QUCANNUAEMUAMU 1 ap.

Opyras 4actb BpoxAeHHbIx dpopm CC3 moxeT 6biTb 0b6ycC-
NoBfeHa HapyLleHneM XpOMOCOMHOro Habopa v MUKPOCTPYK-
TYPHbIMX M3MEHEHVAMM XPOMOCOM naumeHTta. Bce natonorum
[aHHOW rpynnbl NPOSIBASAOT Ce6 NPV POXAEHUN UNN B paHHWE
[eTckue rofpl.

leHeTn4eckoe TecTMpOBaHME MNoMoraeT MoCTaHOBKe npa-
BWUIbHOIO AMarHo3a, BbIBNEHWUIO MAaLMEHTOB C NOTeHUMasnbHbIM

puckom CC3, onpefeneHno HebnaronpuaTHOro NPoOrHo3a n ero
KOpPPEeKLUN.

B HacToswem 0630pe Mbl CKOHLEHTPUPOBANM CBOE BHMMA-
HMEe Ha reHETUYECKUX NCCNedoBaHNAX, NPOYHO BOLLEALUNX B MO-
BCEOHEBHYIO MPaKTWKy Bpadva-kapauornora.

XpomocoMHble npuymnHbl CC3

Ecnn roBoputb Npo XpoMocoMHble npuymHbl CC3, To B OC-
HOBHOM C JaHHOW 3TMONOrMen cBa3aHo hOpMUPOBaAHNE BPOX-
JeHHbIX NopokoB cepaua. CTONT OTMETUTb, YTO HacToTa BPOX-
[OEHHbIX NOpoKoB ceppua coctaenseT oo 1% ecex CC3. B 10-
30% cny4aeB CTPYKTYpHble BPOXAEHHblE HapyLleHusa ceppua
CBfI3aHbl C reHeTMYECKMMN aHoManuamm [7]. HacTb U3 HUX npu-
XOAMUTCA Ha XPOMOCOMHYIO NaTosioruio.

Kak M3BEeCTHO, Yy KaxOoW Cyrnpy>XecKoW napbl CyLlecTByeT
BEPOATHOCTb pOAnTbL pebeHKa ¢ XpOMOCOMHOW naTonorunen. Tak,
BEPOATHOCTb POAUTL pebeHKa ¢ OQHOM U3 CaMblX HacTbIX (POpM
XPOMOCOMHOW natonoruun (Tpucomma 21, 13, 18) npn monogom
BO3pacTe cynpyros coctaBnseT okono 0,4%. PUCK MOXeT 6bITb
W CYLLIECTBEHHO BbiLLE, B 3aBMCMMOCTM OT OCOGEHHOCTEN XPOMO-
COMHOro Habopa poauTenemn, a Takxe Ux Bo3pacta B MOMEHT
3a4atusa [8].

Kak npaBuno, y OOKTOPOB He BbI3blBaeT 3aTpydHeHu ycTa-
HOBNEHVe auarHo3a nepeyvncrneHHbIX 3abonesaHuii HOBOPOX-
OEHHOMY, T.K. MPWU HanuynMm TPUCOMUU XPOMOCOM Yy pebeHka
NPUCYTCTBYET XapaKTepHbIl CUMMATOMOKOMMEKC. Bpoxaer-
HbIA NOPOK cepAua MM aHoManuu cocyamcToro pycna (4aile
B COYETAHMM C NOpPOKaMKU OPYrnx OpraHoB) SIBASKOTCH YacTbiMU
NPOSIBNIEHUAMW  aHEYyNIouaMM XPOMOCOM Y HOBOPOXAEHHOro
(tabn. 1) [9-12].

B uenom ctout 0TMETUTB, YTO TpUcomun 21, 13 n 18 aensioT-
ce npuynHom 8% Bcex BPOXAEHHbIX MOpOoKoB cepaua [13].

Mpu OTCyTCTBUM YUCNOBBLIX aHOManui XpOMOCOM Yy naum-
€HTOB C Mopokamu cepae4HO-COCYAUCTOM CUCTeMbl cnegyet
UCKIIOYUTb CTPYKTYPHbIE U3MEHEHUS XPOMOCOM, B YACTHOCTH,
VUCKIIOYUTb MUKPOOENELMOHHbIE U MUKPOOYMIIMKALNOHHbIE CUH-
OPOMbl. ITO BO3MOXHO caenaTtb NyTeM MPUMEHEHWUS MOJIEKY-
NAPHO-LUMTOreHETUHECKNX MeTofoB, Takmx kKak FISH (Fluores-
cence In Situ Hybridization), XxpOMOCOMHbI MUKPOMATPUYHBIA

YacToTa BbIIBNEHUS
BPOXAEHHBIX MOPOKOB
CepAe4HO-COCYANCTON

cucTembl /
Incidence of congenital
cardiovascular defects

50%

XpomocomHas natonorus /
Chromosomal abnormality

Cutppom [ayHa (Tpucomus 21) /
Down syndrome (trisomy 21)

Cunapom [Matay (tpucomms 13) /

Patau syndrome (trisomy 13) 80%

CuHpgpom SpBappaca (tpucomms 18) /

Edwards syndrome (trisomy 18) 75%

Cunapom LLepeluesckoro-TepHepa
(moHocomusa X) /
Shereshevsky-Turner syndrome
(monosomy X)

50%

Tabnuua 1. YacToTa BbISIBNEHUSA U XapaKTepucTUKa Hanbonee YacTbiX MOPOKOB CePALLA NPU OCHOBHbIX XPOMOCOMHbIX NaTOJNOrnsiX
Table 1. Incidence and characteristics of the most common cardiovascular defects in patients with chromosomal abnormalities

Haubonee yacTble NOPOKW CepLeYHO-COCYANCTON CUCTEMBI /
Most common cardiovascular defects

[lecheKT aTpMOBEHTPUKYNAPHOW, MEXOKENYHOYKOBON U/Mnv MeXNpeacepaHon Neperopopkm /
Defects of the atrioventricular, interventricular, and/or interatrial septum

[ecbexTbl MPeACepaHON U Xenyno4KOBON NEpPEropoaKu, LeEKT aTpUOBEHTPUKYNAPHO
neperopofku, Tetpaga ®anno /

Defects of the atrioventricular, interventricular, and/or interatrial septum, tetralogy of Fallot

[edhekT aTpoBEHTPUKYNAPHO, MEXOKENYLO4KOBOW W/ MeXNPEACEPAHON NEPEropoaKy,
OTKPbITbIA apTepuanbHbIA MPOTOK U NOAMKNanaHHas 60nesHs /

Defects of the atrioventricular, interventricular, and/or interatrial septum, patent ductus arteriosus,
polyvalvular disease

KoapkTauus aopTl, ABYCTBOPHATHIA KnanaH aopThl, aHOManiW IEro4HbIX BEH, MepCUCTUpYIoLLas
n1eBas BEPXHAA NMonas BeHa, YANMHEHHas nonepeyHas ayra aopThl, paclumpeHue 6paxmoLedanbHbix
apTepui, paclumperue aopTsl /

Coarctation of the aorta, bicuspid aortic valve, pulmonary vein abnormalities, persistent left superior vena
cava, elongated transverse aortic arch, dilated brachiocephalic arteries, dilated aorta
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aHanu3 (TexHonorusa OHK-mukpomatpuu), NGS (Next Generation
Sequencing) [14].

B Tabn. 2 npeactaBneHbl HEKOTOPbIE N3 CUMHOPOMOB, Xapak-
Tepu3yroLLMXcs (hopMMpOBaHMEM MOPOKOB cepAua U HanMyvem
MUKPOCTPYKTYPHbIX N3MEHEHUIA XpoMocoM [15-23].

Kpome Toro, BpoXaeHHbIe MOPOKM cepALa MoryT ObITb CBA3a-
Hbl U C MOHOIEHHbIMW (hopMamMKn HacnNeaCcTBEHHOW NaTonorum.

MoHoreHHble chopmbl CC3

C 2010 r. 6bIn oNy6NMKOBaH pag pekomeHaaumin Esponerickoro
obLLecTBa Kapamomoros no fie4eHno 1 auarHocTrke Takux 3ab6o-
NeBaHWN, Kak NieroyHas runepTeH3uns, 3ab6onesaHns aopTbl, Kapau-
omuonatum (KMI) n kaHanonatuu, XXenynoykoBble HapyLUeHWs
puTMa, AMCAMMMEEMUN, TAE B 0653aTeSIbHOM Nopsiake Npeanoxe-
HO reHeTu4ecKoe TeCcTMpoBaHue naumeHToB (Tabn. 3) [24—-29].

B HacTosiLee BpemMs M3BECTHO 60fee COTHWU MOHOMEHHbIX
CC3, n, no nogcyetam, BO BCEM MMpeE MMU CTpagarT 6onee

10 mnH yenosek [30]. BonbLUMHCTBO MOHOreHHbIX CC3 xapakTe-
pU3ylOTCS HA4anoM B IETCKOM BO3PacCTe, TSHXKENON KIIMHUYECKON
KapTWUHOW, HeOBHaAEXMBAIOLLMM NPOrHO30M, MHBaNUan3auven
1 BbICOKOM CMePTHOCTbLIO. [103TOMY BaXKHa CBOEBpeMeHHas ava-
rHOCTMKA MOHOMEeHHbIX 3a60M1eBaHNn Ha paHHen cTaamMm ¢ CooT-
BETCTBYIOLLMM MEAMKO-TEHETUHECKNM KOHCYNBTUPOBaHNEM.

Kapauomunonatumn

HacnepncteenHble KMI npencraensioT cob6oi heHoTUnmYe-
CKM W FEHETUYECKWN reTeporeHHyto rpynny 3abonesaHui, npu-
BOOSLLMX K CEpAEYHOM HeOOoCTaTOYHOCTM, C BbICOKOW BEpoAT-
HOCTbIO BHE3AMHOW CEpPAEYHON CMEpPTU, U NO PYHKLMOHANBHO-
MOpONornyeckMM xapakrepuctTmkam nogpasfensiorcs Ha
aputmoreHHyto KMI (B Tom uncne aputmoreHHyto KMl npasoro
xenygo4ka), gunataumonHyto KMI, runeptpodmyeckyto KMI,
HEKOMMAaKTHbIN MUOKapA NeBOro Xenyaoyka, PecTpUKTUBHYIO
KMIM [31]. Ona guarHOCTUKM YyKasaHHbIXx opm 3abonesa-

YMeM MUKPOCTPYKTYPHBbIX MU3MEHEHUII XPOMOCOM

in chromosomes

CuHgpom / Syndrome CTpykTypHas Yactota cpegu
aHoManus XxpoMocoM /  HOBOPOXTEHHbIX /
Structural chromosome Incidence in

abnormality newborns

CuHgpom [u Ixopaxm

(BenokapavodaLumanbHbIii

CuHApoM) / Deneuws 22q11.2 / . o

DiGeorge syndrome 22q11.2 deletion 1Y

(conotruncal anomaly

face)

CuHapom Bunbsimca /
Williams syndrome

DOeneuws 7q11.23 /

vo11 23 detion 1:7500-1:20000

CuHppom

Cwmuta-Marenuca / DOeneuws 17p11.2/

1:15000-1:25000

Smith-Magenis 17p11.2 deletion

syndrome

CuHapom

15913 geneuum / Jeneuwns 15q13 / . .
15q13 deletion 15q13 deletion 1:5000-1:10000
syndrome

CeppeyHo-cocyaucTble NposiBNeHus /
Cardiovascular manifestations

KoapkTauus gyru aopTbl, 06LLMIA
apTepuanbHbI cTON, TETpaga danno,
LedeKkTbl MexXnpeacepaHon unm
MEXXeny[04KOBOM Neperopoakm /
Coarctation of the aortic arch, common
arterial trunk, tetralogy of Fallot,

defects of the interatrial or interventricular
septum

CT€eHO3 NEro4HoON apTepum, HagKnanaHHbIA
aopTasbHbIA CTEHO3, AedeKT
MEXOKENYLO04KOBOV NEPErOPOAKH,

nponanc MUTPabHOro Knanawa,
aopTarbHas HepoCTaToO4HOCTb /
Pulmonary artery stenosis, supravalvular
aortic stenosis, ventricular septal defect,
mitral valve prolapse, aortic insufficiency

HeaHaunTenbHbIA CTEHO3 UK peryprutaums
TPUKYCMAANBLHOrO I MUTPASTbHOTO
Knanaxa, AedeKTbl MeXOKeNnyA04KOBO
NeperopofKm, HagKnanaHHbIA aopTanbHbIi
WM NIErOYHbINA, CTEHO3, OeheKTbl
MeXMnpeacepaHoN Neperopopkn 1 TeTpaay
®anno / Minor stenosis or regurgitation

of the tricuspid or mitral valve, ventricular
septal defect, supravalvular aortic,

or pulmonary stenosis, atrial septal defects,
tetralogy of Fallot

Tetpapa ®anno, gedekTbl NpencepaHo-
XeInyAo4KOBOW Neperopoakm, koapkrauus
aopThl rMNONNAcTMYeCcKan [yra aopThbl
OTKPBbITbI apTepuabHbIi NPOTOK,
runonnasus cepaua, CTeHo3
TPEXCTBOP4ATOro Knanaa, nponanc
MUTPaNbHOro Knanaxa /

Tetralogy of Fallot, defects of the
atrioventricular septum, coarctation of the
aorta, hypoplastic aortic arch, patent ductus
arteriosus, hypoplastic heart, tricuspid valve
stenosis, mitral valve prolapse

Tabnuvua 2. OcHoBHas XapakKkTepucTtuka Haubonee YacTbix CUHAPOMOB, XapaKTepusyrowmxcsa CbOpMI/IpOBaHVIeM NMOPOKOB cepAaua u Hanu-

Table 2. Main characteristic of the most common syndromes characterized by heart defects and presence of microstructural changes

[Mpoune xapakTepucTku eHoTvna /
Other phenotypic characteristics

Jnuesble auamopcum, yMcTBEHHas
OTCTaNoCTb PA3HON CTEMEHN
BbIPXEHHOCTH, HapyLUeHWe T-KNeTo4HOro
MMMYHWUTETA, annasus Tumyca,
runonapatvpeos v ap. /

Facial dysmorphia, intellectual disability

of varying severity, defects of T-cell
immunity, thymic aplasia,
hypoparathyroidism, etc.

Jnuesble auamopcum («nmuo Anbda»),
YMCTBEHHas 0TCTaN0CTb U/MNi U3MEHEHNE
noBefeHus, HepPOKanbLMHO3,
SHAOKPUHHbIE PACcCTPOMCTBA (TMMOTUPEO3,
caxapHblii guaber), NpuaHaku
COEAMHNTENBHOTKAHHOW Aucnnasuy v ap. /
Facial dysmorphia (elfin face), intellectual
disability and/or change in behavior,
nephrocalcinosis, endocrine disorders
(hypothyroidism, diabetes mellitus), signs
of connective tissue dysplasia, etc.
Jlnuesble auamopdmm, 3agepxxa
MCUXOPE4EBOro Pa3BuUTHS, HU3KOPOCIOCTb,
npo6nembl CO CHOM, NOBEAEHYECKWE
npo6ieMbI CO CKITOHHOCTbIO K
CamomnoBPEXAEHNI0, HapyLLEHWe cryxa,
3pEHVSs, MOPOKM MOYeK 1 fp. /

Facial dysmorphia, delayed phycological
and speech development, short stature,
sleep problems, behavioral problems with a
tendency to self-harm, hearing impairments,
vision impairments, kidney defects, etc.

lMoBeaeH4ecke Npobnembl, BK0Yas
HE[OCTaTO4HY0 KOHLIEHTPALWMIO BHUMAHMS,
rMNepakTUBHOCTb M arpeccuBHoe /
MMMyNECUBHOE MOBEAEHME, FMOTOHNA,
HW3KWI POCT, KOCOrNasue, NULEBbIe
[V3MOPUM, MUTMEHTHbIE HEBYCbI U Ap. /
Behavioral problems, including insufficient
concentration, hyperactivity and aggressive/
impulsive behavior, hypotension, short
stature, strabismus, facial dysmorphia,
pigmented nevi, etc.
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HUA pa3paboTaHbl TapreTHble reHeTudeckne naHenun. OpHako
Janeko He BCe reHbl, OTBETCTBEHHble 3a passutve KMI,
M3BECTHbI M XOPOLLIO OXapakTepu3oBaHbl HA CErogHsALHUIA OeHb
(tabn. 3) [32].

M3y4aeTcs BNUsSIHME FeHHbIX MyTauun Ha (heHoTMN nauueHTa,
a UMEHHO Ha BO3pacT MaHudecTaumm 60ne3Hu, cTeneHb Nposiere-
HUSA KIIMHUYECKUX MPU3HaKoB (BapuabenbHas 3KCMPEeCCUBHOCTL),
YPOBEHb MEHETPaHTHOCTW reHa (CNOCOOHOCTb reHHOro Aedhekta

NPoSBNATLCA B BUAE KIIMHWYECKUX NMPU3HAKOB 3a60MeBaHus) u
HekoTopble Apyrve nokasatenu. Npogomxaetca nouck avdde-
PEHLUMPOBAHHOrO MOAXOA4A M pasrpaHnyeHuns pegkux [o6po-
Ka4YeCTBEHHbIX TEHHbIX BapuvaHTOB OT MaTOreHHbIX BapWaHTOB
(MyTaumin), aBnaloWmMxcs npuyanHOM 3abonesaHui. Hanpumep,
deHokonun KMIT npu HocuTensctee myTtaumn reHos MYBPC3
unn TNNTZ2 xapakTepusyloTcs YyMepeHHOW runepTpodment, Ho
Mo PMCKY BHE3arHom cMepTh 3Ha4mMMo oTnnyatores [33, 35].

Hosonorws / Disorder

AopTonaTtum u kapauomuonaruu / Aortopathies and cardiomyopathies
CwHpgpom Anepca-[aHnoca /
Ehlers—-Danlos syndrome
CuHppom Loeyes-Dietz /

Loeys-Dietz syndrome

CwHppom Mapdana /

Marfan syndrome

CemeiiHas paccnavsaroLlas
aHeBpM3Ma rpyaHoro oTaena aoptbl /
Familial thoracic aortic aneurysm

and dissection

ApuTMOreHHas kapguommonarms /
Arrhythmogenic cardiomyopathy

[vnatauvoHHas kapauomuonatus /
Dilated cardiomyopathy

[wnepTpoduyeckas
Kapavommonatus /
Hypertrophic cardiomyopathy

CVHBPOM HEKOMNaKTHOro
MUOKapaa NeBoro xenypoyka /
Left ventricular noncompaction
cardiomyopathy

Kananonatum / Channelopathies

CuHppom Bpyrapa /
Brugada syndrome

KatexonammHepruyeckas nonMMmopgHas
XEenyno4KoBas Taxvkapams /
Catecholaminergic polymorphic
ventricular tachycardia

CWHAPOM YANMHEHHOrO
uHTepsana QT /
Long QT syndrome

Hapywenue nunupHoro obmeHa / Lipid metabolism disorders
CemeiiHas runepxonectepuHemus /
Familial hypercholesterolemia

JlerouHas runepten3aus / Pulmonary hypertension
JlerouHas apTepuansHas runepTeHans /
Pulmonary arterial hypertension
BeHookn031oHHas 60ne3Hb nerkix
W/WNW NEroYHbIN KanUMNspHbIA
remaHruomaros / Pulmonary
veno-occlusive disease and/or

pulmonary capillary hemangiomatosis

Tabnvua 3. locTynHble reHeTUYecKne TecTbl AN ANarHoCTMKN MOHOreHHbIX hopm 3a6onesaHu cepaevHo-COCYANCTON CUCTEMbI
Table 3. Genetic tests currently available for the diagnosis of monogenic diseases of the cardiovascular system

[eHbl / Genes

COL3A1
TGFBR1, TGFBR2, SMADS, TGFB2, TGFB3

FBN1

ACTA2, MAT2A, MYH11, PRKG1, TGFB2

Bonblume: DSC2, DSG2, DSP, PKP2. Mansie: JUP, RYR2, TGFB3, TMEM43 |
Large: DSC2, DSG2, DSP, PKP2. Small: JUP, RYR2, TGFB3, TMEM43
AyTOCOMHO-BOMWHAHTHas: 0kono 60 reHoB
C HapyLUeHreM NpoBOAMMOCTY UMK CEMENHBIM aHaMHE30M BHE3amnHoM
ceppeyHon cmeptu: LMNA n SCN5A
X-cuennenHas: DMD v TAZ /

Autosomal dominant: approximately 60 genes
With impaired conduction or a family history of sudden cardiac death: LMNA n SCN5A
X-linked: DMD n TAZ
Bonblumne: MYBPC3 n MYH?.

Manble: ACTC, ACTN2, ANKRD1, CSRP3, JPH2, LBD3, MYH6, MYL2, MYL3,
MYOZ2, PLN, TNNC1, TNNI3, TNNT2, TPM1, TTN, TCAP, VCL /
Large: MYBPC3 and MYH?.

Small: ACTC, ACTN2, ANKRD1, CSRP3, JPH2, LBD3, MYH6, MYL2, MYL3,
MYOZz2, PLN, TNNC1, TNNI3, TNNT2, TPM1, TTN, TCAP, VCL

MYH7, MYBPC3, ACTC1, LMNA, TPM1, MIB1, PDRM16

Bonbluve: SCN5A(BrS1). Manbie: ABCC9, CACNA1C, CACNA2D1 CACNB2,
FGF12, GPD1L, HCN4, KCND2, KCND3, KCNE3, KCNE5, KCNJ8, PKP2, MOG1/
RAGNF, SCN1B, SCN2B, SCN3B, SCN10A, SLMAP, SEMA3A, TRPM4 /
Large: SCN5A(BrS1) Small: ABCC9, CACNA1C, CACNA2D1 CACNB2, FGF12,
GPD1L, HCN4, KCND2, KCND3, KCNE3, KCNE5, KCNJ8, PKP2, MOG 1/RAGNF,
SCN1B, SCN2B, SCN3B, SCN10A, SLMAP, SEMA3A, TRPM4
BonbLune: RYR2(CPVT1) n CASQ2(CPVT2).

Mansle: CALM1, CALM2, CALM3, KCNJ2, TRDN /

Large: RYR2(CPVT1) n CASQ2(CPVT2).

Small: CALM1, CALM2, CALM3, KCNJ2, TRDN
Bonblune: KCNQT (LQT1), KCNH2 (LQT2), SCN5A (LQT3) Manble: AKAP9,
ANK2(HGNC:493), CACNA1C, CALM1, CALM2, CALM3, CAV3, KCNE1, KCNE2,
KCNJ2, KCNJ5, SCN4B, SNTA1, TRDN /

Large: KCNQ1 (LQT1), KCNH2 (LQT2), SCN5A (LQT3).

Small: AKAP9, ANK2(HGNC:493), CACNA1C, CALM1, CALM2, CALM3, CAV3,
KCNE1, KCNE2, KCNJ2, KCNJ5, SCN4B, SNTA1, TRDN

Bonblume: LDLR, APOB, PCSK9. Manbie: APOE, LDLRAP1(HGNC:18640), STAP1 |
Large: LDLR, APOB, PCSK9. Small: APOE, LDLRAP1(HGNC:18640), STAP1

BMPR2, BMPR1B, SMAD9, CAV1, KCNK3

EIF2AK4

KnuHnyeckas 3Ha4nmocTb /
Clinical significance

pvarHocTtuka / diagnostics

amarHoctuka / diagnostics

[VarHocTuka, ctpatndukaums pucka /
diagnostics, risk stratification

awarHoctuka / diagnostics

[VarHocTuka, ctpatndukaums pucka /
diagnostics, risk stratification

[UarHocTuka, ctpatndmkaums pucka /
diagnostics, risk stratification

[MarHocTuka, ctpatndmkaums pucka /
diagnostics, risk stratification

[vWarHocTuka, ctpatndmkaums pucka /
diagnostics, risk stratification

[UarHocTuKa, ctpatndmkaums pucka /
diagnostics, risk stratification

AMarHocTuKa, cTpatudmkauns pucka /
diagnostics, risk stratification

[UarHocTuka, ctpatndmkaums pucka /
diagnostics, risk stratification

[VarHocTuka, ctpatndukaums pucka /
diagnostics, risk stratification

AMarHocTuKa, cTpatudmkaums pucka /
diagnostics, risk stratification

[VUarHocTuka, ctpatndmkaums pucka /
diagnostics, risk stratification
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BO3MOXHOCTN NepCcoHanM3npoBaHHON MeanLMHbl B KApANONOrMYecKon npakTmke

Utility of personalized medicine in cardiology practice

JlerouHas apTepuanbHas runepTeH3ns

OpchbaHHoe 3abonesaHue, B OCHOBE NartoreHesa KOTOPOro
NeXunt noBbILLIEHHOEe nero4Hoe cocyouctoe conpoTuBrieHne,
BO3HMKaEeT 4alle y nauveHToB MOJSIOQOro BO3pacTta, Xapakre-
puU3yeTcs TAXENOW MpaBoXenygo4ykoBOW HeJoCTaTO4HOCThIO,
nporpeccuen, HECMOTPS Ha yCnexu COBPEMEHHON 6a3UCHON
Tepanuu. Y Takux naumMeHToB MOryT O6HapyXunsaTbCA MyTauum
B reHax BMPR2, BMPR1B, CAV1, KCNK3, SMAD9, ACVRL1,
ENG, EIF2AK4.

HapyweHus putma ceppua

HapyLwieHuns putma ceppua KpaviHe pasHoo6pasHsl. [porHo-
31pyeTcs YBENMYEHNE PaCcNpOCTPAHEHHOCTU PasfMYHbIX BUOOB
apuTMui B 6nunxarilee gecaTunetTue, B TOM YUCHe U Xenygoy-
KOBbIX TaxvKapOoul, Kak Havbonee KIMHUYECKU 3Ha4YMMbIX W
XKN3HEyrpoxarwLmx. 9T0 CBA3aHO HE TOSIbKO C YIyHLLIEHUEM U
6o5iee aKTMBHbIM MPUMEHEHNEM [MArHOCTUYECKUX METOAMK,
HO TakXe 0OOYCMOBNEHO CTapeHVWEM HaceneHws, anuaemMmono-
rMYECKOM CUTyaLMen U UCNONb30BaHWEM JIEKAPCTBEHHBIX Mpe-
napartoBs C NpoapuTMmMYecknM pgenctenem [36, 37].

K Hanbonee 3Ha4MMbIM W W3Y4HEHHbIM HA CErofHALLIHWUNA
OeHb HacneacTBEHHbIM apuUTMUAM OTHOCATCA CMHAPOM yonn-
HeHHoro wHTepsana QT (cvHgpom bBpyraga) u cemeinHble
dopmbl  pubpunnaumn npegcepavn. Passutne aTux BUOOB
naTonorMm onpegenseTcsa mMyTauuMsaMu reHoB pasHoob6pasHbIX
WOHHbIX KaHanoB (KanuneBbiX, HATPUEBbLIX, KanbUMEBbLIX) N Oe-
(HEKTOM HEKOTOPbLIX OPYrMx 6€MKOB, BOBNIEYEHHbIX B MPOLECCHI
perynsaumm coKpaTtuTenbHOM QyHKUMn Muokappa: SCN5A,
CACNA1C, CACNB2,SCN1B, KCNE3, SCN3B, HCN4, KCND3,
KCNH2, KCNQ1, ANK2, KCNE2 v pp. [38, 39]. Y naumeHTOB
C CMHAPOMOM yanunHeHHoro QT MMEHHO reHeTUYEeCKnin NoaTUMN
(r.e. Tun LQTS 1, 2 unn 3) ssnsetca ogHMM M3 (DAKTOPOB,
WHTErpmpoBaHHbIX B MOOENWN cTpatudukalmm pucka no BO3-
pacty, nony, uHtepsany QT “ KIMHWY4ECKUM OCOGEHHOCTSAM
o6mopokoB [40].

Mopasnsiowee 60NbLUMHCTBO (POPM MEPEUNCTIEHHBIX Hapy-
LeHu puTMa ceppua HacnegyeTcs ayTOCOMHO-OOMMHAHTHO,
T.€. € 50%-11 BEPOATHOCTBIO MOXET ObITb YHacneaoBaHo AeTb-
MU OT OOHOro M3 cBOuX poauTenein. Moatomy 06bI4HO npw
c6ope ceMenHOro aHamMHesa nauueHTa MOXHO Habnwaatb ne-
penady 3abonesaHusa B psay nokoneHun. BmecTe ¢ Tem B Me-
ONKO-TEHETMYECKOM MpaKTUKe Takxe BCTpevalTca chydau
apuTMUIN, CBAAI3aHHbIE CO CMOHTaHHLIM MyTareHe3oM B OOHOM
13 NOMOBbIX KNETOK poguTenen. B Takux cutyaumsax oTaroLle-
HUSA CEMEWHOr0 aHaMHe3a He HabnaaeTcs M nauueHT npeg-
cTaBnsieT cobow NepBbIn Cryyan HacneacTBEHHOW NaTonoruu B
CBOEN pOOOC/IOBHOMN.

MoHoreHHble gucnunugemMum

Mon pncnunuaoemMmaMy nogpasymMeBaeTcs HapyLueHne obme-
Ha NMMNMOOB B OpraHv3Me, XapakTepu3yloLeecs yBENMYEHNEM
YPOBHS XOnectepuHa u/vnun Tpurnuuepmnagos. Kak npaswno, faH-
HOE COCTOSIHME COMPOBOXOAETCA BbICOKMM PUCKOM Pa3BUTUSA
OCJOXXHEHWUI CO CTOPOHbI paboTbl CepAeHHO-COCYANCTON cucTe-
Mbl, a uMeHHo UBC, nHdapkTa Muokapaa, ULEMNHYECKOTO UH-
cynbTa, TpoM6o3a. Cpeam Bcex hopm aucnunuaemuin Hanbonee
TSKENO NPOTEKAIOLLMMU ABMAOTCA MOHOMEHHbIE BapuaHTbl AaH-
Horo Buga nartonorum [41].
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MOHOreHHble TMNEpPXoNecTEPUHEMUN XapaKTepuayloTcs Mno-
BbILLEHHLIMW YPOBHAMU JNUMOMNPOTEMHOB HW3KOW MIOTHOCTMU
(JIIHM) n cBA3aHbl ¢ MyTaUMsMU B reHax, BOBJIEYEHHbIX B pe-
uenTtop-onocpenosaHHoe nornoweHne JIMHI peuentopamu
nMNonpoTenMHoB HM3kon nnoTtHoctn (LDLR) B remarouutax.
B 4yacTHocTu, cemenHas rvnepxonecTepvHeMusi Bbi3blBAeTCA
MyTauusiMu B reHe LDLR, anonvnonpotenHa B (APOB) u npo-
NPOTENHKOHBEPTAa3bl Cy6TUNIN3MHONOJOOHOIO KeKcMHa Tuna 9
(PCSK9). Ona nposieneHusi 3aboneBaHnst 4OCTATOYHO ObITb re-
TEpPO3UrOTHbIM HOCUTENIEM MyTaumu, T.K. MATONOrMsa HacnegyeTt-
€A N0 ayTOCOMHO-OOMUHaHTHOMY Tuny. CTOUT OTMEeTUTb, YTO
NOCTENEHHO B KAPAMONMOrMHYECKYIO NPaKTUKY BXOAAT HOBbIE MOA-
XOfb! B NIe4eHnmn nofobHbIx 3abonesaHnii. B yacTHocTn, nossne-
Hve npenapaTtoB rpynnbl nHrnéutopos PCSK9 cosepLumnno npo-
pblB B JIEYEHUN CUCTEMHOIO aTtepocknepo3a HEeCKONbKO neT
Hasaf, Npy 3TOM TapreTHoe BO3AEeNCTBME NO3BONSET OOMbLUMH-
CTBY NauueHToB [obuTbesa uenesbix yposHen JINHI, a Takxe
obecne4ymBaeT 6naronpuUaTHbLIN NPodunb 6€30NacHOCTU U XOPOo-
LUYt0 NepeHoCMMOcCTb [42].

OpHako ecTb W Apyrve npMMepbl HACNeACTBEHHbIX rMNepxo-
necTepyHeMUiA, Hanpumep ayTOCOMHO-pELIeCCUBHAs rMNepxo-
necTepuHeMus, CBA3aHHasa C MyTauusMU B reHe afjanTepHOro
6enka 1-ro tuna peuentopos JIMNHI (LDLRAPT) [43].

TunepTpurnuuepngemMms MOXeT ObiTb CBSi3aHa C HanMyvMem
y nauMeHTa ayTOCOMHO-PELIECCMBHOIO CUHOpPOMa CeMeNHOMN
XUITOMUKPOHEMUM (rvnepnnnonpoTenHeMmm 1-ro tmuna), conpo-
BOX[AOLLErocs HakonieHMem B opraHname Tpurnmuepuna-éora-
TbIX JIMNONPOTENHOB — XUITIOMUKPOHOB. JTO 3abonesaHune oby-
CMOBMEHO MyTaUUsiMU B FEHAX, BOBMIEYEHHbIX B MMONN3 U OYM-
LLieHne opraHu3ma oT XMIOMUKPOHOB: NUMOMPOTEMHOBAsA nuna-
3a (LPL), anonunonpoteuH C Il (APOCII), cdakTop co3peBaHus
nvmnasel 1 Tvna (LMF-1), anonunonpoteuH A (APOAV), rauko-
3undocaTNaMIMHO3UTON 3aSKOPEHHBIN NIMMONPOTENHOB BbICO-
KOW MNOTHOCTU — cBsi3blBaOWmM 6enok 1-ro tuna (GPIHBPT).
CTonT OTMETUTL, YTO, KPOME CBOEro BMSIHUA Ha CEepAEYHO-CO-
CYOMUCTblE PUCKM, BbICOKUA YPOBEHb TPUINMLEPUOOB B KPOBWU
COMPOBOXAAETCS MOBbILLEHHBIM PUCKOM pa3BUTUA NaHKpeaTUTa
y Takmx 60nbHbIx [44, 45].

B HacTosiLee BpeMs HaluM NpeacTaBieHnst O reHeTUYeCcKmX
hakTopax passuTUA AMCANMUOEMUIA NOCTOSHHO PaCLUMPSIOTCS,
B CBAI3N C 4eM MPOMCXOAUT MOCTENEHHOEe YBENMUYEHMEM KOMU-
yecTBa aHanNM3MpyeMbiXx MEHOB B FEeHETUYECKMX MaHensx, uc-
Nosfib3yeMbIX B MOMEKYNSIPHOW AMArHOCTUKE 3TOW rpynnbl 3a60-
nieBaHun.

Kpome Toro, coBpeMeHHbIe OOCTUMXKEHUSA MONEKYNAPHON reHe-
TUKWM OTKPbIBAIOT SIPKME NEPCMEKTUBbI B NIEYEHUUN MEHETUYHECKU
06YCNOBMEHHbIX 3a60neBaHUN, BKIOYaa HacneaCTBEHHbIE OUC-
nunmgemun. B yacTHOCTW, NpeanpyvHUMAatoTCs MOMbITKN pefak-
TUPOBAHUA reHoma A1 KOPPEeKUMU yHacrefoBaHHOro reHHoro
pedekta. C 9TOM LENbO NPUMEHSIETCS LeSbI psf TEXHONOTUIA,
Bktoyas TexHonornto CRISPR-Cas. B 4yacTHOCTH, eCTb AaHHbIE O
pefakTpoBaHnM 3MOPUMOHOB YenoBeka C LiENbio KOPPEKLMN My-
TaHTHOro BapmanTta reHa MYBPC3, 4TO B 3HAYUTENIbHOWN CTEMNEHN
CHWXAET PUCK rMnepTpodmnyeckon kapauommonatum [46]. B uc-
CrnefoBaHnM NpYMaTtoB, NONYHYMBLUMX OOHOKPATHYIO BHYTPUBEH-
Hyto nHgy3mio CRISPR-penakTopoB, 3Ha4MMO YMEHbLUNIICS YPOo-
BeHb PCSK9-akcnpeccun, 4TO MPUBENIO K PE3KOMY CHUDKEHMUIO
koHueHTpaumm JINHI [47]. NopobHble aKcnepuMeHTbI JatoT Ha-
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nexany Ha n3nedeHme nauneHToB C HaCJ'Ie,D,CTBeHHO-O6yCJ'IOBJ'IeH-
HbIMW OucnnnnoeMmamMmm O,D,HOKpaTHOVI nHbekumen. OpgHako Ha
9TOM NyTUN NpencTonT pelnTb elle MHOro pr,D,HOCTeI7I, CcBA3aH-
HbIX C JOCTaBKOW reHeTUYecKom KOHCTPYKUMN N HeuerneBbiM UC-
npasJjieHMneM reHeTn4eckoro Mmartepuana.

BpoxpaeHHble NOPOKU cepaeYHO-COCYAUCTON CUCTEMbI

Kak 6b1510 yKa3aHo BbliLLEe, BPOXKAEHHbIE MOPOKN cepaua MoryT
6bITb CBSA3aHbI HE TONIbKO C XPOMOCOMHOM MaTonornemn, Ho Takxe
MOTYT 6bITb 06YCNOBMIEHbI MyTaUMAMU B reHax, OTBETCTBEHHbIX
3a pasBUTUE MOHOIEHHbIX HACNEeACTBEHHbIX CUHAPOMOB.

leHeTUKaM XOpOLLIO U3BECTHbI TaKMe CUHAPOMBI, KaK ayTOCOM-
HO-OOMWHAHTHBIA CUMHOPOM «pyKu—cepgua» (cvHopom XonT—
Opama), npy KOTOPOM Y MauMeHToB 06HapYXUBAKTCA MyTaumum
B reHe TBX5. KnnHU4YeCcKn CMHOPOM COMPOBOXAAETCA pas3BUTh-
eM BPOXAEHHOro Nopoka cepaua (pasHoobpasHble cenTasbHble
OedeKTbl, OTKPbITbIN apTepuarnbHbIi MNPOTOK, KoapKTaums
aopTbl, CTEHO3 NIErOYHON apTepmmn) U NOPOKOB BEPXHUX KOHEY-
HocTer (0T rmnonnasum 60MbLIOro nasbla A0 anfa3um 1y4eBon
KOCTU 1 pokomenum) [48, 49].

HapknanaHHbI CTEHO3 aopThbl NPEACTaBNAET CO6ON YacToe
SIBNIeHNe Npu MUKPOAENELMOHHOM XPOMOCOMHOM 3abonesa-
HUM — cuHapome Bunbamca. OgHako 3ToT AedeKT MOXeT Npouc-
XOOMUTb 1 MO NpUYMHe myTaumm B reHe ELN, KoTopbi KOgUpyeT
cuHTe3 anacTtuHa [50]. B Takom cnyyae y naumeHTa gmarHoctu-
pyeTcsi ay TOCOMHO-AOMWHAHTHBIV HAAKNanaHHbIN CTEHO3 aopThl.

HedekTbl npeacepgHor neperopogku npu Tetpage danno
MOryT 6bITb CBSA3aHbI C MyTaumamu B reHe NKX2-5 (ayTocomMHO-
OOMVHaHTHbIM TN HacnegosaHus). Kak nokasanu muccneposa-
HUS,, MyTauuy B 9TOM FeHe ABMSATCA CaMOW YacTOn NPUHUHON
HecnHapomanbHon hopmbl TeTpaabl danno n obHapyXmnBalTCs
y 4% nauueHToB € 3TUM BMAOM nartonorum [51].

MonureHHsble ¢hopmbl CC3

B otnnume ot MoHoreHHbix copm CC3, KoTopbie CBA3aAHbI
C MyTauuen opHoro reHa, pacnpoctpaHeHHble CC3 (UBC,
Purbpunnaumns npeacepavn, runeptToHmyeckas 60n1e3Hb) UMeroT
MEHee YeTKUA HaCNeACTBEHHbIA KOMMOHEHT, O6YC/OBIIEHHbIN
CYyMMAapHbIM y4aCTUEM HECKOJIbKMX HE3AaBUCUMbIX UM B3aUMO-
OENCTBYIOLLMX FeHETUYeCcKMx (hakTopoB pucka (nonumopgnsa-
MOB). B cBA3K ¢ aTMM 6bina BbipaboTaHa KOHLUENUMs LUKanbl
reHeTn4eckmx puckos [52]. CyTb ee 3aknoyaeTcs B cO34aHuu
€0VHOM CYMMapHOW MOAENV pe3ynbTUPYIOLLErOo BINAHUSA KOM-
nfieKca reHHbIX BApMaHTOB C NOCMEAYIOLWUM pacyeToM MPOrHo-
3a, 4TO, CnepoBaTenbHO, MOXET UMETb KIIMHMYECKOE NMpUMeHe-
HWe B JOMONHEHNE K TPaauLUMOHHBIM hakTopam pucka, nodyx-
0asi Bpaden u naumeHToB 60Nee arpeccuBHO BO3OENCTBOBATb
Ha moamduumpyemMble dakTopbl elwe o geb6iota 3abonesa-
Hus [52]. HecmoTps Ha 9To, NpUMEHEHMe Takoro nogxona conpo-
BOXAAETCA TPYAHOCTAMU B MPUHATUN KIUHUYECKMX PELUEHU
B peanbHOM NpakTUKe Kapauonoros.

B HacTosLllee BpemMsa paunoHanbHOe NnpuMeHeHne B KNiinHn4e-
CKoW npakTnkKke Kapaunosiora HaxoaaT KOHKpPETHbIe reHeTun4eckune
TecTbl Anga 3abonesaHuii C BbICOKOW MPeaTecTOBOM BEPOATHO-
CTblO (C CUNbHOM KOppenaumen KNMHNYECKOro heHoTUNa 1 reHo-
Tmna). K HMM, B 4aCTHOCTW, OTHOCATCS TECTbI MO ONpeaesieHnto
reHeTUHEeCKOW MpeapacnofioXEHHOCTN K pasBUTU0 TpomMbodu-
nvun, aptepunansHon runepteHsumn (AlN) n gucnunuaemmn.

Tpom6ochunum

Tpombohmnuma npeactasnsaeT Co60M CKIIOHHOCTb K MOBbILLEH-
HOW Koarynaumm KpoBu U IBNSETCSA OQHON M3 Hanbosee 3Ha4u-
MbIX MeOMKO-coumasbHbIX Npo6ieM coBpeMeHHocTH. C TpoM60o-
TUYECKUMW OCNOXHEHWUAMW B CBOEN NMOBCEOHEBHOW NpaKTUKe
CTasIKMBaOTCA Bpayy pasnmyHbIX CneunanbHOCTEN.

Oco6byto akTyanbHOCTb NOAHMMAEMON TEMbI OTPaXaeT HeyTe-
wmTenbHaa crtatuctnka. B Poccuun exerogHo permctpupyetcs
6onee 400 TbIC. MHCYNLTOB, U3 HUX 70-80% npuxoauTCcs Ha
nwemmnyeckmin nHeynet. OT uHdapkTa mnokapga m3 100 Toic.
YyenoBek B Hallen cTpaHe exerogHo ymupaeT 330 MyXUuH u
154 xeHLwmHbl. OcTpble TPOM603bI FMY6OKUX BEH 1 Tpombodre-
6UTbl NOBEPXHOCTHBLIX BEH HWXHUX KOHEYHOCTElN BCTpevaloTcs
y 10-20% HaceneHusi, OCNOXHAA TeHeHNe BapuUKO3HON 601e3HU
B 30-50% cny4aes [53].

Tpombohmnusa npeacTasnaeT co60iM TUNUYHBIA NPUMEP MHO-
roghakTopHOro 3abonesaHus, BKNag B pa3sButme KOTOporo ocy-
LLIECTBMAOT Kak reHeTudeckme hakTopbl, Tak 1 pakTopbl OKpy-
xaroien cpefbl [54].

Ecnun roBoputb Npo reHeTM4eCcKyo COCTaBMAIOLLYIO, TO B Ha-
CTofILLiee BpeMS U3BECTHO 6O0SIbLLOE HMCIIO FEHOB U WX annerb-
HbIX BapMaHTOB, aCCOLMMPOBaHHBLIX CO CKIIOHHOCTBIO YenoBeKa
K NOBbILLEHHOMY TpoM6oo6pasoBaHuio [55]. Bce oHM MoryTt
6bITb NOAPA3AENEHbl HA HECKOMbKO rpymnn:

1) reHbl haKTOpPOB CBEPTbLIBAHNUS;

2) reHbl eCTECTBEHHbIX aHTUKOAarynsHTOB;

3) reHbl NOBEPXHOCTHBIX PeLenTopoB TPOMOOLMTOB;

4) reHbl KOMMOHEHTOB PMOPMHONN3A;

5) reHbl hepMeHTOB 1 Apyrmx 6enKoB, onpeaensatoLLmMxX TOHYC
COCYAOB 1 COCTOSIHME COCYAMNCTON CTEHKMN.

Hwxe npepctaBneHa kpaTkas XxapakTepucTuka Kadkgow w3
YNOMSHYTbIX rpynn (Taén. 4).

leHbI hakTOpOB CBEPTLIBAHUS

BoigenaoT 13 akTopoB CBepTbiBaHWA, KaXObld U3 HUX
KoAMpyeTcs onpegeneHHbiM reHom. BmecTe ¢ Tem, no gaHHbIM
MHOrOYMCNEHHBIX UCCNEeJOBaHNIA, Janeko He Ans BCeX nepeyunc-
NEHHbIX FEHOB C 0OHAPYXXEHHBbIMU B HUX annesfibHbIMy BapuaHTa-
MW BbISIBMEHA CBA3b CO CKMOHHOCTbIO K FMMiepKoarynsaumu.
Cpenun Hambonee akTMBHO 06CYXOaeMblX reHeTu4Yeckux akro-
POB MOXHO nepe4vncnuTb reHbl unbpuHoreHa (FGA, FGB, FGG),
npotpombuHa (Fll), dakTtopa JlempgeHa (FV), npokoHBepTuHA
(FVI) v dombpuHcTabunuaunpytorero dakropa (FXIIAT). Monn-
MOPM3Mbl MIMEHHO 3TUX FEHOB B Pa3HbIX CBOMX KOMOMHALMSAX
BXOOAT B COCTaB MnpepnaraemMblX pasnmyHeiMK naboparopusmm
naHenem no OUEHKe reHeTUYeCKOW npeapacronoXeHHOCTH
yernoseka K TpoM6ounuu.

lF'eHbl ecTecTBEHHbIX aHTUKOArysiHTOB

K XOpOLLO M3y4eHHbIM Ha CEerogHsALWHNA AeHb reHam cucTe-
Mbl €CTECTBEHHbIX aHTUKOAryfnsaHTOB MOXHO OTHECTU: aHTu-
Tpom6uH Il (AT3), npotenH C (PROC), npoTtenH S (PROST) un
renapuHoBbIn ko-tpakTtop Il (HCF2). OaHHble No ApyruMm reHam
paccmaTtpvBaemMor CUCTEMbI NPOTMBOpPeYMBLI. ViccnegoBaHus
nocnegHNX net Mo M3y4eHUio (PaKTOpPOB puUCKa pasBUTUS
Tpombohmnun y peten nokasanu Haubosnbllee 3HadyeHue
pedvumnta npotenHoB C, S n aHTUTPOMOUHA, a TakXe Hann4ius
B reHoMe nauMeHTOB nonumopguamMosB rs6025 reHa F5 wu
rs1799963 rena F2.
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Tpom603a

Karteropus / Category l'eH / Gene

Ta6bnuua 4. Hanbonee 3Ha4YuMble U onpegensieMbie B MEAULIMHCKOW NPaKTUKe reHeTudeckne hakTopbl, BAUSIIOLLME HA PUCK Pa3BUTUSA

Table 4. Most significant and frequently identified in medical practice genetic factors associated with the risk of thrombosis

F2 (c.*97G>A, rs1799963)

SdpcbekT nonmumopdmama / Effect of the polymorphism
Tvnepnpotpom6uremus / Hyperprothrombinemia

[eHbl OCHOBHBIX NNA3MEHHbIX

F5 (c.1601G>A, rs6025)

AlC-peauctenTHocTb / APC* resitance

(haKTOpOB CBEPTLIBAHMS /

F7 (c.1238G>A, rs6046)

Genes encoding major plasma
coagulation factors

F13A1 (c.103G>T, rs5985)

[MpoTekTvBHbIN hakTop / Protective factor

l'eHbl cucTeMbl nbpUHONM3a /
Genes encoding fibrinolytic system proteins

FGB (c.-467G>A, rs1800790)
PAI-1 (c.-820_-817G(4_5), 5G>4G)
ITGA2-02 (GP la) (c.759C>T, rs1126643)

[unepdmbpuHoreHemus / Hyperfibrinogenemia
Hapywienue dmbpuHonusa / Fibrinolysis disorders

Mneparperauus TpoméounToB / Platelet hyperaggregation

l'eHbl, OTBETCTBEHHbIE 38 COCTORHME
MeM6paHbl TPOMOOLNTOB /

Genes encoding platelet membrane
glycoprotein

leHbl hepmeHTOB chonaTHoOro Lukna /
Genes encoding folate cycle enzymes

*APC - activated protein C

ITGB3-B3 (c.176T>C, rs5918)

MTHFR (c.665C>T, rs1801133)
MTHFR (c.1286AC, rs1801131)
MTR (c.2756A>G, rs1805087)
MTRR (c.66A>G, rs1801394)

Mneparperauus TPOM6OLMUTOB, CHUKEHNE 3CDDEKTUBHOCTM
NPUMEHEHUS| aHTUArperaHToB (acnupyH/nnaBuke) /
Platelet hyperaggregation; reduced efficacy of antiplatelet
agents (aspirin/plavix)

lmnepromoumctenHemms / Hyperhomocysteinemia

F'eHbl NOBEPXHOCTHBIX peLiernTopoB TPOMO6OLIUTOB

M3BeCTHO JOBOSIbHO GOMbLUOE KOMMYECTBO MEHOB, MPUYacT-
HbIX K CUHTE3Y NMOBEPXHOCTHBIX peLenTopos TpoM6oumToB. Bee
OHV OTBETCTBEHHbI 3a PErynaunio akTMBHOCTM WX afaresun u
arperauun [56]. Cpeam reHeTUHecknx pakTopos 3TOW rpynmbl
B OOSIbLLUMHCTBE MEeHEeTUYEeCcKUX abopaTopuii, 3aHMMAaIOLLMXCA
OVMarHOCTUKON NpedpacrofioKeHHOCTU K cepae4HO-COCYANCTON
natofiormMm, MOXHO HanTW MNONMMOPMHbIE BapuaHTbl FEHOB
TpombouuTapHoro peuentopa dpubpuHoreHa (ITGB3), a2-cy6b-
eavHuUbl MHTerpmHos (GP1a) u 1B-cy6beanHuLpl TpoméounTap-
HbIX peuenTtopos (GP1b).

FeHbI KOMMOHEHTOB ¢hnbpUHONN3a

DdubprHONU3 NpeacTaBnaeT cobor NpoLecc pacTBopeHns 06-
pasoBaBLLerocs KpoBsiHOrO cryctka. Cpegw reHoBs, MONMMOpdmn3-
Mbl KOTOPbIX 2CCOLMMPOBAaHbI C HapyLLEeHeM npouecca (rbpuHo-
n3a, MOXHO NnepeyncnnTb nnasMmmHoreH (PLG), TKaHeBOW akTu-
BaTop nnasmuHoreHa (PLAT) 1 MHIMOUTOP akTMBaTopa nna3mmnHo-
reHa-1 (PAI1). B MeguVUMHCKYIO NMPakTVKy BOLLEN FeHETUHECKUN
TECT NO onpefeneHuio nonumopdmnama reHa PAI1, T.K. nokasaHo,
YTO NONMMOPAM3MbI 3TOTO reHa yBENMYMBaOT BEPOSTHOCTL pas-
BUTWS TPOMG006PA30BaHNA B COCYAaXx BHYTPEHHMX OpPraHoB.

TeHbI hepMeHTOB u ApPYyrux 6es1IKoB, onpenensoLmnx

TOHYC COCYROB U COCTOSIHUE COCYANCTON CTEHKU

Bce reHbl, onpegensiowme COCTosHMe COCyA0B, MOXHO NoA-
pasfennTb Ha HECKOMbKO rpymnn:

1) reHbl, BAUSIOWME HA YPOBEHb FOMOLMCTEMHA (peakumm
onatHoro unkna) (MTHFR, MTRR, MTR);

2) reHbl, okasbiBawLLMe BNusHME Ha TOoHyc cocynoB (NOS3
v Aap.);

3) reHbl, onpegensiowme nunuaHein obmeH (APOE, APOC
v ap.).

C BHefpeHMEM HOBEMWLUMX TEXHOMOrM MU pasBuTneM megu-
LIMHCKOW Hayku B LefioM 6yayT NosBMATbLCSA BCE HOBblE 3HAHWSA
B STOW 0611acTu, KOTOpble, B KOHEYHOM UTOre, MOMOrYT MOHATbL
npo6nemy TPOMOO30B 1 NPUBIN3UTLCH K €€ PELLEHMIO.

ApTepuanbHas runepTeH3us
C passutnem Al cBA3bLIBAKOT LENbIA psg reHeTUHEeCKNX goak-
TOPOB, NPEACTABMALLMX CO60M NONMMOPN3MbI FEHOB, BOBJE-
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YEHHbIX B PErynauuio YpoBHSA apTepuanbHoro gaeneHus (AL).
[Mo nopgcyeTam y4eHbIX, reHeTMyecKas KOHCTUTYLUS YenoBeka
onpepenset 40% BaprabenbHOCTU YypoBHS ALl MeXay WHOMBK-
namu [57]. B 1o Xe Bpems cnegyeT NOMHUTb, YTO Ha ypoBeHb ALl
B OpraHn3me BIUSET MHOXECTBO BHELLHECPELOBbIX (PaKkTOpOB.
Taknm obpasom, Al" npencrtaenseT cob6oM Knaccuyeckoe nonm-
reHHoe 3abonesaHve.

K reHeTnyeckum ghaktopam pucka pas3sutusg Al MOXHO OTHe-
¢t reHbl ACE (c.2306-118_2306-117ins288), AGT (c.803T>C),
NOS3 (c.582+353_ 379del n G894T), AGTR1 (c.*86A>C),
AGTR2 (c.-95-29G>A), GNB3 (C825T), ADRB2 (Arg16Gly) n gp.

Haubonee un3yyeHHbIMU SBASAIOTCA NOMMMOPMPU3MbI FEHOB
PEHWNH-aHMMOTEH3NH-anbaocTepoHoBON cuctemsl (PAAC).

Tak, reH ACE kogupyeT BblpaboTKy aHrMOTEH3MH-NpeBpaLLa-
owero cepmenta (AlN®). AMd, B ceoo o4vepenb, y4acTByeT
B peakuun npeobpasoBaHnst aHrMOTEH3UHA | B aHrMOTEH3uH .
MocnegHuii npepctaBnseT cobor BaxHbIM perynatop AL w
3NeKTpPonuTHOro 6anaHca opraHuama. [locpencTBom CBOEro
B3aMMOJENCTBUA C aHrMOTEH3WHOBBLIM peLenTtopoM 1-ro Tuna
(AGTR1) aHrnoTeH3wuH Il NposiBNsieT CBOM CBOWCTBA B Ka4ecTBe
Basonpeccopa (yBeNU4MBaeT TOHYC MNaAKOMbILLIEYHOrO Crosi
COCYOMCTOWN CTEHKM) U CTUMYNATOPA BbIpabOTKM anbaocTepoHa
(rmaBHOro perynatopa BOLHO-CONEBOro O6MeHa y 4YesnioBeka).
PAAC umeeT Knto4eBoe 3Ha4YeHve B perynaumm reMognHammkm
u, Kak cnegcreuve, yposHs AL. AlNd Takxe cnocobeH MHaKTUBU-
poBaTb AencTBue 6pafMKMHMHA, NOTEeHUManLHOro BasogunsaTa-
Topa. MI3BeCcTHO, 4TO NOBbLILLEHNE TOHYCa COCYAUCTON CTEHKM Y
yBenn4yeHve obbema LMpKYNMpYIoLLEen KPOBK CONPOBOXAAIOTCA
nosbiweHem cuctemHoro A[l. B HacTosiee BpeMsa M3BECTHO
60nee 20 pas3nMyHbIX NONMMOPMHbLIX BapuaHToB reHa ACE, npu
3TOM HaunbornbLUee (PYHKLUMOHaNbHOE 3HAaYEHNe NMEET Hanmune
unn otcytcteme Alu-nosTopa, cocTosLlero n3 287 nap ocHosa-
HUA (c.2306-118_2306-117ins288, rs1799752, TpaguumMoHHOe
HassaHue Ins/Del). Hannune nonumopduama Ins/Del B reHe ACE
accouMmpoBaHo C nosbileHnem ypoBHa AlND B kposu. CBA3b
HocuTenscTea nonumopduama In/Del ¢ Al nokazaHa TonbKo a1
MYX4YUH — HOCWTenew NonMMOpdHOro BapvaHTa annens. Tak,
Mo OaHHbIM MaclTabHbIX Hay4YHbIX MCCMEedOBaHWN, Y MYX4WH,
rOMO3UroTHbIX Mo nonmmopdmamy In/Del (reHotun Del/Del),

n
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OTHOCUTESbHBIN puck passutua AT coctasun 1,59 no cpasHe-
HUIO ¢ obnaparensamu reHoTunom aukoro tuna (Ins/Ins). Onsa nuy,
>KEHCKOro nona nogobHas cBA3b He noareepaunacs [58].

MpogykTt reHa AGT Takxe oTHocutca K PAAC un kogupyet
aMWHOKUCIIOTHYIO MOCNefoBaTesibHOCTb OENIKOBOM MOMEKYnbI
aHrMoTeH3nHoreHa. AHrMOTEH3MHOreH BblpabaTtbiBaeTcs B neye-
HU 1 SBMSETCA NMPeALIecTBEHHNKOM aHrMoTeH3uHa |, KoTopbli
B MOCneayLwemM nepeBoamMTca B aHrMoTeH3vH || — BaXHbIN
domnanonormnyeckui perynatop ALl 1 BoaHO-coneBoro obmeHa.
YKazaHHasa peakums npeobpasoBaHvs aHrMOTEH3NHOreHa B aH-
rMoTeH3nH | npoucxogut npu yyactum peHuHa. B HacTosuiee
BpemMs OTKpbITO 6oree 30 nonmmMopcn3MoB M MyTauui reHa
AGT, cpegn KOTOpbIX HambOMbLUMI WHTepec npefdcTaenset
¢.803T>C (Met235Thr, rs699). YnomsaHyTbIi nonMmopdnam ac-
COUMMPOBAH C PUCKOM passuTusa AlT 1 MPesKnamncum y XeHLmH
BO Bpemsi 6epemeHHocTu [59, 60]. MNpu Hannuum annens C
B KPOBMW YBENMU4YMBAETCH KONMYECTBO LMPKYNUPYIOLLEro aHrmo-
TEeH3MHOreHa, 4to npepgpacnonaraet K passutuio Al n UBC.
Jlnua ¢ reHotunom C/C (235 Thr/Thr) Hanbonee npegpacnono-
XXEHbI K 9TUM 3abonesaHusaM. Kpome Toro, nokasaHo, 4To puUck
paseutusa BC n nidapkta Mmokapaa y roMo3uroTHbIX HOCUTE-
nen annens C (rernotun Thr/Thr) npeBbiwan aHanornyHbIA puck
ona obnapartenen reHotuna avkoro tuna (Met/Met) B 1,7 n
1,8 pa3a cooTBeTCTBEHHO [61].

HecmoTps Ha o6unue nccnegosaHuii Tuna ciy4an—KoHTPOsb,
KOTOpbIE MOKa3bIBAOT Ha OTAESNIbHbIX BblOOPKax nuy addekT
TEX WM UHBbIX NONMUMOPMHBLIX JIOKYCOB Ha pUCK passutusa Al
kpynHele GWAS-uccnegosaHus, no BCeW BUOMMOCTM B CUNy
MHOIrOKOMMOHEHTHOCTU 3TUOMOMNYECKNX (DaKTOPOB, BAUSIOLLINX
Ha ypoBeHb A[l, HE CMOIM BbISIBUTb YETKUX FrEHETUYECKMX haK-
TOPOB puUCKa AN 3T0ro 3abonesaHuns [62].

MonureHHble gucnunuaemMum

MonureHHble OpPMbI OUCAUNUAEMUIA C 3TMONOTMYECKON
TOYKW 3PEHUS U3YHEHbI NMOKa TakXe HeJOCTaTOYHO.

M3 OCHOBHbIX reHETUYECKMX (DAaKTOPOB, paccMaTpBaeMbIX B
HacTosLLEee BpeMSA B KIIMHUYECKOM NPaKTUKE B Ka4eCcTBe Mapke-
POB pyCKa pas3BUTUS aTepOoCKIEPOTUHECKOro npoLecca, MOXHO
nepeyncnuTb reHol ApoE, APOC3, PON1 v pgp.

len APOE kogupyeT 6enok anonunonpoTenH E, koTopbin
ABNAETCA OOHUM W3 [MaBHbIX MEHOB, PEryNMPYIOLLMX NUMUOHbIA
06MeH. XUNIOMMUKPOHbI U NTIMNOMPOTENHBI O4EHb HU3KOW MSIOTHO-
CTK 6bICTPO YOANAITCA U3 LUPKYNALMK NYTEM peLenTop-onocpe-
[OOBaHHOro sHAoUMTO3a B ne4veHu. AnonunonpoTtenH E, aenasce
rnaBHbIM anonpoTENHOM XWMITOMUKPOHOB, CBA3bIBAETCA CO Chew-
NrMYECKMM peLienTopoM Ha MOBEPXHOCTU KIIETOK MeYeHn u apy-
rmx nepudpepmyeckmx knetok. APOE Heobxoaum anst Hopmarsb-
HOro Kataéonuama Tpurnmuepug-6oraTbiX MMNONPOTENHOB.

K nartonornyeckun 3Ha4mmbiM nonumopduamam reHa APOE
MOXHO oTHecTH ¢.388T>C (p.Cys112Arg, rs429358) n ¢.526C>T
(p.Arg158Cys, rs7412), KoTopble B 3aBUCMMOCTU OT KOMOWHA-
U hOpMUPYIOT HECKOSbKO ansenbHbIX BapuvHaToB reHa: E2,
E3 n E4.

Annenb E3 oTHOCUTCA K reHOTMNY AMKOro Tuna, npeobnapgaet
B MOMNYyNAUMM B LENOM N HE CBA3aH C pUCKaMu pasBuUTUS runep-
XONeCTEPUHEMUM.

Ona obnapatenen annens E2 xapakTepHO HapyLleHue CBs-
3blBaHUSI PEMHAHTHbIX YacTuL, C NIUMOMNPOTEMHOBbLIMWU PeLEenTo-

pamu NeveHn u 3aMedneHHoe UX BbIBEAEHUE U3 Mia3Mbl KPOBU.
Tak Kak HapyLLeHWe 3aTparmBaeT CUCTEMY TPaHCMNopTa 3K30reH-
HOro XONecTepuHa, CTeneHb MOBLILLIEHUS XONecTepMHa O4Y€Hb
3aBMCUT OT KOMMYECTBa XonectepuHa nuwn. Tem He MeHee
Jaxe Ha hoHe HopMasibHOW OMETbl Y NaLMEHTOB MOBbLILLAETCA
YPOBEHb XONecTepuHa, TPUMNULEPUOAOB M B-NMNONPOTEVMHOB
O4€Hb HU3KOW NMIOTHOCTW. YrneBoAbl MHOYUMPYIOT UK yCyry-
6na0T runepavnugemmio. CTOMT OTMETUTL, YTO pas3BuUTUE Xa-
pakTepHoro deHoTuna 3aBMCUT OT Bo3pacTa U pedko nposiBns-
eTca OO TPeTbero OecATUNeTVs XMU3HW. Takxke crnegyeT oTMme-
TUTb, 4YTO, NCXOAA U3 Hay4HbIX AaHHbIX, TONLKO y 1-4% ntogen,
roMO3UroTHbIX No annento E2, passuBaeTcsa cemenHasn aucbeTa-
nunonpoTenHemus (runepnunugemus 3-ro Tuna).

O6napatenn annens E4 peMOHCTPUPYIOT HWU3KWIA YPOBEHb
anonunonpoTtenHa E n Bbicokuii ypoBeHb xonectepuna, JIMHIT,
anonunonpoTerHa B, nunonpoteuHa (a) n HaxogaTca B rpynne
BbICOKOIO pyCKa Mo pasBUTUIO aTepPOCKIIepo3a KOPOHAPHBIX CO-
cynoB. Takxe nokasaHa cBa3b annens E4 ¢ puckom passutus
6ones3Hun Anburenmepa.

Mexay TemM reHeTU4eckmne acnekTbl NONUreHHbIX hopM auc-
nMNUaEeMUIA NPOJOXAT akTMBHO M3yyaTbes. bnarogaps MHo-
rOYUCIIEHHBIM NCCeO0BaHNAM NOCNEAHNX NIeT NOSABNSOTCA BCe
HOBblE TepaneBTUHECKME MULLEHN B OTHOLLEHUN NPONNaKTUKM
W flevyeHns gucnvnugemuii n arepockneposa. B uacTtHOCTW,
B NMTepatype paccMaTpvBaloTCA Takve HOBble MMLLEHMW, Kak
NponpoTeNHKOHBEpPTa3a CyoTUnNn3nH / kekcuH Tnna 7 (PCSK7),
anbpa-1 uenb konnareHa 1-ro Tuna (COL1A1) n HerponunmH-1
(NRP1) [63].

[oBops O AMCAUNMAEMUN, HENb3A He YNOMSHYTb OOCTMXe-
HUa dapmakoreHeTuku. Mcnonb3oBaHue hapmakoreHeTu4e-
CKMX TeCTOB MO3BOMSET onpefenntb 3P(PeKTUBHOCTb NprMe-
HEeHWsi onpefeneHHbIX JIeKapCTBEHHbIX NPenapaToB Y KOHKPET-
HOro MHAMBMAA, @ TakXe CNpOrHO3MpoBaTb Pa3BUTME HEXe-
nartenbHbIX MO60YHbIX IMPEKTOB C Yy4YETOM TreHeTU4ecKom
KOHCTUTYLUUK naumenTta. Mpu gucnmnugeMmm Hambonee 4acTo
MCNONb3YIOTCA NpenapaTthl rpynnbl CTaTMHOB. VI3BecTeH uenbii
psg nonumopdunamos reHos (CYP2D6, CYP3A4, CYP3AS5,
GATM, SLCO1B1, ABCB1 n ABCG), HoCcuTENM KOTOPbIX B OTBET
Ha NpUMeHeHWe NeKapCTBEHHbIX CPEACTB U3 rpynmbl CTAaTUHOB
Hanbonee CKMOHHbI K pasBUTMIO MMonatum (BnnoTb A0 pabpo-
mMuonuaa) [64].

OOvH 13 ApKMX MPUMEPOB M3 3TOW Cepun — NonNMMopdunam
reHa SLCO1B1, perynupytoLiero Metabonuam CTaTMHOB B neye-
HW. BapuaHT rs4363657 rena SLCO1B1 npn npveme BbICOKO-
JO3HOM Tepanuu cTaTMHamMy accouMMpoBaH C CyLLECTBEHHO
MOBbILLIEHHbIM PUCKOM MMONATUM y naumeHToB. Tak, y nuu,
obnajaromx [aHHbIM BapuaHTOM B TFOMO3WUIOTHOM (hOpMeE,
pYCK passunTusa MMonaTum yeenuymsaetcsa B 16 pas [65]. Mexay
TeMm, B 3aBMCMMOCTM OT CBOErr0 NPOUCXOXAEHWS, TAKUM FeHOTU-
nom obnaparoT oT 2 A0 28% Xutenen mupa.

3aknioyeHue

Takum 06pa3oM, MpPakTUYECKM BCE NAToONoOrnmM CcepaeqHo-
COCYAMCTOW CUCTEMBI MOTYT 6bITb NOAPA3AENEHbI HA TPU OCHOB-
Hble KaTeropum: XpOMOCOMHbIE, MOHOMEHHbIE WS MONNrEHHBbIE.
[Ons Kaxaon u3 popm xapakTepHbl CBOM OCOOEHHOCTU AMarHo-
CTUKM, @ TaKXe KIIMHWYECKON MaHudecTauum, Te4eHus 1 npo-
rHo3a.
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B nepcnektvBe Heganekoro 6yayLiero npuMeHeHue gyHK-
LMOHaNbHON FEHOMMWKW, KOMMAEKCHbIX TEXHONMOrMA Ons WAEH-
TMMKaLMM OCHOBHbIX NAaTOPU3NONOrNYECKUX NYTEN Ha OCHO-
Be JHK, PHK, 6enkoB nnn metabonnToB A0SKHbI MO3BOMUTL
onpegenutb cywHocte CC3 Ha ropaspgo 6onee geTanbHOM
YPOBHE, 4eM 3TO OblJI0O BO3MOXHO [0 CEerogHsILUHero AHs.
N3yyaloTcss HYTPUreHOMHbIE W HYTPUreHeTUyYeckne BOMpoChl
NnepcoHanM3npoBaHHOIO Ha3Ha4YeHUs AWET, MHWUUMauMn Tepa-
NM NPU BbICOKON BEPOATHOCTM MM Ae6ioTe MOSIUIeHHbIX cep-
Je4YHOo-cocyanCTbIX 3aboneBaHnin B paMKax UX CBOEBPEMEHHOM
npounaktmkn. C y4eTomM pasBUTUS FEHETUYECKUX 3HaHWM
NPOAOMKAETCA MOUCK BO3MOXHOMO MHOMBUOYaNN3NPOBaHHO-
ro nogxoja K OMarHoCTMKe W JIeYeHWI0 KaxAoro nauueHTa.
MoaTtomy, cornacHo EBponenckum pekoMeHgauusam, B BegeHun
nauneHTOB KapAnonorn4eckoro Nnpodumns saxkeH MynsTMamcLm-
NNWHapHbIA NoAxXo4 C TECHOM Koonepauuen kapguosora u Knu-
HNYECKOro reHeTuKa.

AKTyasnbHbIMM OCTalOTCA NPO6NEMbl BHEAPEHNA NHTEHCUBHO
pa3BMBAIOLLNXCA TEHETUYECKUX TEXHOMOMMN U MEeAMKO-reHeTu-
YeCKOro KOHCYNbTUPOBaHWSA B MPAKTUKY Bpa4eli-kapamosoros,
YMECTHOr0, a Takxe paLyoHanbHOro UCMonb30BaHWUsA U UHTEp-
npetaunm reHeTU4ecknx TecTtos. [na BHeAPEeHNs COBPEMEHHbIX
WHCTPYMEHTOB FEHOMUKMN B KITMHNHYECKYIO NPaKTMKY. pa3pabaTbl-
BalOTCA CTaHAapThbl MHTEpnpeTauun pe3ynbTaToB reHeTUYeCcKo-
ro TecTMpOBaHUs MaUMEHTOB W MPOBEAEHUs CEMENHOrO CKpW-
HUHra. Micnonb3ytoT MHOroMepHble 6a3bl 4aHHbIX FEHEeTUYECKMX
nccnenoBaHuie, CobpaHHble M3 pasnuyHbIX MOMynsuMiA 300po-
BbIX U 6OJIbHLIX CyObLEKTOB, YTOObI CUCTEMATM3MPOBATL CIIOX-
Hbl€ MPUYNHHO-CNEACTBEHHbIE MEXaHN3MbI NONUreHHbIX 3abone-
BaHWI cepaeyHo-cocyancTor cuctembl. B nepcnektee oxuaa-
eTcs HavTn 6onee adhPeKTUBHbIE TEPANEBTUYECKME MULLIEHN U
61MoMapKepbl, KOTOPbIE MO3BONAT 60/1ee TOYHO NPOUNAKTUPO-
BaTb, AMArHOCTUMpPOBaTb U NoabupaTtb Tepanuio npy Kapavosa-
CKYNSIPHOM NaTonornm Kak y B3pocsbiX, Tak U y AeTen.
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N3paTenbcTBO «[IMHACTUS» BbiMyCKAeT HAY4YHO-MPaAKTMYECKUI XypHan «Bonpockbl yponorun u aHaponorum»

InaBHbIA pepakTop
akagemunk PAH, npogpeccop N.B.Inb1604KO

-
Bgnpocm
UM 1 aHaponorum

3amecTuTenb rnaBHoOro peaakTopa
K.M.H. [1.B.byTHaApY

WIRATENLCTSO
UHacTus

pekTop [Tepsoro MocKoBCKOro rocyapcTBeHHOro MeANLIMHCKOro yHuBepcuteTa um. U.M.Ceveroa

3aMeCTUTENb ANPEKTOPA VIHCTUTYTa yponoryu v penpogyKTUBHOIO 30P0BbS Ye0BeKa
[MepBoro MocKoBCKOro rocyfapcTBeHHOr0 MeANLMHCKOro yHuBepcuTeTa um. .M.CeqeHoBa

JKypHan binyckaetcs ¢ 2012 roga v npeaHasHadeH Ans yponoros, HeposIOros, aHAPONOroB, OHKOMOM0B, XMPYProB, aKyLLEPOB-TUHEKOIOr0B 1 BPAYeil CMEXHbIX
cneunanbHoOCTeN. PeakUMOHHbIA COBET XypHana LUMPOKO NPeACTABAEH POCCUICKAMI U 3apYOEXHbIMI CMIELMATNCTaMU U3 BEAYLLIMX YPONOTUYECKUX KIMHMK.
JKypHan 0CBeLLAeT HOBEIALLIME OCTVIKEHUS OTEYECTBEHHON 1 3apyGeXHOA MeAULMHbI B 06NACTV YPONOruM, HePONOruK, aHAPONOrMIA 1 PSiAa CMEXHBIX
ANCUMIANH. B XXypHane ny6aMKYIOTCS Pe3ymnbTaTbl OPUriHANbHbIX UCCEAOBAHUIA N0 PA3NIMIHOI TEMATMKE, BKIHOYAs CNeLMabHO CO3AaHHbIE PyGpUKM

10 3HAOCKONUYECKOIA YPOMOT N, OHKOYPOSIOT A, XXEHCKO YPONOriAW 11 Np.; 06CY)XAAIOTCS ANCKYCCUOHHbIE BONPOCH! B Pasfene «3a 1 npoTue»;

BbIfENeHbI CEKLMM «KOMOHKa Ansi pe3NAeHTOB» U «B3rnsa natomopdonora». Hapsipy ¢ 3TM, B XXypHane NpeACcTasneHbl 0630pbl NUTEPATYPbI MO aKTyaNbHbIM
BOMPOCAM YPOJIOrvi, OTHETbI O HANGONEe BaXHbIX HAY4HbIX KOHTPECCAX 1 KOH(EPEHLMAX, KOMMEHTAPUM CMIELMANIUCTOB B OTHOLUEHUN CYLLECTBYHOLMX
KNVHUYECKNX PYKOBOACTB U PEKOMEHAALMI PA3NNYHBIX YPONIOrNYECKIX aCCOLMALIAN 11 OpraHn3aumii.

Xypnan sxoauT B [lepeyeHb BeAYLUUX HAY4HbIX XYPHANoB U u3faHuii BAK.
Xypnan unpexcupyertcs 8 Ulrich’s Periodicals Directory u B Pocciickom MHAEKCE Hay4YHOro LUTUPOBaHKA.
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