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BHe3anHas cepaevyHana CMepTb y MonoAabiX Updates
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AHHOTALMA

PaHXuMpoBaHMe pUCKOB M NpOUNAKTUKa BHE3aMHOWM CepaeyHol CMepTu y NpodeccMoHanbHbIX MONoAbIX CMOpPTCMEHOB
ABNAIOTCA OQHOM M3 BarKHbIX HEPELUEHHBIX NpobneM CNOpTUBHOM MeAWUUMHbL. [Tof BIMAHUEM MHTEHCUBHBIX QU3UYECKUX
Harpy3oK NPOMCXOAAT afanTalMOHHbIe U3MEHEHWA CephevH0-COCYAUCTON CMCTEMbI, KOTOpble MOMYT MackupoBaTb He-
KoTopble HacnedcTBeHHble 3ab0NieBaHWA C NPEVMYLLECTBEHHBIM MOparKeHMeM MUOKapha, HanpuMmep runepTpoduyeckyio
Kapavomuonatuio. HeinarHocTMpoBaHHbIe Clydaun Takux 3abonieBaHWiA MOrYT CTaTb OHUM U3 (HaKTOPOB pUCKa pa3BUTUA
NeTanbHbIX UCXOA0B, CBA3AHHbBIX C TPEHUPOBOYHO-COPEBHOBATENBHOM LeATENbHOCTbIO, YTO AeNnaeT 3Ty npobneMy Ype3Bbl-
YarHO aKTYyamnbHOW.

Llenb uccnepoBaHuA — npoBECTW AMArHOCTUHECKMIA MOMCK BO3MOMKHBIX MOJIEKY/IAPHBIX NPUYMH 3ab0N1eBaHMIA CepaeUHo-
COCYAWCTOW CUCTEMBI, aCCOLMMPOBAHHBIX C BbICOKUM PUCKOM BHE3amHOW CMEPTH Y MOOAbIX CIOPTCMEHOB.

Matepuanbl n MeTogpl. bbino npoBeaeHo NonHo3Kk3o0MHoe cekBeHnpoBaHue [HK, akcTparupoBaHHOM M3 gByx rpynn 6uo-
Matepuana: 9 ayToncunHbIX 06pasLoB TKaHe cepALa MoiofblX CMOPTCMEHOB, YMEPLUMX BO BPEMA MHTEHCUBHOM (un3nye-
CKOW Harpy3ku, 1 3 obpasua BEHO3HOM KPOBW AEMCTBYIOLLMX CNOPTCMEHOB CHOpHbIX KoMaHa PO c nocnepytowen 6MoMH-
dopMaTtnyecKon 06paboTKoM NOYYEHHBIX AaHHBIX U UX KIIMHUYECKOW UHTEpTpETaLMeN.

Pesynbtatbl. Bcero npoananuamposato 12 npo6 [JHK no naHenu u3 277 reHos, accoLMMpOBaHHbIX C pa3BuTMeM 3abone-
BaHWI CepAEYHO-COCYANCTON CUCTEMBI C BbICOKMM PUCKOM BHE3amnHoW cMepTu. [Ipy KNMHUYECKOW MHTepnpeTaLmu pesynb-
TaTOB CEKBEHUPOBAHUA B YeTbIPEX U3 HUX (33,3%) 0bHapyeHbl BapyaHTbl, M0 BCEM BEPOATHOCTM, UMEIOLLME OTHOLLEHME
K ¢eHoTuny. HarpaeH natoreHHbIn BapuaHT reHa MYBPC3, npuBOAALLMIA K pa3BMTUIO TMNEPTPOGMYECKOM KapaMoMmMonaTum
(OMIM: 115197), 1 BepoATHO-NATOreHHbIA BapuaHT reHa TRPM4, accouMmMpoBaHHbIN C pa3BUTUEM NpOrpeccupyloLLen ce-
MenHoi bnokagel cepaua tina IB (OMIM: 618531). O6HapyeHbl Takke [Ba BapuaHTa C HeOMpPenen&HHOM KAMHUYECKO
3HaumMocTblo B reHax CAV3 n SCNITB.

3aknioyeHune. B HacTOALMI MOMEHT MPOMCXOOMUT HaKOMIEHWe AaHHbIX Pe3ysbTaToB BbICOKOMPOU3BOAMTENIBHOMO CEKBe-
HUPOBaHWA C LEeNblo NMOMCKA MOJIEKYNIAPHBIX OCHOB PasBMTWA 3aboneBaHUN CepaeyHO-COCYAMUCTON CUCTEMbI C BbICOKUM
PVCKOM BHE3arHoW cepieyHoi cMepTu. BbifiBneHVe Monodbix COPTCMEHOB — HOCUTENEN NaToreHHOro U BepOATHO-Na-
TOreHHOr0 BapuaHTOB reHoB — ABNAETCA 3GEKTUBHON Mepor NpodUNaKTUKK NeTanbHOro Ucxoga v nepcoHmbuumpyet
MeOMLIMHCKOe COMpOBOXAEHMEe NPodeccroHanbHoOro arnera.

KnioueBble cnoBa: BHe3amnHas cepaedHan CMepTb; CNOPTCMEHbI; HacneaCTBeHHbIe 3abonesaHus MHWOKapAaa; HYTOHCMﬁHO-
oTpuLaTenibHaA CMepTb; CEKBEHMPOBaHKUE; 3K30M; NaTOreHHbIE BapUAHThI.
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Sudden cardiac death in young athletes:
exome sequencing results
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ABSTRACT

BACKGROUND: Ranking risks and prevention of sudden cardiac death in professional young athletes is a crucial unresolved
problem in sports medicine. Intense physical exertion can lead to adaptive changes in the cardiovascular system, which
can mask inherited diseases with predominant myocardial involvement, such as hypertrophic cardiomyopathy. Undiagnosed
cases of such diseases can be a risk factor for fatal outcomes associated with training and competitive activities, making this
problem extremely relevant.

AIM: To conduct a diagnostic search for possible molecular causes of cardiovascular diseases associated with a high risk of
sudden death in young athletes.

MATERIALS AND METHODS: Whole-exome sequencing of DNA extracted from two groups of biomaterials was performed:
nine autopsy samples of heart tissues from young athletes who died during intense physical exertion and three venous blood
samples from active athletes of the Russian national team. Obtained data were subjected to bioinformatic analysis and clinical
interpretation.

RESULTS: Intotal, 12 DNA samples were analyzed using a panel of 277 genes associated with the development of cardiovascular
diseases with a high risk of sudden death. In 4 of 12 samples (33.3%), variants possibly related to the phenotype were
found upon clinical interpretation of the sequencing results. A pathogenic variant was found in the MYBPC3 gene, leading to
the development of hypertrophic cardiomyopathy (OMIM: 115197), and a potential pathogenic variant was found in the TRPM4
gene, associated with progressive familial heart block type IB (OMIM: 618531). Moreover, two variants with uncertain clinical
significance were found in CAV3 and SCN1B.

CONCLUSION: Currently, data from high-throughput sequencing are collected to identify the molecular basis of cardiovascular
diseases with a high risk of sudden cardiac death. Identifying young athletes who are carriers of pathogenic and possibly
pathogenic gene variants is beneficial for preventing fatal outcomes and personalizing medical support for professional
athletes.

Keywords: sudden cardiac death; athletes; hereditary myocardial disease; autopsy-negative death; sequencing; exome;
pathogenic variants.
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OPUIMHATTBHOE VICCNELOBARME

BBEOEHWUE

BHesanHasa cMepTb — 370 HenpeABUAEHHBIN feTaNbHbIN
UCXOA, BO3HUKLUMIA B TEYEHME OJHOM0 Yaca C MOMEHTa no-
AIBNIEHWA MEPBbIX OCTPbIX U3MEHEHWI B KIIMHUYECKOM CTa-
Tyce y YenoBeKa 6e3 BUOMMBIX OTKIOHEHUN B COCTOAHWU
3[10pOBbA W HE CBA3aHHbLIA C TpaBMOMW. Ecnv neTanbHbIv
UCXOQ NPOM30LLEN be3 cBUAETENEN, TO BHE3arHYI0 CMepTb
KOHCTaTUPYIOT MpW YCNOBWM, YTO MOrMOLUMIA HaXoawmscs
B YA0B/IETBOPUTENBHOM COCTOAHWM 3a 24 4 10 CMEPTU U ero
B 3TOT BpEMEHHOW MHTepBan BUAEM umBbiM [1]. BHesanHyto

Tabnuua 1. [laHHble 0 pacnpocTpaHEHHOCTM BHE3aMHOM cepaey-
HOW CMepTy Cpeau CNOPTCMEHOB B Pa3fIMYHbIX CTpaHax [3-6]

Table 1. Data on the prevalence of sudden cardiac death among
athletes in different countries [3—6]

Yucno cnyyaes BHesan-
HOW cepaey4Hor CMepTu

CrpaHa Haﬁn::l;::: ner cpeau CropTcMeHoB
’ Ha 100 000 yenoBek
B roag
Wtanua 26 1,9
P
W3pannb 24 2,6
BenukobputaHua 20 6,8
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CMepTb, NMPOM3OLLEALLIYI0 U3-3a MATOSOrMYECKUX U3MEHe-
HWUIM cepALa WM KOpOHapHBIX COCY0B, NPUHATO Ha3bIBaTb
BHe3anHon ceppeyHon cMepToio (BCC) [2].

[aHHble o pacnpoctpaHéHHoctn BCC y cnoptcmeHoB
BECbMa MPOTMBOPEYMBbI. YacTb UCCNe[0BaHMIA CBUAETENb-
cTBYyIOT, uTo BCTpeyaeMocTb BCC y atneToB He oTnMyaeTcs
0T CpeHeNonyNALMOHHON MK OarKe HUKe eé. [lpyrue we
paboTbl NoKasblBaloT, YTo Yactota BCC B BbibOpKE npogdec-
CMOHaNbHBIX CMOPTCMEHOB BbILLE CPeLHENONYNALUOHHON:
HanpuMep, NPOCNEKTUBHbIE UCCNEN0BaHWA NPOLEMOHCTPHU-
posanu, uto B Wtanum BCC y cnopTcMeHoB pa3BuBaeTcH
B 2,5 pasa vauwe, B CLUA — B 3,65 pasa, Bo ®paHuum —
B 4,5 pasa no cpaBHEHWIO C NULAMU, HE UCTIBITBIBAIOLLUMM
MHTEHCUBHBIX GU3NYECKMX HArpy3oK (Tabn. 1) [3—6]. B Ha-
LLEeN CTpaHe OaHHbIX 0 pacnpoctpaHéHHocTn BCC y niogen,
WUCTIbITbIBAIOLLMX UHTEHCUBHbIE GU3NYECKME HArpy3KU, HET.

lNoKa3aHo, 4To MpUYMHBI, NO KoTopbiM pa3BuBaeTca BCC,
OT/IMYAIOTCA B PasHbIX BO3PACTHbIX rpynnax (tabn. 2 [7]).

BonbLIMHCTBO OeicCTBYIOLMX CMOPTCMEHOB HaXodATCA
B BO3paCTHOM [Mana3oHe oT 14 no 34 neT. VIMeHHo B 3T0T ne-
pvog valle BCero MpOABMAKTCA HACNeLCTBEHHbIE MOHOMEH-
Hble 3ab0neBaHWA C NOparKeHneM cepaLa, Takue KaK runep-
Tpoduyeckaa M OunaTtaumMoHHaa Kapavomuonatum (TKMI,
OKMI), cuuopoM yanuuéHHoro uHTepsana QT (CYM QT),
cuHapoM bpyraga u gp. [8]. MipeHtudmumposaHo bonee 200
FEeHOB, acCOLMMPOBaHHbIX C WX passuTMeM (Tabn. 3). Cne-
OYeT OTMETWUTb, YTO, KaK NPaBuWio, NepeyncieHHble 3abo-
NeBaHWA HacnedylTCA Mo ayTOCOMHO-AOMWUHAHTHOMY TNy,

Tabnuua 2. OcHOBHbIE NaTONOrMYECKME COCTOAHMA, CBA3aHHbIE C BHE3aMHOW CepAeYHOM CMepTbio, B 3aBUCUMOCTM 0T Bo3pacTa (no [7]

C U3MEHEHUAMM)

Table 2. Major pathological conditions associated with sudden cardiac death according to age (from [7] with revisions)

BospactHas rpynna

MaTonoruyeckue cocToAHMA

Ot porkaeHua go 13 net
O1 14 po 34 net

Crapwe 35 nert KopoHapHas 6onesHb cepaua

BpoaéHHbIE CTPYKTYpHbIE aHOManuu cepALia, Hanpumep Tetpaga ®anno

MnepTpoduryecKkan KapaMOMUONATUSA, apUTMOreHHas AWCMNa3nA NPaBoro Kenynouka, CMHAPOM
Bonb¢a—IlapkuHcoHa—YaiTa, MMoKapauTbl, KaHanonatum, cMHapoM MapdaHa

Tabnuua 3. MeHbl, accoLMMPOBaHHbIE C Pa3BUTUEM HACeCTBEHHbIX 3a60/1eBaHUI MMOKapAa (Mo [2, 7] ¢ u3MeHeHUAMM)
Table 3. Genes associated with the development of inherited myocardial diseases (according to [2, 7])

Konuuecteo

Tun kapauoMuonatum
acCoLMMPOBaHHbIX FeHOB

OCHOBHbIe reHbl

MnepTpoduyeckan

TNNTZ, MYH7, TPM1, MYBPC3, MYLK2, MYL3, MYL2, TIN, PRKAGZ, ACTC1, VCL,
MYHé, PLN, MYPN, JPHZ, NEXN

ABCCY, ACTNZ, ACTC1, TPM1, ANKRD1, BAG3, CALR3, CAV3, CRYAB, CSRP3,

He meHee 30
KapauoMuonaTua
nnaraLmMoHHasn
A 4 He MeHee 100
KapavoMuonaTus

CTNNA3, DES, DMD, DSC2, DSP, DTNA, EMD, EYA4, FLNA, FLNC, JPHZ, JUP,
LDB3, LMNA, MYBPC3, MYHé, MYH7, MYL2, MYL3, MY0Z2, MYPN, FOXCT,

FOXC2, GATA4, NOTCH1, NOTCHZ, TMPO, TCAP

CWMHOPOM YANMHEHHOTO

nnTepsana QT He meHee 20

Cungpom bpyrapa He menee 20

KCNQT, KCNHZ, SCN5A, ANKB, KCNET, KCNEZ, KCNJ2, CACNATC, CAV3,
AKAP9, SCN4B, SNTA1, TRDN

SCN5A, KCN3, GPDI1L, CACNZB, SCN1B, SCN3B, PKPZ, MOG1, HCN4, CACNATC
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W, CriefjoBaTesbHO, €N CNOPTCMEH ABMIAETCA HOCUTENEM Na-
TOreHHOr0 BapuaHTa reHa, ero PoACTBEHHUKM NePBOM IMHUM
TaKKe byOyT HyMAaTbCA B NPOBELEHUM MOJIEKYNAPHO-TeHe-
TUYeCKoro TecTMpoBaHuA ana npegynperaequs BCC.

BbigensioT TakKe pAd 0COBEHHOCTEN PUCKOB BO3HMK-
HoBeHus BCC B 3aBMCMMOCTM OT Mona M BuZa Harpysku.
BonblumHcTBO 3aperucTpupoBaHHbix ciy4aes BCC 6bino
Y MY}KUMH-CMOPTCMEHOB MOJIOOM0 BO3pacTa B TaKWX BU-
[ax crnopTa, KaKk backetbon, aMepuKaHckuii ¢yTtbon, ber
u dytbon [6].

Lenb uccnepoBaHuAa — npoBecTH AMArHOCTUYECKUN
MOWUCK BO3MOMHbIX MOMEKYNAPHBIX NPUYMH 3aboneBaHuM
CepLevH0-CoCyAMCTON CUCTEMBI, aCCOLMUPOBAHHBIX C Bbl-
COKMM PUCKOM BHE3anHoM CMEPTU Y MOJIOAbIX CMIOPTCMEHOB.

MATEPWAJBI U METOObI

MaTepMaﬂbI nccnepnosaHua

[na pabotbl Mcnonb3oBanu ABa Buaa buonoruyeckoro

MaTtepuana (tabn. 4):

e [1eBATb ayTOMCWMHbIX 06pa3LoB B BuAe Napa¢mHOBbIX
6/10KOB TKaHeM cephua Monogbix NoAen, yMepLimx
BO BPEMA MHTEHCMBHON QU3MNYECKOW Harpy3Ku, y KOTOo-
pbIX NOCMepTHO Bbina anarHoctuposaHa MKMIT;

* BEHO3HaA KPOBb TPEX JEMCTBYIOLLMX CMIOPTCMEHOK cbop-
HbIX KoMaH[ PO, He MMeloLLIMX NaTONOrUYECKUX U3MEHE-
HWUM CO CTOPOHbI ceppaeyHo-cocyamcToi cuctemsl (CCC)
Mo JaHHbIM Yrny6néHHoro MeguuUMHCKoro obcnefosa-
HuA (YMO) 3a 2020-2022 rog v He BXOOALLMX B rpynny
pucka no passutmio BCC.

Tabnuua 4. XapakTepucTuKa uccnegyembix 0bpasuos
Table 4. Characteristics of tested samples

Vol. 19 (1) 2024
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CropTcMeHKM 6binn 0TOBpaHbl CyYalHbIM 06pasoM
ONA CPaBHEHUA UX TEHOTUMOB C GEHOTUN-NONOKUTENBHBIMM
MOJ10AbIMW COPTCMEHAMM, YMEPLUMMU BO BPEMA HArpy3Ku.

Bo BpeMa npoxoxaeHusa YMO oT gencTBylowmx cnopt-
CMEHOK 6bino monyyeHo [o6poBoNbHOE MHGOPMMPOBAH-
HOe corfacve Ha NpoBefeHWEe UCcCneaoBaHMA U 0bpaboT-
Ky MepcoHanbHbIX faHHbIX. [[poBOAMMOE OJHOMOMEHTHOE
UCCNefoBaHUE BbIMONHEHO B COOTBETCTBUM C STUYECKUMM
MPUHLMNAMMU, U3JIOKEHHBIMU B XENIbCUHKCKOW LeKapaLum.
[u3aitH uccnefoBaHuA 0f06peH 3TUYECKUM KOMUTETOM
(DepepanbHOr0 Hay4HO-KIAMHWYECKOr0 LieHTpa CMOpTUBHOM
MeauLMHbl U peabunutaumm QefepanbHoro Meauko-6mo-
noruyeckoro areHtcTBa Poccuu (Bepcua 1.0 ot 15.03.22) [9].

3K30MHOE CEeKBEHUpOBaHUe
u 6uonHdopMaTmyeckan obpaboTka
AaHHbIX 41 ayTONCUMAHbIX 06pa3LoB

OHK yMepwmx BbigenAanmM vM3 THaHed MWOKapha, 3a-
KMIOYEHHBIX B NapaguHoBble 6/10KKM, € NoMoLublo Habopa
QlAamp DNA FFPE Tissue Kit (QIAGEN, 'epMaHus). KoHLeH-
Tpaumio [1HK onpegenanu Habopamu Qubit dsDNA HS Assay
Kit n Qubit dsDNA BR Assay Kit (Thermo Fisher Scientific,
CLUA). Beuay Toro, 4to B pesynbTaTe WM3roTOBAEHWS Ma-
paguHOBbIX 6/I0KOB HYKNEMHOBbLIE KUCIOTHI NOABEPraloTCs
[erpagauuu, nepeg reHoTMnMpoBaHueM 6bINo NpoBeseHo
onpeneneHne 3ddeKTMBHOM KoHueHTpaummn [HK Habo-
poM QuantumDNA («EBporeH», Poccus) Ha gnvHe 91 n.o.
JdderTnBHanA KoHueHTpauma [HK coctaBuna He MeHee
10% oT KOHLEHTpaLuMu, U3MepeHHOW (GNYopMMETPUYECKM,
4YTO NO3BONAET UCMONb30BaTh 06pa3Lbl A1A NONHOIK30MHO-
0 CEKBEHWMPOBaHWA. IK30MHble 61bnMoTekn n3 [HK 6binm

0 Bospact Ha MOMeHT
Ne Bup 6uonoruyeckoro n Bospact HacTynnenus OTKNOHEHUA CO CTOPOHBI
on uccnefoBaHus, .

obpasua MaTepuana HONHBIX NET CMepTH, MOJHLIX NIeT | cepAeYHO-COCYANCTOI CUCTEMbI

1 K 15

2 M 15

3 M <25

4 M 22

5 AyToncuiiHblA MaTepuan M . 19 IMnepTpodmyecKan
(TKaHb M1OKapa) KapavoMuonarua

6 M 23

7 M 27

8 M 26

9 M 24

10 K 19

11 CBeKan LieNibHan KpoBb b 18 — OtcyTcTByIOT

12 K 19
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NPUroTOBMEHbl C NpUMeHeHWeM peakTvBoB lon AmpliSeq
Exome RDY Kit (Thermo Fisher Scientific, CLLIA). CekeHnpo-
BaHWe 0CyLLEeCTBNIANM Ha npubope lon Proton (Thermo Fisher
Scientific, CLLA) Habopom lon Pl Hi-Q 0T2 Kit 200 (Thermo
Fisher Scientific, CLLIA) npu HOMMHaNbHOM ANMHE NPOYTEHNI
200 n.o no npoToKonaM npowu3soauTens. lNpoueaypy pac-
M03HaBaHWA BapMaHTOB NPOBOAMNN C UCMONb30BaHMEM lon
Reporter v. 5.16 (Thermo Fisher Scientific, CLLIA) no npoto-
KOy BbIABNEHMA BPOXKAEHHBIX BapUaHTOB. [lononHUTENBHO
bbina BeinonHeHa noctobpaboTka vef-dannos pyKoNUCHLIM
R-ckpunToM, B pesynbTate KOTOPOW LOMOSHUTENbHO OT-
GunbTpOBaNM BapMaHThl, B TOM uucnie B obnactu romoro-
JIMMEPHBIX Y4aCTKOB W TpUaseNbHble BapyUaHTbl.

JK30MHOE CEeKBEHMpOBaHUe
u 6uonHdpopMaTnyeckan obpaboTka
AaHHbIX 451 06pa3L0B BEHO3HOM KPOBU

Boigenenve [OHK oT Tpéx OeMCTBYIOLMX CMOPTCMEHOK
3 CBEMeEWN LieNbHOM BEHO3HOM KpOBMW MPOBOAWIM C MOMO-
Wblo Habopa DNeasy blood and tissue kit (QIAGEN, I'epma-
HWUA) No npoToKony npomsBoauTens. KoHueHtpaumio OHK
onpegenanu HabopoM Qubit dsDNA BR Assay Kit (Thermo
Fisher Scientific, CLLIA). KauectBo BbigeneHHon [JHK onpe-
LeNAnM MeTooOM KanuANAPHOro refb-3ieKkTpodopesa
Ha npubope Agilent Bioanalyzer (Agilent, CLUA). Lienesoe
oboratueHve sKk3oMHoi [HK npoBogunm ¢ ucnonb3oBaHm-
eM Habopoe Roche Hyper Exome (Roche, l'epMaHus). bu-
61OTEKM 0TCEKBEHMPOBaHLI Ha npunbope MGISEQ-2000 MGI
Tech (MGI, Kutai) c BenuumnHoi cpegHero nokpbitva 100X.
Oarinbl popmara fastq creHepupoBaHbl ¢ UCMONb30BaHUEM
nporpaMMHoro obecneuyexua npoussogutena ZebraCallV?2

Ta6nuua 5. 06Luee KoNMYeCTBO BbIABMIEHHbIX BapUaHTOB
Table 5. Total number of variants identified

Tom 19 N 1, 2024
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no onmcaxHoMy npotokony [10]. FeHoMHble BapuaHTbl (SNV
variant calling) onpegensanu ¢ ucnonb3oBaHUEM NPOrpamMM-
Horo nakeTa Google DeepVariant [11].

AHHOTaLMA BapMaHTOB U UX KNUHUYECKaA
MHTepnpeTauua

[nA aHHOTaLUMM NOYYEHHBIX UTOTOBBIX MEHETUYECKMX
BapuaHTOB BCeX 12 3K30MOB MCMOMNb30BaNy NPOrPaMMHbIN
npotokon Tapes [12] ¢ npUMeHeHWEM OTKpbIThIX 6a3 faH-
HbIX 1 MPOrpaMMHbIX NakeToB. AHanu3 npoBoaMM ¢ NOMo-
Lbl0 MaHenei, BbIFPyKeHHbIX No 3anpocy “sudden cardiac
death” (BHe3anHanA cepeyHasn cMepTb) U3 Human phenotype
ontology u “sudden unexplained death or survivors of
a cardiac event” (BHe3anHan HeoObACHMMAA CMepPTb UNN Bbl-
¥UBLUME NOC/Ee cepAeyHoro npuctyna) us pecypca PanelApp.
Bcero npoaHanusmpoBaHo 277 reHoB, accOLMMPOBAHHBIX
¢ passuTneM 3abonesanunii CCC ¢ BbicokuM puckoM BCC.

PE3YJIbTATHI

Bce 12 npo6 [HK ynoBneTtBopunu TpeboBaHUAM KOH-
TponA Kavectsa. CBogHble AaHHble MO 06LLEMY YMCY Bbl-
AIBNEHHBIX BapUaAHTOB M UX KIMHUYECKUM TUNaM NpyBeLEHbI
B Tabn. 5. [1nA Kawporo obpasua ob6HapyeHbl NaToreHHbIe
1 BEPOATHO-MATOreHHbIE BapUaHTbl PasfINYHbIX MEHOB, 0f-
HaKo He BCE OHW WMMEKT OTHOLUEHWE K MaToreHesy U Ma-
HudecTaumm 3aboneBaHmit CCC c BbicokuM puckom BCC.
Mocne dwunbTpauuM NoMy4YeHHbIX BApMaHTOB BbIABIEHO,
YTO BapWaHTbl, BO3MOXHO acCOLMMUPOBaHHbIE C PEHOTUMOM
HacneCTBEHHbIX 3aboneBaHNI C MoparkeHneM cepaua, 0b-
HapY*eHbI B YeTbIpEX cryyanx (33,3%) (tabn. 6); npuyém Tpu

BapuanTe! ¢ He- BeposTHo- 3aBegoMo
Ne Bcero BeposTHo- onpeaenéHHoM [obpokave-

MatoreHHble . nobpokaye- nobpokaye-

obopasua | BapuaHTOB naToreHHble KIMHUYEeCKOM CTBEHHbIe
CTBEHHbIe CTBEHHbIe
3HauYMMOCTbI0

1 27 693 0 8 1880 308 149 25 348
2 23 963 1 5 1386 246 132 22193
3 25 247 2 12 1445 253 102 23 433
4 20753 2 8 1315 173 106 19 149
5 26 149 0 13 1499 246 117 24 274
6 23 495 0 10 1460 255 136 21 634
7 22 388 2 6 1292 229 88 20771
8 28 747 2 6 1774 304 162 26 499
9 21573 4 3 1339 197 108 19 922
10 34 846 2 10 1818 532 183 32 301
11 33874 3 10 1580 455 144 31682
12 34 146 3 6 1666 506 169 31796
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Tabnuua 6. BapnaHTbl, accoLmmpoBaHHble ¢ GEeHOTUMOM CepLeYHO-COCYAMCTON CUCTEMBI, 0OHAPYHKEHHbIE B Pe3yNbTaTe NojHOIK30MHO-

0 CEKBEHWMPOBAHUA 1 KIMHUYECKON UHTepnpeTauumn 277 reHos

Table 6. Variants associated with the cardiovascular system phenotype detected by full-exome sequencing and clinical interpretation of

277 genes
NaTtoreHHocTb cornac-
HO AMepuKaHCKoMy
KOnneaxy MeJULIMHCKOM
MonoeHue Yacrota reHeTUKU U FreHOMMUKU Kputepun ACCOLMMDOBAH-
WUctounuk OHK len B KAHK: TpaHckpunt annena 1 PocCMIACKUM peKoMeH- | naToreH- Hblﬁu ¢eﬂomn
3aMeHa AK no gnomAD | pauuAM no mHTepnpeTa- HOCTU
LMK [aHHBIX MaccoBoro
napannenbHoro cexkse-
HUpOBaHUA
PS4 TRMN OMIM:
MYBPC3  c.1625-2A>G  NM_000256.3 0,00002 MaToreHHbIv PS1 115197) )
PP4
R _ Heonpepnenéxuoro
pTOnCWAKAcayy LIS NMLooi23 00026 KMHMYECHOTO o
Mmarepuan p. 3HaYeHNs Cunppoma bpy-
H . raga, CYW QT,
] eonpeaengéHHoro FKMI, OKMN
scvie SO32A M 001037 0,0004 A BS]
p.C211Y PP3
3HaueHuA
Caewan CeMeliHas 610-
c.A1678T: . PVS1 Kada cepaua
Esg;:aﬂ TRPM4 0. K560X NM_001321285 0,0011 BepoATHo-natoreHHbIN PM1 1vna 1B (OMIM:
618531)

MpuMevanue: FTKMI — runeptpoduyeckan kapamommonatua; CYWU QT — cuHppom yanuHéHHoro uxtepana QT; KMI — gunataumoHHaA Kapamo-

mMuonatuma.

Note: FTKMI — hypertrophic cardiomyopathy; CYU QT — long QT syndrome; [IKMIN — dilated cardiomyopathy.

BapuaHTa HangeHbl B [JHK, nonyyeHHoM M3 CeKUMOHHOrO
MaTepuana, oOuMH BapWaHT B FeHeTUYeCKOM MaTepuane,
3KCTParMpoBaHHOM M3 NMPUMHKU3HEHHO B3ATOM KPOBM.

OBCYHOEHUE

B OHK ogHoro m3 yMepLumx cnopTCMeHOB 06HapyeH
natoreHHbin Bapmant NM_000256.3:c.1625-2A>G B reHe
MYBPC3, noTeHUManbHO ABAAIOWMICA NPUYMHON Pa3BUTUA
naToforMm ceppua. 3ToT BapuaHT OTHOCUTCA K MyTaLuUAM
CanTa CniancuHra U He BCTPEYAETCA B KOHTPOSIbHLIX Bbl-
bopKax, HaxoaWuTCA B BbICOKOKOHCEPBAaTMBHOM pErvOHe.
MaToreHHble BapMaHTbI B 3TOM reHe acCoLMMPOBaHbI C ayTo-
coMHo-aoMuHaHTHOM TKMIT n KMIN [13]. T'eH MYBPC3 Ko-
AVpYeT CepaeYHbIN MMO3UH-CBA3bIBaOLLMIA 6enok C 1 3Kc-
npeccupyeTca TOMbKO B KapauoMmuoumTax. B poccuicKom
NonynAUUM KNUHWYECKUE CNyvyau C TaKMM BapUaHTOM
He onmcaHbl.

OcTanbHble 06HapyxeHHble B [HK yMepLimx cnopTcme-
HOB BapMaHTbl MOKAa WMMEIOT HeonpedenéHHoe KiMHUYe-
CKOe 3HayeHue, UX BKNag B pa3BuTMe cuHApoMa bpyraga,
CYW QT n T'KMM He nopteep:péH [14, 15]. Cnenyet oT-
MeTUTb, YTO mpu AuarHoctupoBaHuu TKMI1 eé npuum-
Hbl OCTAlOTCA HEWM3BECTHbIMM Yy YeTBepTM naumeHToB [16].
Mpy npoBeieHNMN NOMHO3K30MHOM0 CEKBEHWUPOBAHMA TOJIbKO
B 30-50% cnyyaeB ynaéTcA HaWTK Kay3aTUBHbIN BapuaHT
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[17], nosToMy HaKomnfeHWe faHHbIX 0 PacnpOCTPAHEHHOCTM
MaToreHHbIX BapuaHTOB, MPUBOAALLMX K pa3Butuio [KMI
W OpYrux HacnefcTBeHHbIX 3aboneBaHuUi cepaLa, 0CTaéTcA
BeCbMa aKTyasnbHOW 3afaven.

Y opHOM AencTByloLLei COPTCMEHKM NpU OTCYTCTBUK
Kanob, TakMx Kak Nepmoamnyeckme NoTepu CO3HaHWA, He-
NepeHoCcUMOCTb GM3UYECKOW Harpy3ku, U OTKIOHEHUM
co ctopoHbl CCC no pesynbtataM YMO HaigeH BepoATHO
naToreHHblM BapuaHT reHa TRPM4, accoummpoBaHHbIN
C pas3BWTMEM NpOrpeccupylollert ceMeHon 6roKkagbl
cepaua Tvna IB, a Take ¢ BapuabenbHo nporpeccupy-
loLLe 3puTpoKepaToaepMuent 6-ro Tmna. 06a yKasaHHbIX
3ab0/1eBaHNA UMEKT ayTOCOMHO-AOMUHAHTHBIA TUN Ha-
cnepoanuA [18].

l'eH TRPM4 wopmpyeT 6enok M3 CeMeicTBa Hecenek-
TUBHBIX MOHHBIX KaHanoB C TPaH3WUTOPHbIM PeLEeNTOPHbIM
noTeHUManoM, onocpeayeT TPaHCNOPT OHOBANEHTHBIX Ka-
TMOHOB M OTBEYAET 3a PerynALMIo fenonApu3aumnm Membpa-
Hbl, NPefOoTBpaLLan HapyLeHWA CepaeYHoN NpoBOAMMOCTM
[19]. Bcero B 3T0M reHe onmncaHo 47 naToreHHbIX BapuaHToB,
0[JHaKO Cerperauumio v NeHeTPaHTHOCTb 0BHapY*KeHHOr o Ba-
pUaHTa OLEHWTb HeNb3A, TaK Kak CeMeln C aHanoruyHbIMM
M3MEHEHWAMM B 3K30ME MOKa onucaHo He bbino. Mpu uc-
CNefioBaHUM KUBOTHBLIX B 3TOM TeHe BbIABMEHbI pasnny-
Hble BapWaHTbl C HEM3BECTHBIM KIIMHWUYECKUM 3HAYEHMEM,
HO NP 3TOM accOLMMPOBaHHbIE C BHe3anHowu cmepTbio [20].




OPUIMHATTBHOE VICCNELOBARME

Mpn NOMHO3K30MHOM MCCe[0BaHUM MEHOMOB KUTaNCKOM
CeMbM ObINK BbIABMEHbI HOBbIE BapyaHTbl reHa TRPM4, npu-
BOAALLME K aTPUOBEHTPUKYNApHOM bnokage [21].

MporHOCTMYECKaA U KNMHUYECKAA TPAKTOBKa BbIABMEH-
HOro BapuaHTa reHa TRPM4 y BbILLEONMCAHHOM CMOPTCMEH-
KW 3aTpypHuTeNbHa. C 0fHOM CTOpOHLI, MO NOJY, BO3pacTy,
HEOTArOLLEHHOMY CEMEMHOMY aHaMHe3Y, OTCYTCTBUIO Ha MO-
MEHT 1ccnefoBaHuaA natonormyeckux nsmenenui CCC, pa-
COBOV MPUHAANEKHOCTU U BUAY CMOPTa aT/eTKa He BXOAMUT
B rpynny no.bIiLleHHoro pucka BCC, ¢ apyroit — B e€ reHome
06Hapy*KeH BEPOATHO-NATOreHHbIN BapyaHT C HEU3BECTHOM
MEHETPaHTHOCTbI0, KOTOPbIV MOET MPUBECTU K HApYLLEHUIO
NpoBOAMMOCTU B CepALie, CNPOBOLMPOBaTL apUTMUI0 U TaK
Ha3bIBaEMyl0 ayTOMCUAHO-HEraTMBHYI0 CMepTb. AyToncui-
HO-HeraTMBHaA cMepTb (CMHOHUM — BHe3anHas apuUTMK-
YecKas cMepTb) — HeobbACHUMBIN BHE3AMHbINA NETaNbHbIN
ucxop 6e3 CTpYKTYpHOW NaTonorMmM MUoKapLa npy Makpo-
CKOMUYECKOM M FUCTONOrMYECKOM nccreoBaHuu. Kak npa-
BWJ10, MPUYMHON ayTOMCUAHO-HEraTUBHOWM CMEPTU ABMAKOT-
CA HacneACTBeHHbIe KaHanonatum [1].

C TOYKM 3pEeHWA TFeHOTMNA CMOPTCMEHKA OTHOCMTCA
K rpynne BbICOKO pucka pa3sutua BCC, a ¢ Toukm 3peHus
(eHoTUNa Ha MOMEHT MccnejoBaHUA — HU3KOrO. ocKonb-
Ky CMOPTCMEHKa He 3aABNAMA efaHUA He 3HaTb pe3ynbTa-
Tbl BbICOKOMPOM3BOAMTENILHOMO CEKBEHUPOBAHWA, el bbino
PEKOMEH[0BaHO [OMOHUTENBHOE KapAMONoruyeckoe 06-
cnefoBaHue M AMHaMmU4eckoe HabniofeHue.

Cuntanocs, uto BegyLen npuumHoi BCC y cnoptcmeHoB
asnAaetca [KMI1. Ognako B 2015 rogy K.G. Harmon ¢ Kon-
neramu npoBenn peaHanu3 1866 aKkTOB BCKpbITMA crop-
TcMeHoB CLUA » fokasanu, 4To ecnu BKNKYaTh B aHanu3
CrOpPTCMEHOB 6e3 CTPYKTYpHbIX aHOManun cepgua, To -
AVpYIOLLLEN NPUYMHOM CMepTu cTaHoBuTcA He [KMIN, a ay-
TONCUIHO-HeraTMBHaA cMepTb [5]. B oT4yéte bpuTaHckoro
peructpa BCC B cnopTe mokasaHo, YTO ayTOMCUMHO-Hera-
TMBHblE CMEPTU MOJNoAbIX aTeToB MOryT gocturatb 42%
[22]. B uccnegoBanmax M.B. Mopgeeson n coaBt. npoge-
MOHCTPMPOBAHO, YTO Karkpdan YeTBEPTaA CMEepTb MONOAbIX
niogen B Bospacte oT 14 go 35 neT ABNAETCA ayTONCUIAHO-
HeraTtueHon [23]. CnepgoBatenbHo, NpU BbIABAEHUM CRy4an
ayTONCUNHO-HeraTUBHOM CMepTu TpebyeTcA npoBefeHue
MOJIEKYNAPHO-TEHETUYECKOrO MUCCNeoBaHMA anda Bepudu-
KaLum 3a6051eBaHMA U CEMEMHOr0 KOHCY/IbTUPOBaHMA Bpa-
YOM-TeHETUKOM W Kapamonorom [24, 25].

BHeOpeHue reHeTMYecKMx MeTOLOB MCCNefoBaHUA
pnA ctpatudukaumm puckoB BCC BbI3bIBaeT HaCTOPOXKEH-
HOCTb NpodeccMoHanoB. Pe3ynbTaThl Tak Ha3biBaeMOW Mo-
NeKYNAPHOM ayToncum (OLEHKU reHeTMYecKoro npoguns
YMepLUero AnsA BbIABEHWA MPUYMH CMEPTU) paccMaTpu-
BalOT NMLWb Kak runote3y. CornacHo EBponenckmM peko-
MEHZALMAM MO MHTErpaLmm reHeTMYeCcKoro TeCTUPOBaHUA
B MepaucuunnunHapHoe uccnegosanme BCC, mposogumoe
«MOJIEKYNIAIPHOE BCKPLITMEY TOMBKO YKa3bIBAeT Ha BO3MOMK-
Hoe 3aboneBaHWe, HO He nofTBepHAaaeT ero [26]. Pe3ynb-
TaTbl FEHETUYECKOr0 UCCNef0BaHUA [OMHKHbI OLEHMBATHCA
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B KOMJIEKCE CO BCEMM ApYrMMMI pe3ynbTaTamu obcnefoBa-
HWA, YTO B KaXKOM KOHKPETHOM ciyyae byaeT cnocobcTBo-
BaTb OMPefeNeHNI0 KIMHUYECKOM 3HAYMMOCTM HaNLEHHOr 0
BapuaHTa [27].

CerogHA reHeTMYECKOE TECTUPOBaHUE He ABNIAETCA OC-
HOBOW PaHXMPOBaHWA PUCKOB M Mepor NpodunakTkm BCC
y DeicTByIOLLMX CNOpTCMeHOB. Kak npaBumio, MoneKkynapHo-
reHeTUYeCKoe UCCNeoBaHMe NPOBOSAT YKe Nocne cMepTu
aTneTa, U panee, eciivM B ayTONCUIHOM MaTepuane obHa-
PYHKEHbI Kay3aTMBHbIE BapuaHTbl MEHOB, aCCOLMMPOBaHHbIE
C pasBUTMEM HacneCTBEHHbIX 3a00/1EBaHNI C NOpaXKeHUEM
MWOKap[a, 0CYLLECTBAAKT reHeTUYecKoe obcnefoBaHme ero
POACTBEHHMKOB.

CKPWHUWHI 1 NpOrHO3 NeTanbHOro MCxXopda Mo MexaHus-
My BCC ocHoBblBaeTCcA Ha AaHHbIX CEMeMHOro aHamHesa,
BpayebHOro ocmoTpa M aHanusa 12-KaHanbHow 3KI [8].
Mpn ob6HapyeHUM Npu3HaKoB 3aboneBaHUA MPOBOAAT
LOnoNHUTENbHbIE MccnenoBaHua: 3xoKl, cTpecc-TecT, cy-
TOYHOE XO/TepOBCKOe MoHMTOpUpoBaHue M MPT ceppua.
CornacHo HauuoHanbHbIM pexkoMeHJaLMAM Mo [JOMYCKY
CMOPTCMEHOB C OTKMOHEHWAMU CO CTOPOHBbI CepLeYHO-COo-
CYOUCTOM CUCTEMbl K TPEHMPOBOYHO-COPEBHOBATE/bHO-
My npoueccy (2011), HacnepyeMana natonorua CCC MoxkeTt
6bITb yCMeLHo ycTaHoBNeHa npu nposegeHun YMO, a po-
POrocToALLME MONEKYNAPHO-TEHETUYECKME METOAbI UCCHe-
[0BaHWA ManonpuMEHWUMbI 1A CKPUHUHIA HoMbLLoiA Mo-
nynAumm cnoptcmeHoB [28]. OgHaKo npaKTMKa NoKasbiBaer,
4TO MCMONb3yeMble MOOXOAbI K JOMYCKY CMOPTCMEHOB BCE
e He ucKnoyaloT passuTuA BCC.

Kpome 3Ttoro, BarKHO OTMETWTb, 4TO 3a MocnegHue
12 neT reHeTMYeCKME MeTOAbl UCCNE0BaHMA cTanu bonee
OELWEBbIMA M OOCTYNHbIMK. Y UccnefoBaTenen n Bpavei
nofBMIach BO3MOXHOCTb BbIMOJHATL BbIBOpOYHOE (TapreT-
HOE) CEKBEHWUPOBaHWE TpynMbl FeHOB, aCCOLMUPOBAHHbBIX
c passutmeM BCC. Ecnm npoBefeHne MaccoBoro reHetu-
YEeCKOro CKPUHMHIa BCEX CMOPTCMEHOB SKOHOMMYECKW He-
LenecoobpasHo, TO TECTUPOBaHME aTNeTOB, BbICTYNAIOLLMX
Ha OnuMnumnckux mrpax, obocHosaHo. MogrotoBka cnopt-
CMEHa TaKoro ypoBHA — 3T0 [IUTENbHbIN W BbICOKO3aTpaT-
HbI NpoLecc AnA rocynapcrsa, NieTabHble Cly4Yan TaKuX
aTNeToB Bbi3blBAOT 60NbLLON 06LLECTBEHHBIA PE30HAHC,
CHUM}KaIOT YpOBEHb A0BEPUA K NPOBOAUMBLIM MeAULMHCKUM
obcnenoBaHMAM nepefn CopeBHOBaHWMAMU. ATneTaM C Bbl-
ABNEHHBbIMKU NaTOrEHHbIMW BapMaHTaMU MOXKET CTaTb [0-
CTYMHOW MepcoHUPULMPOBaAHHAA MedMKaMeHTO3HaA Tepa-
MUA WU CBOEBPEMEHHOE XMPYPrMYECKOe BMELLATeNbCTBO.
371 Mepbl 3HAUMTENBHO CHUMKAIOT PUCK NETabHOMO MCX0Aa
no MexaHuamy BCC u no3sonAioT octaBatbecA B npodeccu-
OHaNbHOM CropTe.

Anroput™ nepcoHMMLMPOBaHHOTO MeaMLMHCKOrO CO-
NPOBOXKLOEHWUA NPodecCUOHabHOr0 CMopTCMeHa npu 06-
HapYEHWN Yy HEro BapMaHTOB MEHOB, acCOLMMUPOBAHHbIX
C pa3BuTMEM 3abosieBaHWM C BbICOKMM puckoM BCC, He yT-
BepAEH. CBA3aHO 3T0 B TOM 4YnC/e U C TeM, YTO 3QdeK-
TMBHOCTb M MPOrHOCTUYECKAA 3HAYMMOCTb FeHETUYECKOro
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Tabnuua 7. 3¢¢9KTVIBHOCTI: MOJIEKYIAPHO-reHETUYEeCKOro UccnenoBaHnUA pasiniHbiX MOHOMEeHHbIX 3aboneBaHuii ¢ npenMyLLecTBeH-

HbIM MopaxeHneM MMUoKapaa

Table 7. Efficiency of molecular genetic studies of various monogenic diseases with predominant myocardial damage

Bnuanue Ha peKkoMeHpaLum
[OuarHoctuyeckan MporHocTuUyeckas TepaneBTuyeckan
3abonesaHue no A0NYCKY K UHTEHCUBHbIM
3HAYMMOCTb 3Ha4YMMOCTb 3HAYMMOCTb
($UM3MYEeCKMM Harpy3KaMm
CYn Qr +++ +++ +++ +++
KIMHKT +++ ¥ " +
KM ++ + - -
AKMI ++ ++ + +++

lpuMeyanve: — nonb3a He U3BECTHA UMW OTCYTCTBYET; + MOSIb3a OrPaHUYEHa; ++ NOME3HO B HEKOTOPbIX BUAAX CMOPTa; +++ ABHAA N0/b3a B 60/bLLIMHCTBE
BuAoB cnopta. 3geck: CYU QT — cunopoM yanmHénHoro uHTepeana QT; KIMHKT — KaTexonamuHepruyeckas nonMMopdHan »enynoyYKoBas TaxMKapams;
KMI — runepTpoduyeckan Kapanomuonatuns; AKMI — apuTMoreHHas KapamMoMuonaTua.

Note: — no or no known benefit; + limited benefit; ++ useful in some sports; +++ clear benefit in most sports. Here: CYW QT — long QT syndrome;
KMKT — catecholaminergic polymorphic ventricular tachycardia; TKMI — hypertrophic cardiomyopathy; AKMIT — arrhythmogenic cardiomyopathy.

aHanM3a He 0[IMHaKoBa ANA Pa3fIMYHbIX HaCenCTBEHHbIX
3abonesanun CCC [26] (Tabn. 7).

B pesynbrate npoBeAEHHOr0 MccneqoBaHUA bonee YeM
B 50% cny4yaeB He 0BHapYKeHO BapMaHTOB, acCOLMMPOBaH-
HbIX C MOHOFEeHHbIMW 3ab0NIEBaHUAM C NPEUMYLLECTBEHHBIM
noparkeHnem CCC. [poLieHTHOE COOTHOLLEHME 06HapY*KEHHBIX
1 HeobHapYMeHHbIX Kay3aTUBHbIX BapuMaHToOB y NpobaHoB
B COOCTBEHHOM MpPOBOAMMOM MCCNEHOBaHUM COMOCTaBUMO
C MUpPOBLIMM JaHHbIMU. K npuMepy, B pabote No MosHO3K-
30MHOMY CEKBEHMPOBaHMIO 60 YenOBeK, BbIMKMBLUMX MOC/e
BHE3amnHOM 0CTaHOBKM CepALa, TOMbKo B 45% cnydaeB Haii-
[eHbl BapuaHTbl, 00bACHAOLLME 3T0 cobbITUE [29].

B ocHoBe netanbHoro ucxoga no MexaHusmy BCC mo-
ryT GbITb HE TONIBKO MOHOreHHble 3360NeBaHUA, HO TaKKe
MaToNorMyeckme COCTOAHMA MyNbTU(hAKTOPUanbHOM Npu-
pofbl, HanpuMep U3MEeHeHMA NnnuaHoro romeocrasa [30].
Ecnu paccmatpuBath 3ab0neBaHuMA ¢ BbICOKUM prckoM BCC
KaK MynbTUdaKTOpuanbHble, TO BbIOOp reHOB-KaHAMAATOB
ONA aHanM3a AaHHbIX CEKBEHMPOBaHMA ABNAETCA eLé 6o-
nee CI0XKHOM 3afaveit.

NOET HenpepblBHOE HAKOMNEHWE OaHHbIX Pe3ynbTaToB
BbICOKOMPOU3BOAMTENILHOTO CEKBEHUPOBAHWUA ayTOMCUM-
Horo Matepuana ymepwumx ot BCC [31]. 3ta uHpopmauma
CrocobCTBYET NOHUMAHMIO MONIEKYNIAPHBLIX NPUYMH BHE3an-
HOW CMEpTU U pacLUMpAET BO3MOMKHOCTU ANarHOCTUYECKOr0
MOMCKa MapKEpoB, acCOLMMUPOBAHHLIX C MOBLILUEHHbIM pU-
CKOM HebnaronpuATHbIX UCXOL0B Y NiofeW, UCMbITbIBAOLLMX
MHTEHCUBHbIE PU3NYECKUE HArpy3Ku.

3ARTIOYEHUE

MpoBeaeHo MOMHO3K30MHOE CEKBEHWUpOBaHWE [EBATU
ayTONCUHBIX 06pa3LioB, NOMYYEHHBIX OT MOJOAbIX CrOpT-
CMEHOB, YMEpLUMX BO BPEMA MHTEHCUBHON (QU3NYECKOW
Harpysku1, C YCTaHOBJIEHHbIM MOCMEPTHO [AMArHO30M ru-
nepTpoduyecKon Kapauomuonatum, M Tpéx obpasuos
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LENCTBYIOLMX CMIOPTCMEHOK cOopHbIX KoMaHg, PO, He Bxo-
OALMX B FPYNMy pUCKa MO BHE3aMHOM CepfeyqHON CMepTy
1 He UMeloLLMX 3ab0N1eBaHMIA CepLEYHO-COCYANCTON CUCTe-
Mbl Ha MOMEHT MCCIe0BaHMA.

B pesynbrate aHanu3a y ogHoro ymepLuero 6bin obHa-
PY*KeH naToreHHbIn BapuaHT reHa MYBPC3, accoummpoBaH-
HbI C pasBWUTMEM TMNEPTPOGMUYECKON KapaMoMMONaTuu,
YTO MOMKET CBMOETeNbCTBOBATb O HEAMarHOCTUPOBAHHOM
HacneacTBEHHOM 3aboneBaHUM CepAeYHO-COCYOUCTOM
CUCTEMbI MpPU U3HW, a pa3BMBalOLLAACA runepTpoduA
MWOKapAa Morna 6biTb pacLeHeHa Kak KOMMeHcaTopHan
peakumA cepaua Ha MHTEHCUBHYK QU3MYECKYKD HarpysKy.
Y nevcTBylOLLEN CNOPTCMEHKM bbiN 06HapYHEH BEPOATHO-
MaToreHHbIN BapuaHT reHa TRPM4. YcTaHOBNEHHbIN Ba-
PUaHT He MO3BONAET CMPOrHO3MPOBaTh NlETaNbHbIA UCX0S
Mo MexaHu3My BHe3anHoM CepeyHon CMepTU BBUAY TOrO,
4YTO He OMMCaHbl CMepTeNbHbIE UCXOAbI HOCUTENen nofob-
HOr0 M3MeHeHMA B 3K30Me. Hen3BeCTHO TaKkKe, KaK UHTEeH-
CMBHaA PU3MYecKan HarpysKa BNMAET Ha GeHOTMN Npu Ho-
CUTENbCTBE 3TOr0 BapMaHTa.

[eHeTUYeCKoe TecTUpoBaHME B CMOpPTE BbICLUMX [0-
CTUMEHWI BeCbMa OrpaHWYeHo U He BXOAMT B MpOrpamMy
yrnybnéHHoro MeaMuUMHCKoro obcnenoBaHmsA, M3-3a TOro
YTO MONIEKYNAPHO-TEHETUYECKME MeToAbl UCCNef0BaHNA
MOKa MPUHATO CYMTaTb MANONPUMEHUMBIMU [NIA CKPUHWH-
ra u npodunakTukm HebnaronpuATHbIX McxodoB. OfgHaKo
HEOMMIAHHO HACTYNMWBLUWIA NieTaNbHbIA UCX0L MOOAbIX
niofev Mor 6bl 6bITb NPeRoTBPALLEH MPU BCECTOPOHHEM
UCCNefoBaHMM CMOPTCMEHOB, B TOM YWC/IE WX TEHOMa
“nu 3K30Ma. BbiABNeHne HOCUTENbCTBA Kay3aTMBHbIX FEHOB
y 6eCCMMNTOMHBIX HOCUTENEN NO3BOSIAET NEPCOHUPULIMPO-
BaTb MeOMLMHCKOe COMpoBOXAeHWe NpodeccroHanbHbIX
CnopTcMeHoB. KpoMe Toro, HakonneHne AaHHbIX MaccoBOro
napannenbHOro CEeKBEHWPOBAHWUA PacMpUT MOHWUMaHWe
MOMNEKYNAPHBIX NPUYMH 3a60/1EBaHWI C BBICOKUM PUCKOM
BHE3amnHoW CepaeYHon CMepTy.
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