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PE3IOME

MopdodyHKIMOHATbHbIE I3BMEHEHVA OPTAaHOB CUCTEMBI KPOBOOOPaIeHNs, 0OHAPY)KMBaeMble Y CIIOPTCMEHOB, MOTYT OCTaBaThCA 6€3 JJOKHOTO
BHMMAHNA, TaK KaK KIHMYeckne (GpeHoTunmIeckne) mpiusHaky MaTOMOTMYeCKMX OTKTOHEHNIT O4eHb CXOXKM C TIPOAB/ICHNUAMM aJAIITal[UI CepIeYHO-
COCYAMCTOI CUCTEMBI K MHTEHCUBHBIM (DM3NYECKUM HAarPy3KaM.

Ilenb ¥ccnepoBaHNuA: IpeNIOKeHNe NePCOHNOUIMPOBAHHOIO aTOPUTMa MEAMKO-O1O/IOrMYeCKOro COMPOBOXKIEHNA NPOheCCHOHANbHBIX
CIIOPTCMEHOB C OTK/IOHEHVAMM U 3a60/IeBaHMAMYI OPTaHOB KPOBOOOpAIleH sl Ha OCHOBAHMM KJIMHUYECKUX U TeHOMHBIX JJaHHBIX.

Marepuanbl 1 MeTopbl: IIpoaHamM3aMpPOBaHbl Pe3y/IbTaThl YITy6lIeHHOTO MeMIIMHCKOro o6cnenoBanmus (2021-2023 rr.) 15464 cioprcMeHOB —
YYaCTHMKOB CIIOPTUBHBIX COOpHBIX KoMaHZ Poccnn. ITpoBesieH aHam3 CTPyKTyphl 3a60/1eBaHNMIT OPraHOB CHCTEMBI KPOBOOOpAIIleHN 110 KofaM Mex-
IyHapopHo Knaccudukaym 6onestert 10-ro nepecmorpa (MKB-10), BBIHECEHHBIX B CBOFHOE 3aK/II0UeHIIe TIOCTIeHero 06cmegoBanmst. V3 ncceny-
eMoj1 BBIOOPKY 0TOOPaHO 50 CIIOPTCMEHOB C OTK/IOHEHMAMM U 3a00/IeBaHNAMM OPraHOB CHCTeMbI KPOBOOOPAIeH s, UCIIBITHIBAIOINX PA3TIIHYI0
CTeIeHb MHTEHCHBHOCTY JMHAMMYECKUX I CTATMYECKMX HArPy30K B COOTBETCTBUY C Kiaccudukaryeit MuTdernia, i IpOBeJieHNA TTOTHOTeHOMHOTO
CeKBEHMPOBAHMA U IOCEAYIONell KIMHIYeCKOI MHTepIIpeTalieli MOy YeHHbIX JaHHBIX.

PesynbraThn: B ccrenyemoit BoI60pKe KOMMYECTBO YeIOBEK C IATOIOTMYECKUMI COCTOAHUAMIM OPTaHOB CHCTEMBI KPOBOOOPAILEHNA COCTABUIO
6946 yenosex (45 %). KnaccuduxanyonHple Tpynbl 10 MuTYe/Ty MMeNy CTATUCTUYECK) 3HAUVIMble Pas/IMyiA B OTHOIIEHUM PAcCIIPOCTPAaHEHHOCTH
10 3aboneBaHmit OpraHoB cucTeMbl Kposoobpamienus. B 50 obpasiax JHK mpodeccroHambHBIX CIOPTCMEHOB ObII0 0OHAPY)KEHO 5 BEPOATHO TIa-
TOreHHbIX BapuaHToB (10%), 19 BapraHTOB C HeONpeeNleHHbIM KIMHIIeCKNM 3HadeHneM (38 %), MMeIInX OTHOLIeHNEe K (PeHOTUITY MOHOTEHHOTO
3a6071eBaHMA C IOPAKEHIEM OPTaHOB CHCTEMBI KPOBOOOpAIIIeH A,

3axmoyenne: OPdeKTMBHBIM UHCTPYMEHTOM AuddepeHIanbHOl fMAarHOCTUKY TIAaTOIOTMYECKUX U /JAlITAllMOHHbIX MI3BMEHEHWII OPTaHOB CH-
CTeMBI KPOBOOOPAIleHNA AB/IACTCA MONEKY/IAPHO-TeHeTHYeCKoe TecTupoBane. HocuTenbcTBO Kay3aTMBHBIX TeHOB B COYETAHMM C KIMHUYECKUMM
MIPM3HAKAMI TTO3BOJISIET MIBMEHUTD TAKTUKY MEMKO-6M0/IOINYeCKOro COPOBOXK/EHIS CIIOPTCMEHA II0 TIPeJIaraeMoOMY alrOPUTMY.

Knioueevie cnosa: ciopTuBHas KapiyuooTyA, Cepplie CIIOPTCMEHa, Kap/MOreHeTHKa, BHe3alHasA CMepTh, IOTHOTEHOMHOE CEKBEHNPOBaHINE,
CIOPT, PO eCCHOHANTbHBIE CIOPTCMEHDI
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ABSTRACT

Introduction: Morphofunctional changes of the circulatory system organs detected in athletes may remain without due attention, as clinical (phe-
notypic) signs of pathological abnormalities are very similar to manifestations of cardiovascular system adaptation to intensive physical loads. The aim
of the study is to propose a personalized algorithm for biomedical support of professional athletes with abnormalities and diseases of the circulatory
organs based on clinical and genomic data.

Materials and methods: The results of in-depth medical examination (2021-2023) of 15,464 athletes who are members of Russian sports teams
were analyzed. The structure of circulatory system diseases according to the codes of the International Classification of Diseases, 10th revision (ICD-
10), which were included in the summary report of the last examination, was analyzed. Fifty athletes with abnormalities and diseases of the circulatory
system organs, experiencing different degrees of intensity of dynamic and static loads in accordance with the Mitchell classification, were selected from
the study sample for full genome sequencing and subsequent clinical interpretation of the obtained data.

Results: In the study sample the number of people with pathologic conditions of the circulatory system organs amounted to 6 946 people (45 %).
Mitchell classification groups had statistically significant differences with respect to the prevalence of 10 diseases of the circulatory system organs. In
50 DNA samples of professional athletes, 5 probably pathogenic variants (10%), 19 variants with uncertain clinical significance (38%), relevant to the
phenotype of a monogenic disease with circulatory system organ damage, were detected.

Conclusion:Molecular genetic testing is an effective tool for differential diagnostics of pathologic and adaptive changes in the organs of the circu-
latory system. Carrying causative genes in combination with clinical signs allows to change the tactics of medical and biological support of an athlete
according to the proposed algorithm.

Keywords: sports cardiology, athlete’s heart, cardiogenetics, sudden death, full genome sequencing, sport, professional athletes

Conlflict of interests: the authors declare no conflict of interest.

Funding: The scientific research was carried out on the basis of fulfillment of the State task: “Study of genetic markers limiting and determining the
success of competitive activity, prevention of undesirable consequences of such activity for life and health of athletes” (code: “MGI-22”). Registration
number of the R&D project: 122032300491-3.

For citation: Zholinsky A.V,, Kadykova A.L, Gladyshev N.S., Terekhov M.V,, Ivashechkin A.A., Maksyutina V.V,, Nekrasova A.I, Mitrofanov S.L,
Ivanov M.V, Kashtanova D.A., Yudin V.S., Keskinov A.A., Yudin S.M., Deev R.V., Skvortsova V.I. Structure of circulatory system diseases and their ge-
netic predictors in athletes with high intensity of training and competitive load. Sportivnaya meditsina: nauka i praktika (Sports medicine: research and
practice). 2023;13(4):12-26. (In Russ.). https://doi.org/10.47529/2223-2524.2023.4.9

Received: 21 February 2024
Accepted: 8 April 2024
Online first: 25 April 2024
Published: 21 May 2024

*Corresponding author

1. BBenenue u 3abomeBanus opranoB CK umerT mepBocCTemeHHOe
[TpodeccuonanbHass CIOPTMBHAsE IIOJIOTOBKA BeJeT 3HaYeHMe IIpU pelIeHM) BOIPOCa O JOIYCKe CIIOPTCMe-
K Mop¢dodM310nIorn4eckum n3MeHeHUsIM B OpraHu3Me 4e- Ha K TPEHUPOBOYHO-COPEBHOBATE/IBHON MeATENbHOCTI
noBeka [1]. OCHOBHOII CHICTeMOI1, pearupylomieil Ha 9KCTpe- U ypPOBHE JIONYCTMMOM HAarpysku Aad IpefylnpeXTeHnsa
MaIbHYI0 (PUSMUECKYI0 HATPY3KY, SABJIETCS CUCTEMA KPO- HeXeJIaTe/IbHbIX MCXONOB. B 3aBUCMMOCTI OT OCHOBHOTO
Boobpamenus (CK) [2]. CooTBeTCTBEHHO, 1 OTK/IOHEHMS, XapakTepa CIOPTUBHON [esTenpHOCTH (mpeobnamaHue
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CTAaTMYEeCKOTO VIIM AMHAMIYeCKOTO0 KOMIIOHEHTA) afjalTa-
nnonHas peaxkuyus opranoB CK moxxer pasmmyarbcs [3].
OCHOBHBIMM (PEHOTUINYCCKMMI IIPM3HAKAMI aflallTally-
OHHBIX M3MEHEeHMII cO CTOpoHbI opraHos CK aBmaoTCA
CHIVDKEHIE YaCTOTBl CepHeYHbIX COKpAIleHMII, CHIDKeHVe
apTepuabHOTO JIaBJICHMs, YBeMMYeHMe MAacChl MMOKapHa
U pa3MepoB IIPaBOrO U JIEBOTO JKENYHOYKOB C COXpaHe-
HUEM UX CUCTOIMYECKON U AVACTONNYeCKON (YHKIVINL.
Haub6omnee BripakeHbI MOp(}OQYHKIMOHAIbHbIE M3MeHe-
HUA B BUJAX CIOPTA C BBICOKUM YPOBHEM AMHAMMWYECKUX
Harpys3oK, HaIpuMep B IUIABAHWM M JIBDKHBIX TOHKAX.
CrregyeT OTMeTUTD, YTO 3TV M3MEHEHMs HAauMHAIOT (op-
MUPOBATbCs 4Yepe3 2-3 rofla MHTEHCUBHbBIX TPEHUPOBOK,
Y Ha 9TOM 3Talle B)KHO OIPEJe/INTD, AB/IATCA OHU aJall-
TAIVIOHHBIMM VIV NIATOJIOTMYEeCKUMM, TaK KaK HeCBOeBpe-
MeHHas IMaTHOCTYMKA MOXKET IPUBECTM K HeO/IaronpusT-
HOMY MCXORY [4, 5].

K wHosomormsiM, TpebyomyM 0COO0r0 BHUMAHMS
pu o6ceoBaHny NPOdeCcCHOHANTbHBIX CIIOPTCMEHOB, OT-
HOCAT rUNepTpo(UIecKyo 1 AMIATAVIOHHYI0 KapaMOMIO-
naruy (I'KMII, IKMII), apuTMOreHHy10 KapOMMIOIIATIIO
npasoro >xenygouka (AKIDK), xpoHmdeckme Muoxappu-
TBI, JKU3HEYIpOXKAIOLIJe HapyLIeHMs puTMa ceppua [5].
Kak mpaBuio, mepeuncienHsle 3a00/1€BaHNs IMEIOT MOHO-
TeHHbIl Hac/IefCTBEHHBIN XapaKTep: JOKa3aHa pPO/Ib HE Me-
Hee 200 reHOB B ux pa3Butui [6]. [luarHo3 Hac/eCTBEHHBIX
3aboneBanuit opranoB CK mopTBepXgaeTcst MOIEKY/ISIPHO-
TeHeTHYEeCKUM JICCIeOBaHNeM, KOTOpoe IIO3BOJIAET MO-
Ka3aTb Ha/M4ye IaTOreHHOTO BapuaHTa TeHa B COYeTaHMU
¢ ero ¢peHOTHIIIIIECKNM IIposiBreHneM [7]. OxHako orpaHm-
YeHHOE KO/IMYEeCTBO JOCTOBEPHO OIVICAHHBIX TeHeTUIeCKIX
BapUAHTOB, aCCOLMMPOBAHHBIX C PasBUTHEM 3a00/IeBaHMIT
opraHoB CK, Hak/mazibIBaeT Ha KIMHUYECKYIO MHTEpIIpeTa-
uo pAp orpaHndenutt [8]. Hampumep, BbiABIeHNe Bapu-
aHTOB I'€HOB C HEOIpeJe/IeHHbIM KIMHIYECKUM 3Ha4eHUEeM
06yCIIOBNMBAET HEOLHO3HAUHBII PE3y/IbTAT TECTUPOBAHIS,
KOTOPBIII MOXXET NPUBECTV K OMIMOOYHON [JUATHOCTVKE
[IpY Ha/IM9ny HeyOeNTeTbHbIX KIMHNIeCKNX ((peHoTnmn-
YeCKMX) IPU3HAKOB [9].

HecMmoTpss Ha TO 4YTO TeHeTMYecKye METOHbI AUATHO-
CTUKM cTamyu 6ojiee JOCTYIHBIMU C SKOHOMMYECKON TOY-
K1 3peHUs, IIPOBOAUTD IeHeTHYeCKOe TeCTUPOBAHUE BCEM
CIIOPTCMEHAM He IIpeJiCTaB/IAeTCA BO3SMOXKHBIM. [114 panuo-
HaznpHOro mpumeHenus J[JHK-mmarHocTukm BakHO orIpe-
Ie/UTDb IPYIIIBI CIIOPTCMEHOB, KOTOPbIM HeOOXOAUMO IIpO-
BeJleHIe 3TOr0 MCCIeNOBaHNA UL PAHXMPOBAHNUA PUCKOB
HeOIaronpyATHBIX 1cxofoB. OOHMM M3 MeTOJIOB OIpefe-
JIeHUSI TAKMX TPYIII SIBJIIETCS aHAIM3 OOJIBIIOTO KOmde-
CTBa MEUILIMHCKVX JAHHBIX JOITOBPEMEHHBIX HAOTIOEHNIT
3a CIIOPTCMEHAaMI, ITOJTyYeHHBIX U3 3/IeKTPOHHBIX MEIMI[VH-
ckux 6as.

[TpunHATHE KNMHNYECKUX PEIIeHNI], OCHOBAHHOE Ha Me-
AMIVMHCKIX JaHHBIX YITY0/IEHHOTO MEUIIMHCKOTO 00CIeo-
BaHuA (YMO) u pesynbraTax MOJIEKY/IAPHO-I€HEeTUYECKOTO
TeCTMPOBAHIS, ABJLAETCSA HEOTbeM/IeMOJl YacThbi0 IIePCOHa-
JIM3MPOBAHHO CIOPTUBHOM MEIMLIVIHBL.
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B cBsasm ¢ atuM paspaboTka mepcoHNPUIMPOBAHHOTO
QITOPUTMA METUKO-OMOMTOIMIECKOTO COMTPOBOXK/EHNUS TIPO-
(beccnoHaNbHBIX CIOPTCMEHOB C OTKIOHEHMsIMU U 3aborte-
BaHMSMM OPraHOB KPOBOOOpaIlleH sl HA OCHOBaHWM K/IMHU-
YeCKMX U TEHOMHBIX JJAHHBIX IPEefCTaB/IsAeT IPAKTUIeCKUI
UHTepec.

2. MaTepuansl 1 METOJBI MCCTIETOBAHUS

B wuccnenoBaHyue BK/IIOYEHBI MEUIIVHCKUE JlaHHbIE
15464 crioprcMeHOB COOPHBIX KOMAH, IpoxoguBLmx Y MO
B 2021-2023 rr. B yupexxpennsax PMDBA Poccyn. Vsydyena
pacpocTpaHeHHOCTb 3aboneBanmii opranos CK mo komam
MKDB-10, BbIHECEHHBIX B CBOIGHOE 3aK/II0UEHME ITOC/IESHETO
YMO (tabm. 1). Takke B aHaIM3 BKIIOYEHBI TaKMe Iapame-
TPBI, KaK BO3PacCT, POCT, IO/ ¥ BUJL CIIOPTA.

B kavecTBe (pakTOpHOI IepeMeHHOI ObUI BHIOPAH BUJ
ciopta. OfHako BBMAY OOJBIIOrO KOMMYECTBA CIIOPTUB-
HBIX JUCOVIDIVH (96 BUIOB) A Liejiell M3y9eHns BIUAHUA
VHTEHCUBHOCTHU JVHAMMYECKUX M CTaTMYeCKUX HArpy30K
Ha CK crioprcMeHOB OHM ObUIN pasfiesieHbl COIMIACHO KiTac-
cudumxanmm Mutaerna [10].

W3 wnccnenyemoit BBIOOPKM OTOOPAHO CIydaiiHBIM 006-
pasoM (c mcronb3oBaHyeM QyHKIUHU sample B A3bIKe IPO-
rpammupoBanusi R v 4.3.0) 50 ciopTcMeHOB ¢ 3a60meBaHms-
MU ¥ OTKJIOHEHUSAIMU B cocTosiHuu opranos CK 1o faHHBIM
YMO, uCHBITHIBAOINX PA3INYHYI0 CTeIleHb Harpy3Ku
Ha CepieyHO-COCYAUCTYI0 CHUCTEMY. OJTUM CIOPTCMEHaM
OBIIO IIPOBENEHO IIOJTHOTEHOMHOE CeKBEHMPOBAHMUE C Iie-
JIBIO IUarHOCTMYECKOTO ITOVCKA BAPMAHTOB, aCCOLMMPOBAH-
HBIX C pa3BUTIEM HAC/IE[ICTBEHHBIX MOHOTEHHBIX 3a00/IeBa-
HUI C IPEMMYIeCTBEHHBIM IIOpakKeHIeM MUOKapHa.

C6op 006pasioB IeNbHOI KPOBU IMPOBOSUICS OHO-
KPAaTHO IyTeM BEHONYHKINM B BaKyyMHbIe IIPOOMPKI
¢ K2-9[ITA. [HK u3 06pa3uoB LeIbHOII KPOBU BbIIENs-
mm ¢ nomoursio Habopa QIAamp DNA Mini Kit (Qiagen,
Tepmanus). BI/I6}II/IOTeKy TIOJTHOTEHOMHBIX TOC/IeI0BATENb-
HOCTeIt TOTOBM/IN C MCIIO/Ib30BaHMeM Habopa Nextera DNA
Flex (Illumina, CIIA) B cOOTBeTCTBUM C MHCTPYKLMAMU
npousBoputessi. O6pasipl CEKBEHNPOBAIN C J/IMHON IPO-
yrerns 150 m.o. Ha npubope Illumina NovaSeq 6000, nc-
o/b3yst Habop peareHToB S4, 300 ruxos (Illumina, CIIA).

Ha sTame pgeMynbTMIUIMKaIMM JaHHBIE CEKBEHMPOBaA-
HuA B popmare BCL xonBepTuposamice B popmar FASTQ
nporpammoit  [llumina bcl2fastq v2.20 [11]. [dnsa koH-
TPOJIA KauecTBa CEKBEHUPOBAHUA MUCIIONb30Ba/lach IpO-
rpamma Illumina Sequencing Analysis Viewer v2.4.7 [12],
ISl KOHTpOns KavectBa mpourteHuit (popmar FASTQ.
GZ) — 6uonngopmarnyaeckuit nacrpyment FastQC v0.11.9
[13]. Vicmompayemblil mamraitH  OmonH(GOPMATIIECKOi
obpabotkn 61 Banmupuposan (F-mepa = 99,83 %) Ha aTa-
norHoM reHome HGOO1, mpeocTaBeHHOM KOHCOPIITYMOM
Genome In A Bottle (GIAB) (v.3.3.2) [14].

ITomck BapmaHTOB HYKJIEOTUIHOM IOC/IEOBATE/IEHOCTH
OBUI IIPOBEfIEH C MCIIONb30BAHIEM MPOIPUETAPHOTO MPO-
rpammuoro obecmedenust (Genomenal, Poccus). Ilomck
(YHKIMOHA/IPHO 3HAYMMBIX 3aMeH IIPOV3BOANIIN 10 T€HAM,
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uarno3sr mo MKb-10, BK/Tr0ueHHbBIE B CTATUCTUYECKIIT aHAIN3

ICD-10 diagnoses included in the statistical analysis

Tabnuma 1

Table 1

(3aCTOIHOIT) CEpeYHOlT HeTOCTATOYHOCTHI

Ne Iwnaruo3 Kopx mo MKB-10
1 | OTKpBITHIIT apTepuaIbHbIN IPOTOK Q25.0
2 | Jpyrre GOpMBI XpPOHMYECKOI MIIEMIYeCKOT 00Ie3HNM cepala 125.8
3 | Atepockepos 170.0, 170.1, 170.2, 170.8, 170.9
4 | Ipyrue BpoX/ieHHbIE AHOMA/IVV CEPJIEYHBIX KaMep U COeMHEHMIA Q20.8
5 | Ipyrue BpOoXXJgeHHbIe aHOMA/INI CEPAEIHOI EPErOpOAKI Q21.8
6 | Jedext npencepaHOt I€pPEropORKM Q21.1
7 | IIpomamnc [mponabupoBaHye] MUTPaIbHOrO KIalaHa 134.1
8 | AopranmpHas (K/amaHHasH) HEZOCTATOYHOCTD 135.1
9 | PaccTpoiicTBO BereTaTMBHOI [aABTOHOMHOJI]| HEPBHOJ CHCTEMBI HEy TOYHEHHOE G90.9
10 OTKHOHeHI/um OT HOPMBI, BBIAIB/ICHHBIE ITPY IIPOBeieHVM GYHKIMOHAIbHBIX CCIEOBAHNI CePIeYHO- R94.3
COCY/IVICTON CHCTEMBI
11 | IunaTtanyoHHasA KapAMOMMOIATIA 142.0
12 | Ipyrue, HeyTOUHEHHbIE KApAMOMMONIATUI 142.8,142.9
13 | Kapauommonarmn 142.0,142.1,142.3, 142.4, 142.5,
142.6
14 | Opyras runeprpoduyeckas KapguoMuOIaTus 142.2
15 | Paccnoenne aopTsl (1106011 9acTy) 171.0
16 | AHeBpK3Ma aOpPTbI HEYTOYHEHHOI TOKa/MU3auy 0e3 YIOMUHAHIS O paspbiBe 171.9
17 | O6¢cTpyKTHBHAA ruiepTpodryecKas KapAnoMIOIaTIs 142.1
18 | Kappuomuonatus rnpu 60/1e3H:X, KIaCCUUIMPOBAHHBIX B IPYIUX pyOpUKax 143.0%, 143.2%,143.8
19 | KappuoMuonaTus npu MeTabomnyeckyx HapyueHnaAx 143.1*
20 KapauoMuonars, o6yclIOBIeHHAs BO3[ENCTBUEM JI€KaPCTBEHHBIX CPEACTB U LPYIMX BHELIHMX 1427
¢daxropos
21 IIpencepaHO->KeMyROYKOBas [aTPMOBEHTPUKY/IAPHAsA] O70Kkafa 1 6/10Kaja JIeBOM HOXKM IydKa 4.4
[Tnca] )
22 | Ipyrue yrouHeHHbIe HapyIIEHMs TPOBOJMMOCTI 145.8
23 | IByxmyukoBas 670Kafa 145.2
24 | bokasia mpaBoii HOXKM ITydKa 145.0
25 |IIpenceppHO-KeNny[OUKOBas 67I0Ka/a IePBOIt CTEIIeHN 144.0
26 |IIpencepmHo-)Keny[oOUKOBasi 6710Kafa BTOPOIL CTEIeHN 144.1
27 | lpyrue BpOXKIeHHbIE aHOMAJIMU JIETOYHOI apTepun Q25.7
28 | ubpMIIALYS U TpeneTaHye IpeCepanii 148
29 | CunycoBas TaXMKapausa R00.0
30 |IlapokcusmasbHas TaXMKapAysa HEYTOUHEHHAs 147.9
31 | Ipyrue yTouHeHHbIe HapYILIEHMs CepfIeuHOr0 pUTMa 149.8
32 | Hapymenne cepiedHOro puTMa HeyTOUHEHHOE 149.9
33 | Cunapom crmabocTy CMHYCOBOTO y3/1a 149.5
34 | IIpexxmeBpeMeHHas NENONAPU3ALINA KETyJ0YKOB 149.3
35 |IlpexxgeBpeMeHHas NENONAPU3ALINA IIpefCcepanil 149.1
36 | Jlpyrasd u HeyTOYHEHHas NpeXJeBpeMeHHas NenoApu3aysa 149.4
37 | CHHAPOM IpeX/IeBPEMEHHOTO BO30YXX/IeHVS 145.6
38 | Hapymenne npoBogMMOCTY HEYTOUHEHHOE 145.9
39 IunepTeHsuBHas [rumepToHMdecKass] 60/Me3Hb C NPeMMYLIECTBEHHBIM IIOpaXKeHHeM cepila 6e3 111.9, 110
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KOTOpbIe IepeuncieHbl B KoHceHCcyce 9KCIIepTOB O COCTOsA-
HIJ TeHEeTHYEeCKOro TeCTMPOBAHNS HA CepfedHsle 3abore-
BaHNA, TAaKMX KaK CUHPOM yA/IMHeHHoOro mHrepsama QT
(CYNQT), xarexomaMmmHeprideckas HOIMMOopQHast >Kemy-
moukoBas Taxukappusa (KIDKT), curnpom bpyrapa, cun-
npoM ykopoueHHoro uHrepBana QT, Hapymennsa cepped-
HOIl IPOBOUMOCTY, PUOPW/IIALVIA IIpefcepAnii, CMUHIPOM
cmaboctn cunycosoro ysiaa, TKMII, JKMII u apurmoren-
Hasg KappuommomnaruA [15]. Taxke B aHa/mm3upyemyio Ia-
HeJIb ObUINM BK/IIOYEHBI T€HbI, BHITPY)KeHHbIe 13 OHTOIOrNN
denoruna yenoseka (Human Phenotype Ontology, HPO)
no cnepyrommmM 3anpocam: «00001638 xapauoMumonaTum»,
«0003116 anomanbHasA 9X0OKapAuorpammar, «0030956 napy-
IIeHNe 37eKTpodusnonorum», «0030680 anomanusa Mopdo-
JIOTVMM CePHeYHO-COCYAUCTON CUCTEeMbI» [16].

Bcero B ananmus 6bu1 BrIoueH 2041 ren. AHanu3 BapuaH-
TOB IPOBOAVI/IN IO CAEAYIOIUM KPUTEPVAM: TOKATN3ALNA
BapMaHTa B KONUPYIOMIMX yYacTKaX (MMCCEHC- WIM HOH-
CEHC-3aMeHbl ), 3aMeHbI CajiTOB CIUIANICIHIA C YaCTOTON pei-
KOT0 ajUIe/iA MeHee 1 %, Hajm4ue BVMAHNA Ha 0€JIOK 110 IIpo-
rpamMMe IpefcKasanus maToreHHocTn in silico (PolyPhen-2,
Mutation Taster, SIFT, PROVEAN, FATHMM, MutPred).
BapraHTBl ¢ HeompefieIeHHbIM K/IMHUYECKMM 3HadeHUeM
U BapMaHTBI C IPOTUBOPEYNBOI MHTEPIIpeTalell Heompe-
TEeNEeHHOM KIMHUYECKOV S3HAYMMOCTM TaK)Ke BbIHECEHBI
B ob6cyxpenne. ITaTOoreHHOCTb OOGHAPY>KEHHBIX BapMaH-
TOB ObUIA OLIEHEHA COIIACHO KPUTEPMsIM, M3/I0KEHHBIMI
B PoccuiickoM pyKOBOACTBE IO MHTEpHpeTanyy JaHHBIX
nocnexgosarenbHocTy JJHK venoBeka, momydeHHbIX MeTOfIA-
MU MacCOBOTO IIapajUIe/IbHOTO CeKBEHMPOBaHMA (pefaKuns
2018, Bepcus 2). Bammparmst o6Hapy>XEHHBIX BapUaHTOB
Q/IBTEPHATMBHBIMI TA00PATOPHBIMI METOAMI He IIPOBO-
IVIAch.

Sports

Medicine:

Craructidyeckyo 06pabOTKy U BUSYaIM3ALNIO JAHHBIX
OCYIIeCTB/LUIM C WCIO/Nb30BAHMEM S3BIKA IIPOrPAMMI-
poBanust R (Bepcust 4.3.0) n makeroB readxl v. 1.4.3 [13],
ggplot2 v. 3.4.3 [14] n vegan v. 2.6-4 [17]. KonmmuecTBeHHbIE
HIOKa3aTe/ll OLICHMBA/IVCh Ha COOTBETCTBME HOPMAIbHOMY
pacipeneneHnio ¢ nomombio kputepus Kommoroposa —
CmuproBa. [Ipu 0TCyTCTBMM HOPMAIBHOTO pacIpefe/leHns
KOINMYeCTBEHHbIE [IJAHHBIC OIVCHIBA/IVICh C IIOMOIIBIO Me-
mvanbl (Me) m HDKHero u BepxHero kBaprtuieil (Q1-Q3).
Pasnuunst B cTpyKType 3ab60/1eBaeMOCTI OBUIN UCCIEROBA-
HBI C ToMolIblo Kputepys X [TnpcoHa ¢ mornpaskoii Ha MHO-
JKEeCTBEHHbIE CpaBHeHMA XO0/IMa. YPOBEHb CTaTUMCTUYECKON
3HAYMMOCTH JyIsL PAs3mamit O6bUT 3amaH Kak o = 0,05.

Bo Bpemsa npoxoxaenna YMO oT #eiicTBYOIUX CIOP-
TCMEHOB VULV MIM VX 3aKOHHBIX IIPeficCTaBuUTesNell (B caydae,
eCNY YYaCTHMK HEeCOBEepUIeHHONETHMIT) OBITO IOTydeHO
1o6poBobHOE MH(GOPMUPOBAHHOE COITIACHE HA IIPOBELe-
HIe UCCIeHOBaHUs U 06pabOTKy MepCOHAIbHBIX JAaHHBIX.
ORHOMOMEHTHOE MCCIefOBaHMe OBUIO BBIIOTHEHO B CO-
OTBETCTBUM C ITMYECKVMM IPUHIVUIIAMM, U3/I0KEHHBIMU
B Xe/bCMHKCKOI flekmapannn. [Iu3aitH nccneqoBanms O
omobpen dtuyeckum komurerom GPI'BY OHKIICM ®MBA
Poccunm (Boimmcka Ne 2 ot 24.10.22) u ®TBY «IICIT» ®DMBA
Poccunu (Bpmcka Ne 1 ot 01.06.21). ITapamerpsr YMO, BbI-
IPy>XEHHBIE U3 IEeKTPOHHBIX 0a3, OBUIN HerepCoOHnpuIm-
POBaHHBIMIU.

3. Pe3ynbTarhl HCCIEJOBAHNA

XapaKTepucTyKa BbIOOpPKH

Konmuecrso YJ9aCTHMKOB  MCC/I€OOBaHNA  COCTaBU-
70 15464 ygenoseka (n = 8837 (57,1 %) My>x4umH; n = 6627
(42,9%) >xenmmH). Pacmpenenenne 1o momy 1 BO3pacTy
IpeCTaBIeHo Ha puc. 1.

3000 1

2000

KonuyecTeo

1000 4

= —

Mon

[m

20 40

BospacT

Pwuc. 1. PacnpeneneHve nccnegyemow BbIGOPKK MO Mosy 1 BO3pacTy
Fig.1. Distribution of the study sample by sex and age
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H}IH aHa/M3a BIVAHNA YPOBHA MHTEHCUBHOCTUM IOMHA-
MUYECKUX ¥ CTaTMYeCKUX HArpy3oK MCIIOJIb30BaHa KJIac-
cudpukanyus Murdemma. Beibopka Opuma crpymmmpoBaHa
110 BBIE/IEHHBIM TPYIIIIaM BUIOB cIIopTa (Taom. 2).

Ob1riee  KOMMYECTBO CIOPTCMEHOB C OTK/IOHEHMSMU
n 3abomeBanmsamu opranos CK cocraBmmo 6946 genoBek
(45%). Ha puc. 2 npepcTaBaeHbl 9acTOThI pacIpe/ie/ieHus
3a00/IeBaHuUIT MCXO/s1 U3 KIaccudukanu Murderna.

Hanbornbiueit BCTpe4aeMOCTbIO CPefy aHATM3UPYEMbIX
3aboneBanmit CK xapakTepnayroTcs HapyleHNsA CepiedHo-
ro purma (36,60 %) — 149.8, OTKIOHEHNUS OT HOPMBI, BBbISIB-
JIeHHBIE [IPU IIPOBefeHNN (PYHKIINOHAIbHBIX UCCTeTOBAHIT
CK (26,90%), — R94.3 u nporarc [mpomabupoBanue] mu-
TpaspHoro kiamaHa (11,58 %) — 134.1.

B mccmenyemsix rpymmax mo kmaccudukanyuu Mutdenta
3abomeBaeMoCTb cocraBuia: I — 41,7 %; 1T — 46,7 %; III —
43,0 %. Mesxxny rpynmamu 6bUI OOHAPYXKEHbI CTATUCTIYe-
CKM 3HaumMble pasmransa (p = 0,025). ITomumo storo, Ha-
O/1I071a/Iach TeTePOreHHOCTh BHYTpM rpymi. Tak, dacrora
sabonesanmit CK okasajacp Bblllle Y CIIOPTCMEHOB, OTHO-
CAMMXCA K IOArpYyIIaM, XapaKTE€PU3YIOLINMMCA BbICOKVIM
motpebnennem Kucnopoma: A — 37,6 %; B — 43,2%; C —
48,7% (p < 0,001).

XapaKTepuCcTHKa Y4aCTHMKOB, KOTOPBIM IPOBeJeHO

TIOTHOT€HOMHOE CeKBeHIIpOBaHIe

XapaKTepMCTUKa CIHOPTCMEHOB, KOTOPBIM IIPOBEJEHO
IIOJTHOTEHOMHO€E CEKBEHUPOBAHNE C L[€/IbI0 IMAaTHOCTIYe-
CKOTO IIOVICKa BAapMAHTOB, aCCOLMNMPOBAHHBIX C Pa3BUTHEM

Y BonesHs ¢ cepauya 6ea cep,

L Y

n Y

F cep, putma
Apyme P
n Y

[

Dpyme y

Hosonorum

o] OT HOPMBI, npu i cepa

Opyme PAS P

DOpyme cepa Kamep 1

(n=221)
(n=45)1
CuHapom npexaespemeHHoro Bo3byxaenna (n = 366)
ii (n = 94)1
(n=234)1
CuHgpom cnabocti CHHYCoBOro yana (n = 32)
(n=62)1
putMa (n = 1218)1
(n=
CuHycoBaA Taxukapama (n = 38)
.
[pyrue BpOXKAEHHLIE BHOMANNUN NEroyHoit apTepuu (n = 2)
TMpencepaHo-Keny0uKoBan Gnokana BTopoil crenexi (n = 95)
MpeacepaHo-Kenynoukosaa 6nokana nepeoil crenenu (n = 277)
Bnokana Npaeoil HOXKKM NyyKa (n = 279)
[Aeyxnyykoean 6nokaga (n = 11)
cTi (n = 347) 1
Bnokana nepegHei BETBI NEBOI HOXKM Nyuka (n = 10)
CPeacTe U Apyrux BHEWHUX GakTopoe (n = 5)
Kapanomuonartua (n = 328)
Apyrue, HeyTOYHeHHbIeKapamomuonatuu (n = 246)
[unataunoHHaa Kapauomnonatia (n = 4)
0CYaNCTOI cucTemsl (n = 1864)
PaccTpoICTBO BEreTaTMBHON [ABTOHOMHON] HEPBHOM CUCTEMBI HEYTOUHEHHOE (N = 512)
(n=59)1
Mponanc [nponabupoeanune] MUTpansHoro knanawKa (n = 1091)
[LedekT npeacepaHoit neperopogku (n = 122)
i (n=218)1
i (n=260)
Arepocknepo3 (n = 9)
OTKpbITLI apTepuankHbIil NPoToK (n = 11)

Tabnuia 2

KonuyectBo CIIOPTCMEHOB, o61;e1mnemn;1x B Ipyninbl
mo Knaccnquamm Muryenna

Table 2
Number of athletes grouped into Mitchell classification groups
Ne rpynmsl KomuyecTBo cnoprcMeHoB

1A 267

1B 902

1C 1173

IIA 452

1IB 1527

1IC 1901

IIIA 2775

I1IB 1315

IIIC 2396

He Bouepume B rpymmst (N/A) 2756

HaC/IegCTBEHHbIX MOHOI'€HHBIX 3360HeBaHI/Iﬁ C HpeI/IMy-
[IECTBEHHBIM IIOPQKEHMEM MUOKAPIA, IIpelCTaBIeHa
B Tabm. 3.

Pe3ynpraThl IOTHOreHOMHOTO CEKBEHIPOBAHILS

B 50 o6pasuax JHK, moaydeHHOI U3 IeIBHOI KpO-
B IPOQECCHOHAIBHBIX CIIOPTCMEHOB, ObIIO 0OHAPY>KEHO
5 BepoATHO IATOTeHHBIX BapuaHToB (10%), 19 Bapman-
TOB C HeOIIpeJe/IeHHbIM KIMHUYeCKUM 3HadeHreM (38 %).
PesynbraThl MccnenoBaHnA NMpeCTaBIeHbl B Tabm. 4.

5)1

Knaccudukauua Mutyenna
| I
[ I3
|
[ 1
[
B
B
B e
B ic

41

o [%e] o %) (=

o 3] o} ~ S}

o o o o =
Hona

Puc. 2. PacnpepeneHue 3abonesannii opraHoB CK ucxoas ns knaccudvkauum Mutyenna
Fig. 2. Distribution of circulatory diseases based on the Mitchell classification
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Tabnuma 3
XapaKTepUCTHKA Y4aCTHIKOB, KOTOPBIM IIPOBE/IEHO MOTHOT€HOMHOE CEKBEHIPOBaHe
Table 3
Characteristics of participants who underwent whole-genome sequencing
Kon-so Bospacr,
Bup cnopra Ilon JInarHo3bl TOTHBIX
YJaCTHMKOB
et (Me)
Murpanus BOAMUTENA PUTMA, HAIPKETYAOUKOBasd SKCTPACUCTONNA, CMHOAYPUKY-
Backer6on K 4 NApHas 6/10Kafa 2-ii CTeIeHy; IPOJIAIIC MUTPATILHOTO KJTaNlaHa; HapyIIeHns cep- 205
[eYHOro puTMa (HapylleHNe PUTMA [0 TUITY eAMHIYHOI SKelTyLOYKOBOI 9KCTpa-
CHCTOTINN)
M 1 OKcLeHTpUYecKas runepTpodys MIOKapfia JIeBOTO XKeMyL04Ka, yBelnudeHre 00b-
Benocunennpiii eMa IIPaBoro IpefCepAysi B paMKax «CIIOPTUBHOTO CepALia», CHHYCOBast OpaamKap- 30
CropT K ) nus Ha QoHe BaroTOHMI; (eHOMeH paHHeIl peroApU3aLnM SKeMTyL0YKOB; aHOMa-
TN MEXITPENICEPIHOI TIEPEropOiKM
Ipebns
Ha balijapkax XK 1 Hecnenmdnyeckie 13MeHeHNA KOHEYHON 4aCTH JKEeTyOYKOBOIO KOMIUIEKCa 29
U KaHO3
IIpomamnc MuTpanbHOroO KjaamaHa 1-J1 cTelleHM ¢ MUTPa/IbHOI peryprutauuen 1-i
M 7 creneHy, auctpodusa Muokappa 1-ii crereHn, Hecrenddeckye M3MeHEHUA KO-
HEYHOJ YacTy JKeTyJOYKOBOTO KOMIIIEKCA; JVICTONMPOBAHHASA XOPAa IMOTOCTH
Kepnuur TIEBOTO JKETy/I09Ka; )KeMyJOYKOBas SKCTPACUCTO/MNA; BETETOCOCYAMCTASA JUCTOHMA 29
10 CMEIIAHHOMY TUITY; BPOXK/I€HHAsA aHOMA/IMA CEPIEYHBIX KaMep U COeNMHEHNMIT
% 9 HEYTOYHEHHas, ITPOJIATIC MUTPA/IPHOTO K/IallaHa; HapyLIeHNA CEPAeYHOro PUTMa
(110 THITY pefIKOII SKeNTyOYKOBOI SKCTPACUCTOINN)
KonHbIIT criopT K 2 ITponarc MUTpanbHOTrO KaanaHa (1-71 cTeleHy ¢ perypruTaiyeri) 24,5
JIbDKHOE 1BOE6OpbE AopranpHas KrnananHas HegoctaTrogHocTs (II cremenn. HK 0) 27
ITponarnc MuTpanbHOrO KanaHa; HapylleHe pUTMA IO TUITY PeAKOI OTHOUHO
M 1 JKeTyTOYKOBOJ 1 Ha/PKEMY0YKOBOI 9KCTPACUCTONNY, TPU3HAKY YMEPEHHOM 9KC-
ITnaBanne LIeHTPUYECKOIl TUIepTpoduIt MUOKapAia IEBOTO YKeTy[OUKa; CUHAPOM IIPeXK/eB- 22
K 3 PEMEHHOTO BO30OY>KIeHIsI, KOPOTKIiT PQ-MHTepBas; BpOKACHHbIe aHOMAJINN Cep-
JIe4HOJ1 TTeperopopiky (OTKPBITOE OBalbHOE OKHO IaMeTpoM 1 MM
OTKpbITOE OBaJIbHOE OKHO CO COPOCOM KPOBM C/IeBa HaNpaBo (IIYHT 2-3 MM); IBY-
CTBOPYATHIN A0PTa/bHBIN K/TAIlaH C peryprurtanueit 1-2-it crenenn. CTBOpKY KIa-
., rtaHa GpuOposHO M3MeHeHbl; [IpencepaHO->Kenyf09KoBas 6/10Kajia BTOPOil CTeleHN
CaHHBIIT cLIOPT M 3 27
(1-ro m 2-ro TUIA TPaH3UTOpHaA); yKOpoueHue MHTepBana PQ mo 108-110 mc
TPaH3UTOPHO, He3HAYNTE/IbHAS KOHIIEHTPUYeCKasi TUIepTpodusa MUOKap/a eBo-
TO XKeMyfjouKa
CnoptusHasd .
MHACTIKA K 1 Hecnenmdnyeckie 13MeHeHNS KOHEYHO 9aCTH JKETyOUYKOBOIO KOMIUIEKCA 14
CnoptusHOe K 1 Hecneundndeckne M3MeHEHVMS KOHEYHON YacTM JKEMYJOYKOBOIO KOMIIIEKCa, 37
OpPUEHTHMPOBAHNE ITPOJIATIC MUTPATbHOTO K/IallaHa
Tenmuc M ) ITponmanc MUTpanbHOTO K/IalaHa; MPU3HAKM HE3HAUUTENTbHON 9KCLEHTPUUIECKON 29
TUIepTpoduy MHOKapAa IEBOTO JKeMyLOuKa
DexToBanue M 1 Hecneundunyeckie 13MeHeHNs] KOHEYHOI YaCTH HKeMTyLOUYKOBOIO KOMIIEKCA 32
ITpy3HaKM He3HAYMUTETbHOJ SKCLEHTPUUECKOl TUIepTpoduy MMUOKapAa JIeBOTO
XKeTyN04Ka; GYHKIMOHAIBHO ABYCTBOPYATHIN A0OPTa/IbHBII KIAIlaH C Peryprura-
Xoxeii Ha Tpase K 7 Iyeit 1-1f cTelleHM; aHeBpU3Ma MEXKIIPefCepPIHOI IeperopoaKu ¢ mponabyupoa- 315
HIIeM B CTOPOHY IIPaBOro mpexcepans 1o 22,0 MM, 6e3 IpM3HAKOB IIYHTIPOBAHIA
KPOBY; ITPeICepHO-KEeMyOUKOBas 6/10Kafa IepBOIt CTeNeHI; PerypruTaius aop-
TaJIbHOTO K/IallaHa 1-1i crenenu
XymorecTsemmas ITpomabyupoBaHyie MUTPAIbHOTO KIIAIlaHa, HE/IOCTATOUHOCTD 1 crenenu; HapyIe-
MMHACTIKA XK 4 HUe POBOMMOCTU — HEMONHaA 6710KafTa IpaBoil HOXKM Iy4ka Ica; GpeHOMEH 19
PaHHel penonapu3aLuy KeryJ09KOB
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CrnnopTuBHas
MeavuviHa:

HayKka u npaKkmuka [ 1]A

4. O6¢cyxpeHne

Han6omnburee xomudectso 3abomeBanuit opraHos CK
BBIAIBJICHO B IpYIIle BUJOB CIHOPTa CpefHell MOLIHOCTU
C MAaKCUMQ/IbHBIMJ 3HAYEHNSMHU YPOBHS IIOTpebIeHNs
KICTIOPOJa, @ MIMEHHO B TaKWUX BUJAX, KaK raHAOoI, IIa-
BaHIe, COBPEMEHHOe IATUOOpbe, XOKKeil, IbDKHOEe ABO-
ebopbe, 6ackeT6ON, NTBDKHBIE TOHKM, XOKKEl C MSIOM,
6uarion. ITonmydeHHbIe pe3yIbTATBI COIMACYIOTCS C MUPO-
BBIMJ JAHHBIMIL: JIMEHHO B IIepeYCICHHBIX BIJIaX CIIOPTa
y CIIOPTCMEHOB Yallle BCEro IIPOUCXOANUT IIPONOPIIOHAIIb-
HOe yBe/MdeHre o0'beMa 1 MacChl Cepylla, pasMepa KaMmep,
MOIIHOCTM MHOKapha JIeBOTO J>Kelnypgouka. OmycaHHbIe
u3MeHeHNs1 GOPMUPYIOTCS Y CIIOPTCMEHOB, KOTOPBIE TIpe-
UMYIECTBEHHO TPEHUPYIOT M Pa3BUBAIOT BBIHOCIUBOCTD
[18-20].

[emMopmHaMuYeckass Iieperpyska, BbI3SBaHHAsA MHTEH-
CUBHBIMY ¥ IIPOJO/DKUTEIBHBIMY TPEHUPOBKAMI Ha BBI-
HOC/IMBOCTD, IIPUBOAUT K YBEIMYCHNUIO IIPABOrO ¥ JIEBOTO
JKETYHOUKOB, 2 TAKXKE K yBeIMIEHNI0 00beMa IIpefcepanit.
[ToxasaHo, YTO 3KCLEHTPUYECKOE PEMOJIe/IIPOBaHNe IIpa-
BOTO JKeJTY[J04Ka, BBIAB/ICHHOE IIPY IIPOBEICHNIN 9XOKap/y-
orpadun y 61 % CIIOpTCMEHOB-MY>K4MH U 46 % CIOpTCMe-
HOK-XeHIIVH, Tpebyer puddepennmaryn ¢ AKIDK [21].
Cnegyet ormetuts, uro npnunHoi AKIDK B 60 % crydyaes
SABJIAETCA Ha/JM4Me IaTOTeHHOTO BapMaHTa I'€HOB, KOMU-
PYIOLINX TeCMOCOMHBIE I HefeCMOCOMHBIe Oenkim. B moct-
MOPTa/IbHOM MCCIEOBaHMM IPUYNH BHE3AIHON CMepTH
1po¢heCcCHOHAIbHBIX CIIOPTCMEHOB IIOKAa3aHO, YTO KaXKIbII
YeTBepTbII aTleT CKoHdYauca B pesynbrate AKIDK [22].
B cBA3M ¢ 9TMM BHeApPEHME TEXHONOTUI MOJNEKYIAPHOrO-
FeHeTNYECKOr0 TeCTUPOBAHUS B MEFUKO-OMOIOrndecKoe
COIIPOBOXKJICHNE CIIOPTCMEHOB YPOBHA BBICLIETO CIIOPTYB-
HOTO MAaCTePCTBa AB/AETCA aKTyaJIbHOMN 3a/jader.

Bonplioe KomM4ecTBO BapMaHTOB C HeOINpele/IeHHBIM
K/IMHIYECKNM 3HAdeHNeM — OffHa 13 IpobaeM MOeKy-
JIAPHO-TEHETUYeCKOTO TeCTUPOBAHUA B KapAUOIOIMI.
Co BpeMeHeM UX YpOBEHb IATOT€HHOCTH, KaK IIPaBIIIO,
IIOHIVDKAIOT» — JJO BEPOSITHO JOOPOKAaYeCTBEHHBIX 11 JOOPO-
KadecTBeHHBIX [23]. ITo pe3ynbratam YMO 1 IpoBeeHHOTo
TE€HETMYECKOTO UCCIEeNOBaHNA 48 CIIOPTCMEHOB 6bpUIN Joty-
LIeHbl [0 TPEHMPOBOYHO-COPEBHOBATEIBLHOI JIeATe/IbHO-
cTy, a gBoe Het. [Toce foo6cnenoBanNsA cepaedHO-COCYRN-
CTOJI CUCTeMBbI OIMH CIIOPTCMEH IIOJIY4II JOITYCK, @ BTOPOIl
OTKa3aJICS OT IIPOBeIEHIIA JOIOTHUTEe/IbHBIX MCCIef0Ba NI
M OCTAeTCs] He MOIYIIEHHBIM 10 IpU4MHe OOHAPYKeHUs
HaPKeTyLOYKOBOJ 9KCTPACUCTONNY M TPAH3UTOPHOI CHHO-
aypuKy/sIpHOI 6/10Kazs! 2-it crerenn (145.8, 149.8). Ognako
I UI3BMEHEHV YPOBHS IIATOTeHHOCTY OIpPefe/IeHHOTO Ba-
pMaHTa IO/DKHO IIPONTV HeMajoe KOIMYeCTBO BpPEMeHI,
a CIOPTUBHBIM KapfiMo/JIOTaM M TeHeTMKaM HeoOXOmMMO
[IPUHVMATD PelIleHrst 00 yIpaBIeHNN PUCKAMU 340POBBIO
CIIOPTCMEHA B MOMEHT IIOJTyYeHNA Pe3y/IbTaTOB UCCIeN0Ba-
HYA. B oflHOM U3 IIpencTaBlIeHHbIX KIVMHNYECKNX CIydaeB
ObT OOHapy>KeH BapuaHT reHa RYR2 ¢ HeoIpefe/eHHbIM
KIMHNYeCKuM 3HadeHneM (c.14098T>G, NM_001035.3) —
y 32-7IeTHETO0 MY>KYMHBI, 3aHMMAIOLIET0CA BeTOCUIIHBIM
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cioproM (rpymma IIIC) u uMeromero mM3MeHeHUsA, KOTO-
pble 6pUIM 0603HAYEHBI KaK «CIIOPTUBHOE Cephre». Taxke
y Hero ObUIN BBISIB/ICHBI HAPYILIEHVSI IIPOBOAUMOCTIL B BUJIE
(dbeHOMeHa paHHENl PeNoMAPU3ALNY, COMPOBOKIAMIIENICS
nonmumMopdHOI JKeNTyIOYKOBOM Taxukappueil. ViMeromuecs
(deHOTUIIIYECKIIe TIPOSIB/ICHNUS SIBJISIIOTCA  KIMHUYECKU-
MU TpU3HAKAMM [BYX 3a00/eBaHMII — >KETy[OYKOBOIL
TaXMKapAMM, KaTeXOJIaMUHEePIM4ecKoll MonmMMopdHoit, 1
(OMIM:604772) m >KelTymOYKOBOIl apUTMUY, OOYCIOBIICH-
HOIT CHH/IPOMOM Je(pUIINTA BBIfIe/IEHNS Ka/IbLIS B Cephed-
HBIX pMaHOAMHOBBIX perenTopax (OMIM:115000). O6a co-
CTOSIHNA OIIACHBI TE€M, YTO MOTEHLIMATbHO MOTYT IPUBECTH
K BHE3AITHON CepfieyHOoll CMepTH, a (U3MYecKue HarpysKu
YCHIMBAIOT NIPOSIB/IEHNI CUMITOMOB. B OTCyTCTBME reHeTn-
YeCKOTO TeCTMPOBAHMA KAPAVOIOT MOXET CHeNaTh 3aKIo-
YeHNe O TOM, YTO VIMEIOIIVEeCs ISMEHEeHI — 9TO aflalTalys
CK x (u3mueckuM HarpyskaM Ha BBIHOCIUBOCTB, OZHAKO
C TIO3MIVIM TeHeTHKM VIMEIOTCSA IIPEAUKTOPBI I GOpMUPO-
BaHMA MATONIOTMYECKUX M3MeHeHuil. HalieHHbII BapyaHT
MOXXET OBITb NepeKBaIM(PUIPOBAH B BEPOATHO IIaTOrEH-
HBII Ha OCHOBE pe3y/IbTaToB (DYHKIVIOHAJIBHOTO aHAJIM-
3a (TO eCTh M3y4eHMs] TOr0, KaK M3MEHSIOTCS OelIOK 1 ero
HeATEeNbHOCTb B KieTKe). DYHKIMOHA/IbHBI aHAIN3 —
MHOTOCTYIEHYAThIl, TPYSOEMKMII IIPOLECC, M, HAIIPUMED,
B Poccumitckoit Depeparyit TOIbKO fBe HaydHbIe 1ab0paTo-
pUU 3aHMMAIOTCS TOFOOHBIM POLIOM MCCIEHOBAHMIL B 00/Ia-
CTU IIepCOHA/IbHOI T€HOMUKIA.

CornmacHO peKOMeHJAUMAM BeNyIINX MeXIyHapPOJHBIX
accoLMaIyil KapAMO/IOroB, HEOOXOAMMO pPacCMaTpUBaTh
BO3MOXXHOCTb IIPOBEJIEHV:I MOJIEKY/IAPHO-T€HETNIECKOTO
MICC/IEflOBAHNA CHOPTCMEHAM C OTSTOLIEHHBIM CeMeIHbIM
aHaMHe30M 1 yBe/deHmeM Tomyesl creHku JDK 6Gomee
15 MM, HOMMMOPQHBIMY APUTMUAMMY, NTAPAIOKCAIbHBIM Y-
mmHeHyeM uHTepBana QT Bo BpeMs Harpysku, anbTepanyen
T-3y6110B, — W15t IPeRYIPEX/eHIsT HeOTarONPUsTHBIX VC-
XOJIOB, B TOM 4JMC/le BHE3aIHOM cMepTH [6, 15].

Jns cucTeMaTusanuy MOAXOMA K YIPAB/ICHNIO PUCKAMM
B CIIOPTUBHOJ KapAMOIOINMHM pa3pabOTaH aIrOPUTM, OIINCHI-
BaIOLMII IOPAMIOK JeJICTBUIL IIPY T€HETUYECKOM TeCTUPOBa-
HIJ U aHAJIM3€ KIMHIYECKUX, Tab0PaTOPHBIX, MHCTPYMEH-
TaJIbHBIX Y aHAMHeCTUYeCKIX TaHHBIX (puc. 3).

5. 3akmroueHne

Pacripocrpanennocts 3aboneBanuit opranos CK cpe-
An TpO(ecCHOHATBHBIX CIOPTCMEHOB BeCbMa BBICOKA,
U Cpefy HUX Hambojlee YacTO BCTPEYATCS 3a00/eBaHMUS,
XapaKTepI/I3yIOIIH/IeCH HapyIHeHI/IHMI/[ CEpAEIHOro purMa,
OTKJIOHEHMA OT HOPMDBI, BBIABJIEHHDBIC IIPU IIPOBENEHUN
(YHKIMOHAIBHBIX MCCIETOBAHMIL 1 IIPOJIATIC [IIpomabupo-
BaHI/Ie] MUTPAJIbHOTO KIaIlaHa. Takue usmeHeHUs OpraHoB
CK y mpodeccroHalbHBIX CIOPTCMEHOB, KaK yMEpPEHHO
BBIP@KEHHAs TUIEPTPODUS MMOKAPAA JIEBOTO JKETyLOUKaA
U KOHIIEHTPIYeCKasi IUepTpodust, ¢ 60sblIell BepOsSTHO-
CTBI0 MOTYT OKa3aTbCsl IPM3HAKAMM 3a00/I€BaHNsI CEPALA,
B TOM 4NC/Ie HACTIEHCTBEHHOIO XapakTepa. DTY [aTOMOTN-
YECKNME M3MEHECHNIA HE TO/IbKO CHIIKAKOT peSyHbTaTI/IBHOCTI)
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CrnnopTuBHas

MeanunvHa:
| nayxaunpaxmuxa [ /]|

CIIOPTCMEHA, HO U IIOTeHL[Ma/IbHO MOTYT IPUBECTU K BHe-
3aITHOV CMEPTIH.

BBupy Toro, 4To J0Ka3aHa po/Ib Pa3/IMYHbIX I€HOB B pa3-
BuTnu u MaHuecranun 3abonesannii opranos CK, Heo6-
XOJIMMO IIOCTETIEHHO BHEAIPATD B cucteMy Y MO MoeKysap-
HO-TeHeTMYeCK)e MeTONbl AMarHOCTUKU. VIX IpuMeHeHue
m03BornT 3¢ dexTNBHO AudPepeHNPOBaTh ALANTALNIO

Bknap aBTOpOB:

Kommuckmit Anppeit BraguMmpoBidy — KOHIENINUA U IU3aitH
myOMuKanuy, HaluCaHue IIepPBOl BEPCUM TEKCTa, PefaKTUpOBaHIE
TEKCTa, OKOHYATebHOe Off0OpeHIe BapuaHTa CTaTby /IS OIyO/INKO-
BaHIA, 00Iast OpraHM3alusa U KOOPAMHALS PabOTbL;

KappikoBa AHacracus VIropeBHa — cOOp [aHHBIX MM aHATU3
U MHTepIIpeTalis JaHHDIX, HallCaHUe TeKCTa Iy O/ IMKaLuL;

Inappimes Hukura CepreeBud — cOOp HaHHBIX WIM aHAIN3
Y MHTePIIPeTaLNs JAHHBIX, HAIIVCAHIe TeKCTa Iy O/IMKaLm;

Tepexos Muxamn BanepbeBudy — MHTepIpeTanys JaHHBIX, pe-
JaKTHPOBAHME TEKCTA Iy OMUKALINIL;

VIBameukuH Amekceil AJTeKcaHAPOBIY — pabora ¢ o6pasamu
U TIpOBeJieHMe TIOTHOT€HOMHOTO CEeKBEHMPOBAHIS;

Makcrornna Banentnna BamreppeBHa — paGora ¢ o6pasmamu
1 TIpOBeJieH}e IIOTHOT€HOMHOT'O CEKBEHMPOBAHI;

HekpacoBa Anmekcanppa JViropeBHa — pabora ¢ o6pasmami, pe-
TaKTUPOBaHIE TeKCTa MyOINKaLy;

Murpodanos Cepreit ViropeBnd — IpoBepKa FaHHBIX [IOTHO-
T€HOMHOTO CeKBEHMPOBAHIIA, PEJaKTIPOBAHIe TEKCTA ITyOIMKaIVIN;

ViBanoB Muxaun BayecnaBoBu4 — MHTepIIpeTalns JAHHbIX, pe-
TAKTMPOBaHIE TeKCTa IyOIMKaIVN;

Kamranosa Jlappa AHpeeBHa — MHTepIIpeTanys JaHHBIX, pe-
IaKTUPOBaHIE TEKCTa IyO/IIKALY;

IOpuu Bragumup CepreeBud — 0611ast OpraHuM3aryist 1 KOOPAY-
HaIyst paboThl;

KecknHOB AHTOH ApTYpOBIMY — 0011ast OPraHM3aIis ¥ KOOPA-
Hauus paboThy

IOpun Cepreit MuxaiimoBuy — o061as opraHu3anus 1 KOOPAy-
Hauus paboTel;

Jees Poman BagumoBum4 — pefakTMpOBaHMe TEKCTa, OKOHYA-
Te/bHOe Of06peHNe BapuaHTa CTaThy AJIsI Oy O/IMKOBAHNS;

CksBopruosa Beponnka JropeBHa — o61ias opraHmusanis 1 Ko-
opavHALs paboThl, OKOHYATETBHOE OF0OpeH e BapyaHTa CTaTbl IS
OITyO/IMKOBAHMA.
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