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PE3IOME

BricoxonponssoauTenbHoe cekBeHnposanne JJHK cTaHoBUTCA HeoTheM/IeMOl 4acThbI0 MEAWIIMHCKON MPAaKTVUKN, B TOM YNC/Ie KapAMOIOTHN.
Tocnenuue 20 /eT aKTMBHO M3Y4YaeTCsl POMb I€HOB B (GOpMUPOBaHMM 3a00/IeBaHMII CepHAEYHO-COCYAUCTON CUCTeMBl. B Hacrosljee BpeMs
3a60/IeBaHMs CepAilia C HACTE[CTBEHHBIM KOMIIOHEHTOM IIPVHSATO JIE/INTh Ha JiBe OOJIbIINe TPYIIb:: MOHOTEHHBIE CHHIPOMBI, KOTOPbIE IIPUBOAAT
K He6/IaronpusATHOMY UCXOZY, B TOM YHC/Ie K BHE3AIHOI CEPIeIHOI CMEPTI B MOJIOZIOM BO3PACTe, I MOJINTeHHbIE COCTOAHMSA, KOTOPbIE IIPOSBIAIOTCS
mocye 35 JIeT U CONPOBOXKAAIOTCS YXYALIEHEM KadeCTBa )XM3HU. B mpodeccnoHanpHOM criopTe M3MeHeHMsI MUOKap/ia IPaKTHYeCK) HeM30eXKHBI,
OIHAKO 3a aJalTAlMOHHBIMM VM3MEHEHUAMM, KOTOpble IPMHATO Ha3bIBaThb «CHOPTHMBHOE CepALie», MOTYT CKPBIBATbCA INepBble (PEeHOTUIIMYECKIEe
IIPM3HAKY HACTE[CTBEHHOTO 3abomeBaHs. HocuTebCTBO Kay3aTMBHBIX T€HOB KapMHATLHO MEHsET MOAXOJ K BeeHNIO aT/leTa: lepecMaTpiBaeTcst
€To JIONYCK K TPEHIPOBOYHO-COPEBHOBATENbHOI EATEIBHOCTH, 00CYX/aeTCsa 00beM JOIYCTUMOI HATPY3KY U KPaTHOCTb [OCELeHNs Kap/JIoIora.
B Hacrosmeit paboTe MbI BBIEMWIN KIMHUYECKMEe MapKepbl — «KpacHble (Iaru», KOTOpbIe yKasbiBamyu Obl Ha HEOOXONVMOCTD IPOBENCHN
TeHeTNYEeCKOTO TECTHPOBAHNS Ha IIPUMepe CIIOPTCMEHOB, IPOXOAYBIINX YITTy6lIeHHOe MeANIMHCKOe 06cmenoBanme B 2021-2022 rogax.
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The rationality of using DNA diagnostics in sports cardiology
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ABSTRACT

NGS is becoming an integral part of medical practice, including in cardiology. The role of genes in the formation of diseases of the cardiovascular
system has been actively studied for the last 20 years. Currently, heart diseases with a hereditary component are usually divided into two large groups:
monogenic syndromes that lead to an unfavorable outcome, including sudden cardiac death at a young age, and polygenic conditions that manifest after
35 years and are accompanied by deterioration in the quality of life. In professional sports, changes in the myocardium are almost inevitable, however,
the first phenotypic signs of hereditary myocardial disease may be hidden behind adaptive changes, which are commonly called “athlete’s heart”. The car-
riage of causative genes radically changes the approach to the management of an athlete: his admission to training and competitive activities is reviewed,
the volume of permissible load and the frequency of visits to a cardiologist are discussed. In this paper, we tried to identify clinical markers — «red flags»
that would indicate the need for genetic testing on the example of athletes who underwent an in-depth medical examination in 2021-2022.
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1. BBenenne

Ceppeuno-cocypucras cucrema (CCC) opmHOM U3 mep-
BBIX QJAlTHUPYeTCs K MHTEHCUBHBIM (PU3MUECKUM HATpys3-
kaM. [IpomcxopAmue Ipy 3TOM CTPYKTYpHBble M (PYHK-
L[IOHA/IbHbIe M3MEHeHM:A MMOKapfa HONydIIN Ha3BaHUe
«CHOPTUBHOE cepaLe». OfHAKO 3a MacKOJ afallTUBHO-KOM-
neHcatopHoit peakiyy CCC MOTyT CKpbIBaTbCsA MaTOIOTH-
deckue CABUTH MOP(OQGYHKIMOHANBHBIX XapaKTePUCTUK
MUOKap/a, IMOTEHIMAJIbHO IPUBOAAIINE K OTCPOYEHHBIM
3a00/IeBaHIAM CepAlia M CHIDKAIOI[VE Pe3yIbTaTUBHOCTD
CIIOpTCMeHa, WIM K BHe3amHoil ceppeuHoit cmeptu (BCC)
BO BpeMA TPeHMPOBOYHO-COPEBHOBATE/IbHON JIeATe/IbHO-
ctn. BCC — 3T0 HEeHaCH/IbCTBEHHbIN BHE3aIIHO HACTYNMB-
LI JIeTaJbHbBIA UCXON, KOTOPBIV IPOU3OIIEe/l MTHOBEHHO
JIN B Te4eHNe OJHOTO 9aca C MOMEHTA HAaCTYIUICHNA OCTPBIX
KInHreckux npossrennit. BCC — HeobpaTumoe cobbitie
U He TOXIeCTBEHHO OIpefe/IeHNI0 «KIMHIYeCKass CMepPTh».
Ecnn cobpiTie 0Ka3aaoch OOPaTHMBIM, TO IPaBUIbHEE VIC-
[I0/Ib30BAaTh TEPMMHBI «BHe3allHas OCTAHOBKA CepALia»
WM «BHE3AITHasi OCTAHOBKa KpOBOOOpaieHus» [1].

B pasuthix cTpaHax cpepHsasa 4yactora BCC cocTas-
nsaeT oT 1,4 Ha 100000 HacemeHuA B roj Cpefy >KEHLIVH
Io 6,68 ciay4as cpegu myxuuH [1, 2]. Odunuanpubix cra-
TUCTUYECKUX JAHHBIX 06 0611elt pacpoctpanenHocTr BCC
cpeny HacenmeHmsA Poccuu HeT, OfHAKO pacyeTHBIN YPOBEHDb
BCC B Hameit ctpaHe cocrasindeT npuMmepHo 200-250 TbI-
€4 9eJIOBEK B Iof [3]. YCTaHOBUTD TOYHYIO pacCIIPOCTPaHEeH-
HocTb BCC cpenyt BBICOKOKBaTUNUIPOBAHHBIX CIIOPTCMe-
HOB HEIIPOCTO, METOJVIKA MIOfICYeTa ¥ KPUTEPUY BKITIOUEHNUS
CIIOPTCMEHA B PETUCTPHI 110 BHE3AIHOM CMEPTH OT/IMYAIOT-
cs B pa3/MMyYHBIX cTpaHax [4]. Ilo maHHBIM MccnenoBaHuMii,
B cpegHeM uyactoTa BCC cpemn atneros coctasnger 0,6—
3,6 cnyyasa Ha 100000 4emoBeK B TOf, IPU 3TOM CEPAEIHO-
cocynmucTble 3abo/eBaHMs, He NPUBOJASLIVE K BHE3AIHOI
OCTaHOBKE CepAla, SABJIAKTCA ITIABHONM NPUYMHON CMEPTU
I0CJIe 3aBepIleHNsI Kapbepsl [5, 6].

3a6oneBanus CCC, moreHnmanbHo npuBopsiye kK BCC,
pasfe/A0T Ha IBa TUIA: KapAMOMUONATHM, IIPOTEKaloIue
CO CTPYKTYPHBIMU M3MEeHEHUAMY MUOKapAa (rumepTpodu-
YecKas, [YIaTalIOHHas1), U IepBUYHbIe apUTMUL (CUHPOM
yonuHeHHoro nHTepBana QT, cungpom bpyraga n xarexo-
JaMUHeprudecKas MoaMMOp(QHas XKeMyT0oIKoBas TaXuKap-
s, KIDKT) [7].

B Hacrosiigee BpeMms [/ BBIABIEHMsI CKPBITBIX 32060-
neparnit CCC mpepIoXeH CKpPMHUHT Ha OCHOBE OIleHKe
¢axropos pucka (onpocuuku), IKI' u IxoKT [8]. Cregyer
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OTMETUTDb, YTO TeHeTMYecKoe TEeCTMPOBaHME Ha Haclefl-
crBennble 3a60eBanyst CCC He mpejaraeTcs B 9TOM aJro-
pUTME N CIIOPTCMEHAM, KaK IIpaBUJIO, IIPMHATO BBIIIOTHATDH
MOJIEKY/LApHBIE MCCIeIOBAHN IOCMEPTHO, a He MCIO/Nb30-
BaTb B pyTI/IHHOI?I IIpaKTNKE€ COBPEMEHHDBIE T'€HETUYIECKNE
METO/bI HA JOK/IMHNYECCKOM 3TaIle. bonpmmHCTBO MOHOTEH-
HbIx 3aboneBanmit CCC HacmeqyoTcs IO ayTOCOMHO-JO-
MI/IHaHTHOMY NIy n IIpOBOAVIMO€E TECTPOBAaHME IIOIE3HO
He TOJIbKO CaMOMY CIIOPTCMEHY, HO TaK>Ke ero pOICTBeHHM-
KaM, Y KOTOPBIX ellle He MaHI(pecTpoBano 3aboeBaHue.

BeposATHO, reHeTNYeCKOe TeCTUPOBaHME B CIIOPTE BBIC-
HMINX JOCTVDKEHUI He MONMY4YMIO MMUPOKOTO pacpoCTpaHe-
HYA [0 PARY OpU4MH: 1) He oIpemesieHbl KpUTEPUU U3Me-
HeHnit co cropoHbl CCC y cHOPTCMEHOB, TaK Ha3blBaeMble
«KpacHble (Iaru», COIJTACHO KOTOPBIM HEOOXOAMMO IIPOBe-
CTU MOJIEKY/IIPHOE TeCTHPOBaHMe I BepupuKaumum ama-
rHO3a U CTpaTu(UKALUM PUCKOB; 2) He OIpeNeeHo Hmpel-
IojlaraeMoe KO/IM4eCTBO TeCTUPOBAHMIL B TOJ ¥ MCTOYHUK
¢buHAHCMPOBAHYS; 3) He PpeIleHbl Pas3IMYHble ITUUECKIE
OVJIEMMBI M KOJIMYECTBO MEOMIMHCKOTO BMEIIATE/IBCTBA
pn 06Hapy)KeHI/H/I IIAaTOT€HHbBIX M BEPOATHO ITAaTOT€HHBIX
BapUaHTOB.

ITens Hacrosieit paboTbl — pacyeT pacIpoCTPaHEHHO-
CTH pasnmn4HbIX 3a6omeBanmit co croporst CCC cpenu ciopT-
CMEHOB U OIIpefie/ieHNe «KPACHBIX (r1aroB» [/t HAITPaB/IEHNS
Ha ITPpOBENEHNIE KapANOTr€HETNYECKUX I/ICC}Ie]IOBaHI/II?[.

2. MaTepuan u MeTOJbI

Beutu mpoaHanM3MpOBAHbI PE3YAbTATHI YIIYOIEHHOTO
MemumHckoro o6cnemoanua (YMO) 3a 2021-2022 ropst
12089 copTCMEHOB, ABIAIIMXCA YIaCTHUKAMU CIIOPTUB-
HbIX COOpPHBIX KoMaHf] Poccun (6867 My>xunH u 5222 KeH-
IMHBI). BblIa M3y4eHa pacIpOCTPaHEeHHOCTb OTKJIOHEHWIA
co croporbl CCC mo kofaM MeXIYHapOLHON KIaccudu-
Karun 6onesneit 10-ro mepecmorpa (MKB-10), BbiHeceH-
HBIX B CBOJHOE 3aK/oueHue mociesdero YMO (ta6m. 1).
CratucTudecKuil aHaauM3 MPOBOAMIM C MCIIONb30BaHM-
eMm mporpammbl IBM SPSS Statistic (26-1 Bepcusa, SPSS:
An IBM Company, CIIA). KomuyecTBeHHBIE TTOKa3aTenm
OBLIN OLieHEHBI Ha IPERMET COOTBETCTBMS HOPMATbHOMY
pacipefieleHMIo ¢ ToMolblo Kputepua Kommoroposa —
CmupHoBa. B cimydae oTCYTCTBMA HOPMA/IbHOTO pacIpefie-
JIeHNs KONMM4YeCTBEHHbIe [aHHbIE OIMCHIBAIN C IIOMOILBIO
MenvaHbl (Me) 1 HIDKHero 11 BepxHero kBaptuieit (Q1-Q3).
KateropuasbHble [JaHHbIe IIPUBENEHBI C yKasaHueM abco-
JIIOTHBIX 3HAYEHUI U IPOL€HTHBIX JOJIE.



Tab6bnuma 1
IInarHo3bI, BBIHECEHHbIE B CBOIHOE 3aKnoueHre YMO 1 BKIIOUeHHbIE B aHAIN3
Table 1

Diagnoses made in the summary conclusion of the UMO and included in the analysis

(3aCTOIIHOIT) CepAeIHOl HEJOCTATOIHOCTI

Iuarxos Kog mo MKB-10
OTKPpBITHII apTepUaNbHbIN IPOTOK Q25.0
Jpyrue GpopMbl XpOHMYECKOIT MIIEMITYECKOIT 60NIE3HN CepALia 125.8
ATepockepos 170.0, 170.1, 170.2, 170.8, 170.9,
Jpyrue Bpoxx[ieHHbIE AHOMA/INY CEPIEYHBIX KAMEP U COENVHEHMIA Q20.8
Jpyrue BpoXX/ileHHbIE aHOMA/INV CEPI€YHOII TIEPETOPOIKI Q21.8
JedekT npencepaHOIT IEPErOPOAKIM Q21.1
ITponarnc [nponabyupoBaHne] MUTPATBHOTO KIalaHa 134.1
AopranpHas (K/IalaHHasH) HEZOCTATOUYHOCTD 135.1
PaccTpoiicTBO BereTaTUBHOI [aBTOHOMHOII] HepBHOII CHCTeMBbI HEYTOYHEHHOE G90.9
OTK/OHEHNA OT HOPMBI, BbUIB/IEHHEIE DY IIPOBE/IEHIN (bYHKIMOHAIBHBIX MCCTIEOBaHMUIT R943
CepAeIHO-COCY/IUCTON CHCTEMBI
JMnaTanoHHasA KapauOMUONIATHA 142.0
Jpyrue, HeyTOUHEHHbIE KapiIMOMMOIIATII 142.8,142.9
Kappnommonarus 142
JIpyras runeprpoduyeckas KapfuOMUOIATHAA 142.2
Paccnoenne aoptsl (1106071 yacTin) 171.0
AHeBpu3Ma a0pTBI HEYTOUHEHHO JIOKa/IM3a1yy 6e3 YIOMMHAHNA O PasphiBe 171.9
O6cTpyKTHBHAA rUHepTpOdUIecKas KapAUOMIONATHA 142.1
Kapanomuonarust npu 60mesHsIX, KnaccuuIMpOBaHHbIX B [PYTUX pyOpuKax 143, 143.8
KappuomuonaTus npy MeTabonmn4ecKyxX HapyIeHMsAX 143.1
KappyomuonaTus, 06ycroBneHHas BO3/IeiCTBYEM JICKAPCTBEHHBIX CPEICTB U IPYTHX BHEINHUX (aKTOPOB 142.7
brnokazia nepepHeli BeTBY 7IEBOJ HOXKKM ITy4Ka 144.4
Jpyrue yro4HeHHbIe HAPYIUIEHNUS IIPOBOAMMOCTI 145.8
JIByxmy4uKoBas 67okaga 145.2
brnokaga mpaBoit HOXKKM ITy4Ka 145.0
IpencepaHO->KeMyAOYKOBas 0/10Kafia IePBOIL CTeleHN 144.0
IIpencepaHO->KeMyROYKOBast 6/10Kafia BTOPOIL CTeleHN 144.1
Jpyrue BpoxX/ieHHble aHOMAJINY JIETOYHOII apTepyuM Q25.7
OubpwULALYA U TPelleTaHue TIpefiCepAuil 148
CuHycoBas TaxuKappaus R00.0
IlapoxcusmanbHas TaXMKapaysa HEYTOUHEHHAs 147.9
Jlpyrue yrouHeHHbIe HapyIIEHMs CEPLIeYHOr0 pUTMa 149.8
Hapymenne cepiedHoro purmMa HeyTOYHEHHOE 149.9
CuHppoM c1aboCTy CMHYCOBOTO y3/1a 149.5
IIpexxpeBpeMenHas NenoIApU3aLNs XKeTyL0YKOB 149.3
IIpexxmeBpeMeHHas feNoIApU3aL s OIpefcepanit 149.1
Jpyras u HeyTouHeHHasA NpeXieBpeMeHHas JeNonApu3anus 149.4
CHHPOM NIpeX/eBPeMEHHOT0 BO30YXIeHNs 145.6
Hapymenne npoBoMMOCTY HEYTOYHEHHOE 145.9
TunepreHsuBHas [runepToHMYeCcKas] 60Ie3Hb C MpeNMYIeCTBEHHBIM IOpaKeHNeM cepaua 6e3 111.9,110

3. Pe3ynbTaThl MCCIEROBAHMS I UX 00CYK/eHIe 3aboneBaHus, M3MEHSAMIOI[E TEOMETPUIO MIOKAP/a,
CpenHuit BospacT 06C/IefyeMbIX CIOPTCMEHOB COCTa- 6N OTMedeHbl y 2763 croprcmeHoB (22,9%). Haubonee
By 21 rof. AGCOMIOTHOE YICIO AT/IETOB C OTKIOHEHUSIMM pacmpocTpaHeHHolt naronorueit CCC B 2Toif Tpymnme AB-
B coctostany CCC — 5491 yenoek (45,4 %). [JoneBoe oTHO- naetcss «OTK/IOHEHMsSI OT HOPMBI, BBISB/IEHHBIE IIPU IPO-
IIeHVe BBLAB/ICHHON IAaTOJIOTMY K KOMMYECTBY IIPOIIeAIINX BefleHNN (PYHKIVOHAIBHBIX MCCIETOBAHNII CepHedHO-CO-

o6cne1103aﬂme aT/IETOB IIPMBENEHO Ha PUICYHKE 1.

cymuctoli cucteMbl» (R94.3). ITo ganHbBIM OCIegHero YMO
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Puc. 1. CtpykTypa 3abonesanuit CCC cpeau cnoptcmeHoB, npoxoamslumnx YMO B 2021-2022 rogax, B npoLeHTax
Fig.1. The structure of cardiovascular diseases among athletes who underwent UMO in 2021-2022, in percents

TAKoI f1arHo3 6b11 BeicTaseH 1331 atnety (11 %). Kak mpa-
BMJIO, IO, 9TOT IIM(P NOIMATAIT PasInyHble KIMHUIECKIE
COCTOSHNUA, BBIAB/IAEMbIe Y CIHOPTCMEHOB: 3KCIeHTpMde-
CKasl WIN KOHLEHTpUUecKas runeprpodums mmokapma Je-
BOTO JKeTyHOYKa, VBeIMYeHNe MHAEKca oObeMa IPaBOro
npefcepand u ap. B 6ompmmHCTBe crydaeB aTu MopdoMe-
TpUYeCKVe V3MEHEeHMsT MMOKapyia SIBJSIOTCS CIIefCTBUEM
agantaguy CCC K MHTEeHCUBHBIM (M3MIECKUM HAarPy3KaM.
OpHako cpefy 3TOM IPYIIIBI MOTYT OKa3aTbCsA CIIOPTCMEHBI
¢ popmupyIoLIerics TUIepTPOPUIECcKOit KapAMOMUOIATHEN
(T'KMII), xoTopas B 36 % ciry4aes sABnAeTcsa npuannoi BCC
arneroB [9, 10]. ATneTsl u3 «cepoit 30HBI» € TOJMIMHOI Iie-
penHeli CTEHKM JIEBOTO KeNMylouka 13-15 MM 1 KOHEYHBIM
IVACTONMYECKMM pasMepoM cepiua 56-70 MM ABIATCA
KaHAMJAaTaMy ISl IPOBEfieHsI TeHETUYEeCKOTO TeCTHPOBa-
HYIS1 Ha HOCUTEIbCTBO MATOTEHHBIX VIJIM BEPOSITHO ITaTOTeH-
HBIX T€HOB, aCCOLMMPOBAHHBIX C Pa3BUTHEM HAC/IEICTBEH-
HBIX 3a00/IeBaHUII Cepflia, 0OCOOEHHO eCIy He HACTyIaeT
perpeccusi u3MeHeHUI MMOKapyia Iocyie peKpalieHns ¢u-
3MYECKOI HaIPY3KI.

ITomumo T'KMII 3a60meBaHMsIMY, B IIEPBYIO OUepeNb U3-
MeHSINMI MopdoMeTpuUyecKye TI0Ka3aTen MUOKapya ¢
M3BECTHBIM T€HETUYECKNM KOMITOHEHTOM, SBJISIIOTCS V/Ta-
taiyoHHass Kappmomuornarusa ([JKMII, 142.0), aneBpusma
(I71.9) n paccnoenne aoptsi (171.0). 113 12 089 yenoBek Takue
AMarHo3sl Habmoxamu y rpex cnoprcMenos: [IKMIT BeicTaB-
JIEHO aT/IeTy, CIelMaTN3UPYIONIeMycs B IAPYCHOM CIIOpTe,
aHeBpM3Ma aOpThl 3apMKCUPOBaHA Yy OBYX CIIOPTCMEHOB
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U3 MapAOUMINICKMX COOPHBIX, IpUYEM OfWH U3 IIapao-
UMIUIiLeB He ObUI JOMyIeH K TPEHNPOBOYHO-COPEBHOBA-
TeJIbHOM OE€ATECIbHOCTU U 6I)UI HaIlpaB/IEH K KapANOXNPYPTY
IJIA ONpeNie/IeHNA JalbHeNIIell TaKTUKM BelleHUsA BBUILY
pMCKa paccloeHusa aHeBpu3Ma aopThl. Ha mpembimymem
YMO, xotopoe 65110 mpoBefeHo B 2019 roxy, y aToro atie-
ta 1m0 gaHHbIM DX0KI 6bIIO BBLIBIEHO pacIlupeHue TyKo-
BUIIbI @OPTHI, OFfHAKO B CBOLHOE 3aK/IIOUEHNE 3TO He OBIIO
BBIHECEHO U CIIOPTCMEH He TI0MasI of, 0c060e Hab/ofeH e,
C)Iep;yeT OTMETUTD, YTO IIOMMMO aHE€BPU3MbI AOPThI y aT-
jeTa HAOMIOFAIOTCS NPU3HAKM CHUCTEMHOTO BOBJIEYEHMS
COeMHUTEIBHON TKaH! B popMupoBaHue MaphaHOIOf06-
HOTO (PeHOTHIIA: BBICOKWIT POCT, MUOMSI BBICOKOJ CTETIEHN,
TOJBBIBUX XPYCTa/INKA, UCKPUBIIEHE HOCOBON MEPErOPOJ-
KI1, CKOJINO3. Hanmuuane COBOKYITHOCTM 3TUX KIIMHUNYECKNX
IIpM3HAKOB ABIAIOTCA «KpaCHbIM (I)HaI‘OM» 711 IpOBEAEHNA
TeHeTHYeCKOro TecTUpoBaHyA. IIpy mpoBefeHUN cBOeBpe-
MEHHOTO MOJIEKY/IIPHOTO TeCTUPOBAHUS [0 (POpMMUPOBaA-
HIsI QaHEBPU3MBI A0OPTHI U PUCKA €€ PACCIOeHNs], MOT ObITh
06Hapy>KeH KaYSaTI/IBHI)If/'[ I'€H, I TaKTKa BBEJEHNA CIIOPT-
cMeHa 6bUTa OBl COBEpIIEHHO WMHOIL I IPOQPUIAKTUKI
ocnoxxHeHmit co ctoporsl CCC 6bl1a 6B IpeIoXKeHa KOM-
OuHaums n3 6eTa-6/10KATOPOB 1 GIOKATOPOB PELENTOPOB
aHrmoreHsuHa [11].

Hapymenusts putmMa u mpoBOguMOCTM — Habmioma-
oy 1986 cnoprcMenoB (16,4 %) M IpeuMyILecTBEHHO,
6I)UI BBICTABJICH OMAarHO3 «,prrme YTOYHEHHbIE Hapylle-
Hus cepredHoro purMa» (149.8). ITox ator um¢p momanu



pasmuunble u3MeHeHust Ha OKI, Takue Kak MHBepcus 3y6-
ua T, yanuuenne u gucnepcus nnrepsana QT u ykopoueHne
nHTepBana PQ. Yomnnenue nunatepsana QT — BakHbIIT Ana-
rHOCTMYecKuil mpefukrop passutua BCC. Oto usmeHeHne
Ha DK Mmoxet npuBectu K ¢peHomeny torsade de pointes —
OMMMOPQHOI XKeTYLOUYKOBOI TaXMKApAUM, KOTOpas MO-
XKeT IepelTi B GUOPWIIALUIO XKETYLOUKOB U OCTAHOBKE
cepaua. IIpu ymmmuaennn natepBana QT > 480 mc reneTn-
yecKoe TeCTUpOBaHNE SABJIAETCS KIUEBBIM AUATHOCTIYe-
CKMM TeCTOM, CIOCOGHBIM fuddepeHIMpPOBaTh CUHIPOM
ymmHenHoro uHTepBana QT (LQTS) u xponndeckoe nepe-
HanpspkeHne CCC [12]. OgHako, HeCMOTPS Ha BBICOKYIO IMI-
arHocTnyeckyto sHaunmoctb JJHK-guarsoctuxu g LQTS,
3G GeKTUBHOCTD ¥ IPOTHOCTUYECKAS 3HAYMMOCTD He CTOTIb

BBICOKA M AJIsI PAsIMYHBIX HACTEACTBEHHBIX 3a00/IeBaHMIl
CCC cunpHo Bapbupyetcs (Tab. 2).

Crpykrypa 3abonesaemoctu CCC B 3TOM MCClIef0Ba-
HUIU KOppenupyeT ¢ apyrumu paboramu [14-16]. Cxoxectsb
CTPYKTYPbI OTK/IOHeHMit co cTopoHbl CCC y cIOpTCMEHOB
II03BOJIACT BBHIAEMUTh HaM aT/IeTOB M3 Pa3IMYHbBIX KIIN-
HuK DemepabHOrO MeAVKO-OMOIOTMYECKOTO areHTCTBA
(OMBA Poccun), KOTOpHIM HEOOXORMMO IIPOBECTH Te-
HeTUYeCKOe TeCTHUpPOBaHMe [/ MpefOTBpaleHus HebOma-
TONPMATHBIX MCXOfl0B. OCHOBBIBAasACh Ha JIUTEPATYPHBIX
TAHHBIX M EBpONENiCKOM PYKOBOACTBE IO CIIOPTUBHOM
KapAMOIOruy, ObUIM BBIfIE/IEHBI KaTETOPUU CIOPTCMEHOB,
mns koropeix JHK-guarHoctuka 6ymeT MakcuMaabHO 3¢-
dexTrBHa U Ie/IeCO06pa3Ha, a TAK)KE AT/IETOB, /1T KOTOPBIX
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Tabnuma 2 W%
9¢ddexruBHocts [JHK-grarHocTHKy Npy pasindHbIX HACTENCTBEHHBIX 3a00eBaHIAX cepaLa (0)
Table 2 5%
The effectiveness of DNA diagnostics in various hereditary heart diseases U
BnusaHne Ha pekoMeHaLN
III/IaI‘HOCT]/I‘leCKa}I HpOI‘HOCTM‘leCKa}I TepaneBTquCKa;l P fatt M
3abonesanne II0 IONYCKY K MHTEHCUBHBIM
3HAYMMOCTDh 3HAYMMOCTDb 3HAYMMOCTD I/I
¢usnyecknm Harpyskam
LQTS +++ +++ +++ +++ o
KIDKT +++ + + +
TKMIT ++ + - -
ApuTtMoreHHas
KapAOMMOIIATIS ++ ++ + +++
(AKMII)

[Tpumeyanue: — 10/1b3a He M3BECTHA WA OTCYTCTBYET, + [10/Ib3a OTPAHMYEHHA, ++ II0/IE3HO B HEKOTOPBIX BUJAX CIIOPTA, +++ ABHAsA I10/Ib3a
B GOJIBIIHCTBE BUJOB CIIOpPTa. PeKOMeHaIMu 10 JOIIYCKY K MHTEHCHBHBIM (DM3MIeCKUM HArpy3KaM B3sATo 13 [13].

> 3 " O 3 A

Puc. 2. KnuHnyeckvne mapkepebl, onpeaensioLime CposHOCTb 1 HEOBXOANMOCTb reHETUHECKOro TECTUPOBaHUSA Ha NPeAMET HacNeacTBeHHbIX 3a60-
nesaHun CCC. 3eneHbIM BblgeneHbl COCTOSIHUSA, AMarHOCTUKa KOTOPbIX HEOOX0AUMa B MEPBYIO OYepeb, OpaHXeBbIM — BO BTOPYHO, KpACHbIM —
B TPETbIO

Fig. 2. Clinical markers that determine the urgency and necessity of genetic testing for hereditary cardiovascular diseases. Green highlights the
conditions whose diagnosis is necessary in the first place, orange — in the second, red — in the third
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MOJIEKY/IIPHAs IMATHOCTHKA He SABJIAETCA IepBOCTENeHHON
(puc. 2) [17, 18].

B ycnoBusix orpaHUYEeHHOrO (PUHAHCHPOBAHMSA Ppali-
OHA/IbHO IIPOBOANTD TeHeTHN4eCcKoe TeCTMPOBaHMe I I0-
JICKa HAC/IE[CTBEHHBIX 3a060/IeBaHMII cepAlia CIIOPTCMEHaM
C y’Ke BBIAB/ICHHBIMU KIMHMYECKMMHU OTK/IOHEHMSMM B CO-
crostanyu CCC, KoTopble He YCTPaHAITCA B IIEPUOJL BOCCTa-
HOBJIEHMsI TIOC/e (M3NIecKux Harpysok. OcoOblil nHTepec
NIPENCTAB/IAIOT CIIOPTCMEHBI M3 «CepOil 30HBI», YbM M3Me-
HeHysA B CCC ele He TOCTUTAIOT KPUTEPUEB KapAUOMUO-
[IaTUM, HO OHM Y)Ke GOJIblle, YeM TIpJ CIIOPTUBHOM Cepplie.
Heob6xopumo mpoBeieHne BanbHENIINX KOPPEISALMOHHBIX
MCCTIEIOBAHMIT MEX/y TeHOTUIIOM U KIVMHWYECKUMU W3-
MeHeHMAMU CCC CIIOPTCMEHOB U3 «CEPOIl 30HBI» C ILIe/IbI0
auddepeHInaTbHON FUATHOCTUKY CKPBITOrO HACTEACTBEH-
HOTO 3a00JIeBaHM MIOKap/ia OT afallTal[IOHHO-KOMIICHCa-
TOPHBIX PeaKLUIl OpTaHU3Ma.

4, BeiBOIBI

[TouyTy y onoBMHBI CHOPTCMEHOB, IpoxoauBIMx YMO
B 2021-2022 ropax, 3aMKCUPOBAHO OTK/IOHEHUE B CO-
crosasaun CCC. YacTh 3TUX COCTOSHUI CBUAETENBCTBYIOT
06 aganranyy CCC K MHTEHCUBHBIM (pU3NIECKMM HATPY3-
KaM M He NPUBEAYT B JaJbHeNIIeM K He)Ke/laTe/IbHbIM CO-
6prtusiv, B ToM uucie K BCC. OgHako HEKOTOpbIe CTPYK-
TypHble M3SMEHEHN:A Cepflia ¥ HapyIIeHN POBONUMOCTHI
MOTYT SBJIATHCS IEePBBIMM KIMHUYECKMMMU IpU3HAKAMU

braromapnocTn

Crarpsi omy6nuKoBaHa B paMKax BBIMOJHEHWs TpaH-
Ta: U3yYeHMe TEeHETWYECKUX MapKepoB, JIMMUTUPYIO-
IUX ¥ ONpEJeNAnINX YCIEeMHOCTh COPEBHOBATENbHOM

Bknap aBTOpOB:

KappikoBa Anacracus JropeBHa — CyliecTBEHHBIII BK/Iajl B 3a-
MBICET U AU3aitH UCCTIefoBaHNsA, COOp HaHHBIX WIM aHAINU3 U UHTEp-
TIpeTannio JAaHHBIX.

JKonuuckuit AHppeit BraguMupoBu4 — OKOHYATeIbHOE Of0-
6peHIe BapyaHTa CTaThM IS OITyOMKOBAHISL.

eeB Poman BajumMoBma — oKOHYaTeNbHOE OZOOpeHe BApMaHTa
CTaTby [IA1 OIYO/IMKOBAHMA.
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HaC/IefCTBEHHOrO 3abomeBaHus Muokappa. OcobeHHOCTD
HacnencTBeHHbIX 3aboneBanuii CCC 3akmodaeTcsa B Ie-
HeTPaHTHOCTM (Haju4ye J[OMUHAHTHOTO IIaTOTeHHOTO
BapuaHTa 6e3 pasBuUTHUs 3a60/IEBAHNUA WM HaIM4Me KIIM-
HIYECKM CTEPTHIX (PeHOTUINYECKNX IIPOSABICHNIT) — Jaxe
B IIpefie/IaX OJHOM CeMbM Y HOCUTEIEN OHOTO M TOTO Ke
Kay3aTUBHOTO I'eHa pa3Hasd BBIPA)KEHHOCTb KIMHMYECKNX
CUMIITOMOB M TSDKECTb TedeHMs. IJTa BapuabeIbHOCThb
($eHOTUNNYeCKNX HPOSIBICHNUI IPUBORUT K TPYSHOCTAM
CBOEBpPEMEHHOI AMAarHOCTUKI HACTeCTBEHHBIX 3a00/IeBa-
Huit CCC, BBIOOPY TaKTUKY BEHEHIS M IPOTHOSMPOBAHNS
MCXOJ0B.

OpnHako OTOOp CHOPTCMEHOB, Hambosee MOAXOMALINX
[IOf], KPUTEPUM HOCKUTEIbCTBA HACTEACTBEHHOro 3abore-
paHuA CCC, m03BONMNUT BOBPeM: IPOBECTH MM HOATBEPXK-
maromylo JHK-anarHocTuky, Ha OCHOBE KOTOPBINI MOXKET
OBITb [IEPECMOTpPEHA MEPMOAUYHOCTD TIOCEIIeHNUs Kapayo-
Jlora U Ha3Ha4YeHBl [IOIOMHUTEIbHbIE METOHBI MCCIeoBa-
Husg ¥ npodumaktudeckas Tepanusa. Taxoke mpu oOHapy-
JKEHUM Kay3aTMBHOTO I'eHa K MOJIEKY/IAPHON HAMarHOCTUKE
MOTYT OBbITh IPUBJIEYEHBI POACTBEHHUKY CIOPTCMEHA; TaK,
OHU TOXKe MOTYT OKa3aTbCs MaJIOCUMITATUYHBIMYU HOCUTEIIA-
M ¢ BBICOKUM puckoM passutust BCC. [lurenpHoe Habmo-
IeHMe 3a TAaKVMM aT/IeTaMy IT03BO/IUT U3YyIUTD B3aIMOCBA3D
MeX[y HalilecHHBIM BapMaHTOM ¥ (@HOTHUIIOM, a TAKXKe MO-
AuUIVpYOLIell PO MHTEHCUBHOI (PU3NUECKON HATPY3-
KU B PasBUTUM TSDKECTH 3a60/IeBaHMA.

HeATeNbHOCTY, NPOPIMIAKTUKA HeXelaTeIbHBbIX IIOCTIef-
CTBUII TAKOW HEATEIPHOCTU ISl XKU3HU U 3MOPOBbsA CIOP-
TCMeHOB; mudp — «MIT1-22» 67.001.22.800.
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