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AHHOTan M

BuesanHas ceppeunas cMepts (BCC) y s1mi1 Mostomoro Bo3pacta IpejicTaBiiseT
coboi1 ogHy 13 Hanbosiee CJIOKHBIX MeOVKO-COLMAIbHBIX IPo0jIieM cOBpeMeHHO
Kapauosorny, cymeOHOM MeAMIIMHBI M KIMHWYecKom reHeTuky. HecMmoTps Ha
CpaBHUTEJIBHO HEBBICOKYIO PpacIpOCTPaHEHHOCTh IO CPaBHEHWUIO CO CTapIIVMM
BO3pAaCTHBIMU  TpyIIIamMu,  KaXXIbIV IOTOOHBIN CIy4dam  COIIPOBOXIAETCH
3HAUMTEILHBIMU neMorpadmiecKuMmn IIOTEPSIMM, BBIpa)KeHHBIMU
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IICYIXOJIOTMYEeCKVMIM  ITOCJIEAICTBUSIMM IS CEMBUM U BBICOKOV BEPOSATHOCTBIO
CYLIeCTBOBaHMA HaCJIe[ICTBEHHOV IIaTOJIOTUM CepPHeYHO-COCYIVICTOM CUCTEMBL.
3HaunTellbHasd YacThb OSHM30[0B pas3BMBaeTcd Y JINI, paHee He VIMEeBIINX
YCTaHOBJIEHHOTO CepeYHOro 3aboJieBaHMs, YTO CYIIeCTBEHHO 3aTpyIHseT
cBOoeBpeMeHHyI0  npodwiakTuky. Ocoboe  BHMMaHMe  MCCiIeoBaTelIeN
COCpeOTOYeHO Ha HacJIeACTBeHHBIX KapAVOMMOIIATMAX, KaHAJIONATUAX U IPYTIUX
reHeT4ecKy OOyCJIOBJIEHHBIX 3a0o0JIeBaHMAX, CIIOCOOHBIX [INTEIIbHOE BpeMs
IpoTeKaTh OeCCMIITOMHO.

Pabora  mocssilleHa ~ aHaJIM3y  COBPEMEHHBIX  IIPeACTaBJIEHUNI O
pacIpoCTpaHeHHOCTM W CTPYKType BHe3allHOM CepOedHoOll CMepTu Ccpean
HaceJleHVs B Bo3pacTe OT 1 1o 35 JjieT ¢ OLIeHKOV pPoan KIVMHUYEeCKOro U
MOJIEKYJISPHO-TeHeTYECKOTO 00CiIeZIoBaHMsI POACTBEHHMKOB II€PBOV CTeIleHU
poncTsa. PaccMoTpeHBI MeXIyHapOIHbIe PervCTPhl, pe3yJIbTaThl IIOIYJISIMOHHbBIX
VICCIIeIOBaHM, peKOMEeHIAMM BeoyInMX KapAMoJIoTrMdecKmX OOINecTB, a Takxke
BO3MOXHOCTM  BHEpeHWs  CeMeHOro CKpPMHMHIA B  IIpaKTU4ecKoe
3gpaBooxpaHeHne PecryOmmkm Y30ekncTaH. BpiltosiHeH cpaBHUTENTBHBIN aHAIN3
BO3PACTHOW  CTPYKTYpBl, IIPUYMH  JIETAJIBHBIX  VCXOHOB, OCOOeHHOCTe
HacCJIeJICTBEHHOV IIepefavun 3a001eBaHMI MUOKapaa vV HapyIIeHUWN CepHaevYHOIO
purMma. OTaenbHOe BHMMAaHMe YIIeJIeHO aJIfopUTMaM oOciIeoBaHMs ceMell I10CiIe
perucrpanuu  CIy4das ~ BHe3allHOWM  CepledyHOV  CMepTH,  BK/IIOYAIOIIM
3JIeKTpoKapayorpadmieckie MeTOABI, BU3yaIM3allMIO cepAlla M COBpeMeHHble
TexHostorun cekBeHvposanus IIHK. ITpencrasieHHble cBeieHVs JeMOHCTPUPYIOT,
YTO KOMIUIEKCHBIVI MEXIVICHUIUIMHAPHBI MOOXOH, IIO3BOJISIeT CYIIeCTBEHHO
IIOBBICUTD BBISIBIIIEMOCTD JIVILL, C BEICOKMIM PVICKOM JKV3HEYIPOXKAIOIIVX apUTMUI U
co3maTh YOIOBMS [UIE  CBOEBPEMEHHOIO IIPOBelleHVs IPOodrIaKTUYecKyX
MEPOIIPVISITUL

KiroueBsble ci10Ba

BHe3allHas cepyledHasl CMepTb; MOJIOAble MalVeHThl; PpacIpOCTPaHEeHHOCTH;
HacJle[ICTBeHHble ~ KapOuOMMoNaTuy; KaHaJlomaTWuy; CeMeVHBIVI CKPVHVHI;
reHeTHYeCKOe TeCTMpOBaHMe; POACTBEHHUK) IIepBOVI  CTelleHU POJCTBa;
cTpaTtudmKalms prcKa; IIpodmiIakTiKa CepaeuHON CMEPTH.

PREVALENCE AND STRUCTURE OF SUDDEN CARDIAC DEATH IN
THE GENERAL POPULATION 35 YEARS OLD , AND IDENTIFICATION OF
CLINICAL AND GENETIC RISK FACTORS IN FIRST-DEGREE RELATIVES
OF SUDDEN CARDIAC DEATH VICTIMS

Abstract
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Sudden cardiac death (SCD) in young adults represents one of the most
complex medical and social problems in modern cardiology, forensic medicine, and
clinical genetics. Despite its relatively low prevalence compared to older age
groups, each such case is accompanied by significant demographic losses,
significant psychological consequences for the family, and a high probability of
hereditary cardiovascular pathology. A significant proportion of cases occur in
individuals with no previously diagnosed heart disease, significantly complicating
timely prevention. Researchers are particularly focused on hereditary
cardiomyopathies, channelopathies, and other genetically determined diseases that
can remain asymptomatic for long periods. This paper analyzes current
understanding of the prevalence and structure of sudden cardiac death among
individuals aged 1 to 35 years, assessing the role of clinical and molecular genetic
testing of first-degree relatives. International registries, population-based studies,
recommendations from leading cardiology societies, and the potential for
introducing family screening into practical healthcare in the Republic of Uzbekistan
are reviewed. A comparative analysis of the age structure, causes of death, and
patterns of hereditary transmission of myocardial diseases and cardiac arrhythmias
is provided. Special attention is paid to algorithms for examining families after
registration of a case of sudden cardiac death, including electrocardiographic
methods, cardiac imaging, and modern DNA sequencing technologies. The
presented data demonstrate that a comprehensive interdisciplinary approach can
significantly increase the detection of individuals at high risk of life-threatening
arrhythmias and create conditions for timely preventive measures.

Keywords

sudden cardiac death; young patients; prevalence; hereditary
cardiomyopathies; channelopathies; family screening; genetic testing; First-degree
relatives; risk stratification; prevention of cardiac death.

BBEOEHWVE

Buesannast ceppmeunas cMepth (BCC) ocraercss ommom m3  Hawmbollee
aKTyaJIbHBIX IIpo0JIeM COBpeMeHHOW KapAMOJIOIUM, KIMHWYeCKOV TeHeTUKN U
cyneOHO-MeIMIMHCKOV HIpakTuku. Hambosblllee BHMMaHMe —cCHeIVaIVICTOB
IIPUBJIeKAIOT CjIy4ay JIeTaJIbHOIO MCXOHa Cpeny AeTel, MOOPOCTKOB ¥ MOJIOABIX
B3pOCJIBIX B Bo3pacTe OT 1 110 35 j1eT, MOCKOJIbKY I'10esIb MaleHTOB IIPOVICXOANUT Ha
doHe BBICOKOV COLIMAJIBHOV aKTMBHOCTM, OTCYTCTBYSI BbIpaK€HHBIX XPOHMYECKIX
3a0o0sieBaHMII ¥ 3a4acTylo IIOJIHOrO CyObekTMBHOro Onaromonyums. Kaxmoe
rogoOHoe coObITHIE COIIPOBOXIaeTcs TSDKeJIBIMM MeIUITMHCKMU,
HeMorpadmM4ecKMMi 1 COLMAIbHO-IICVIXOJIOIMUeCKIMM IIOCTIe[ICTBUSIMYL, a TakxKe
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CBUIETEJIBCTBYET O HeOOXOOMMOCTM COBEpPIIeHCTBOBaHMS paHHeN AMarHOCTUKNU
HacJIe[ICTBeHHBIX 3a00JIeBaHU CepAeUHO-COCYAVCTON CUCTEMBL.

B Teuenme moceqHMUX OBYX AECATWIETUN B3IVISObLI Ha IIPUPOAY BHE3AIIHO
CepAEUYHOVI CMePTH CYIIEeCTBEeHHO M3MEeHWINCh. Ecim paHee OCHOBHOV HPUYMHOW
CUMTAJIVICh VICKIIIOUMTETbHO BbIpaKeHHbIE CTPYKTYPHBIE M3MEHEeHVST MUOKap/a, TO
COBpeMeHHbIe MOJIEKYJIIPHO-TeHEeTYeCKYe VMCCIIeIOBaHVs ITO3BOIVII YCTaHOBUTD
3HAYMTEJIbHYIO poJib HaCJIeJICTBEHHBIX apUTMOTE€HHBIX 3a00s1eBaHML,
BO3HMKAIOIIMX BCJIEACTBME IIAaTOJIOTMYECKMX BapMaHTOB I'€HOB, PEryIvpyrOmIX
COKpaTUTeIbHYI0 (PYHKIOMIO MMOKapAa, WOHHBIe KaHaJIbl KapOVMOMMOLIUTOB,
HPOIIeCChl  KIIETOYHOW aAre3wi ¥ BHYTPUKIIETOYHYIO IIepelady CUTHAJIOB.
brraropapss  pasBuTMiO  BBICOKOIIPOWM3BOOWUTEJIBHOTO  CEeKBEHMPOBaHWUS — CTaJIo
BO3MOXXHBIM OOHapy>XKeHVe Hacjle[JCTBeHHBIX CHHIPOMOB Aae IpU OTCYyTCTBUM
BbIpa)KeHHBIX MOPOJIOTMYEeCcKIX M3MEeHEeHUNI Ceplia.

DnugeMnosiorndeckas OleHKa pacIpOCTPaHeHHOCTV BHE3aITHOV CepaevYHON
CMEPTM Cpeaut MOJIOOBIX JIUL IIPedCTaBJIsieT OIlpeejieHHble TPYIHOCTU.
HanyonasibHbBIe perucTphl pasHBIX CTPaH VCIHOJIb3YIOT HeOOVHAKOBble KPUTePUN
BKJIFOUEHMSI (CJIy4YaeB, BO3pacTHbIE OrpPaHMYEHVS, METOHbl IIOATBEP KIEHVI
AMarHo3a ¥ aJIrOPUTMBI CyaeOHO-MeOMIIMHCKON 3KCIepTu3bl. B pesyibrate
onyOiIMKOBaHHBIe  IIOKasaTeIM  CyILIecTBeHHO  pasinuarorcd.  Hawbortee
JIOCTOBEpPHBIe VCcCIeqoBaHV JeMOHCTPUPYIOT, uTo exerogHasa yacrora BCC cpenn
JIML, MOJIOAOIO BO3pacTa 3HAYMTEIIbHO YCTyHaeT aHaJIOTMYHBIM ITOKa3aTeJIssM
CTapIIMX BO3PACTHBIX KaTeropmvi, OIHAKO IIOTEPs IOTEHIIMAJIbHBIX JIeT XXVM3HU
OKasbIBaeTcs HecomsMepuMo Bbire. ViMenHo mostomy Bcemupnas opranwsanisa
3gpaBooxpaHeHusi, Epporierickoe o00IIecTBO KapamoJIoroB u AMepuKaHCKas
KapAyoJIormdeckasl accollyalys paccMaTpUBaOT IPOMWIAKTVIKY BHe3aITHOW
CepaevyHoOV CMepTM Yy MOJIOABIX TAIMEeHTOB KaK OOHO W3 IIPUMOPUTETHBIX
HaITpaBJIEHUVI COBPEMEHHOV MeAVIIVIHEI.

BospacTtHasg cTpyKTypa Hprd4MH JIeTaJIbHOTO MCXOda HeoqHOpoaHa. Y JeTen
PpaHHEero Bo3pacTa 3HAaUMTEIPHYO JI0JII0 COCTABIISIOT BpOXKIEeHHbBIE ITIOPOKIM Ceplia,
HacJIe[ICTBeHHble HapyIlleHWsl CepAeYHOro puUTMa U OTIeIbHble MeTabosIJdecKie
3abosleBaHMsl. B mHOOpocTKOBOM Ilepuope BO3pacTaeT paclpOCTpaHEeHHOCTb
IrUIepTpodPUIecKOV KapaMOMIONIIaT, apUTMOTI€HHOV KapAYOMMOIIaTUN IIPaBOro
KeJyJlouKa, cuHapoma ymimHeHHoro wuHtepBasta QT, cumpgpoma bpyrapma m
KaTexoJlJaMVHepIIecKoy IOJIMMOPGHOM >KelIyJdouKoBom Taxukapauu. Cpenu
MOJIOOBIX  B3POCJIBIX IIOCTEIIEHHO YBEJIMYMBAETCS BK/IAJA  BOCHAJIIUTEIBHBIX
3a0osieBaHMII MMOKap/ia, AVWIaTallIOHHOV KapAVOMMONATUN U OTAeIBHBIX (POopM
HpPEeXIEeBPeMEHHOI0 aTePOCKIIEPOTUYECKOI0 II0OPaXKeH s KOPOHAPHBIX apTePUIL.

OT,D;GJ'IBHI)IVI mHTepeC IIPpENCTaBieT I'PYIIlia IIalMEHTOB, Y KOTOPBIX IIOCIE
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KOMIUIEKCHOTO IIaTOJIOTOQHATOMUYECKOI'0 VICCIIeIOBAHMSI He YyHaaeTcsl BBISIBUTH
BbIpa)KeHHble CTPYKTYpHBble M3MeHeHMUs cepiua. IlogoOHble ciiydam moydmin
HasBaHMe «CUHAPOM BHE3aIlHOV apUTMMYeCKOm cMepTu». VIX BO3HMKHOBeHVe
yalle CBSI3BbIBAIOT C  HaCJIE[ICTBEHHBIMM KaHAJIONATMSAMM, OOYCI0OBJIEHHBIMU
myTauysamy reHoB SCNSA, KCNQ1, KCNH2, RYR2 n pana Opyrx MOJIeKyJISpHBIX
MapkepoB. IIpm orTcyrcTBMM  reHeTMuecKoro oOcienoBaHMs — IOHOOHBIe
3a00s1eBaHMS MOTYT JUIUTEIIbHOE BpeMsi OCTaBaThCsl HepacllO3HAHHBIMM, COXPaHSIA
BBICOKMI PVICK IIOBTOPHBIX TPAarvM4ecKyx COOBITHUI BHYTpU ofHOM ceMbi. Ocobyro
aKTyaJIbHOCTh IIpmoOpeTaeT o0OcCIeoBaHMe POACTBEHHUKOB IIEPBOVI CTeIleH!
poACTBa OrmnoOIIMX namyeHToB. Ponyrerny, geTy, poaHble OpaThs 1 CeCTPbL MMEIOT
Harboslee BBICOKYIO BepOSITHOCTb HacjIedOBaHMsS IATOJIOIMYECKMX BapuaHTOB
FeHOB, CBSI3aHHBIX C pa3sBUTHMEM KapAVMOMMOIIATU 1 HAC/IeICTBEHHBIX HAaPYIIEeHMI
cepAedHOro pwurMa. MexXayHapomHble VCCIIeqOBaHUA CBUIOETEeJILCTBYIOT, YTO
IpoBefieHVe KOMIUIEKCHOTO CeMeVHOTO OOC/IeZIoBaHMs II03BOJISIET BBIABUTH
KIVMHUYecKre b0 MOJIeKyJIIpHO-TeHeTnJYecKye IIpu3Haky 3abojieBaHUA Y
3HAUYMTEJIbHOM  YaCTM  POACTBEHHMKOB [aXe IIpM  IIOJIHOM  OTCYTCTBUM
cyOpekTMBHBIX Xa100. ITogoOHble pe3ysbTaThl M3MEHWIV KOHIIEIINIO OKa3aHWMs
IIOMOIIM CEeMbsIM II0CJIE€ PervcTpauun CjIydaeB BHE3AITHOV CepAeYHOV CMepTV,
CMeCTVB aKIeHT ¢ IIOCMEPTHOV AMAarHOCTVKM Ha IPOQIIaKTUYecKoe BbIABJIeHVIe
JIVLY TIOBBIIIIEHHOI'O prCKa.

CoBpeMeHHBIN CeMeVIHBIVI CKPVIHVHT oObenmHseT KIIMHMUYeCcKoe
oOciiefioBaHMe, PperucTpaluio 3JIeKTpoKapAMorpaMMbl B IIOKOe, CyTOYHOe
MOHUTOPUPOBaHVIE OKT, axokapauorpadmio, MarHUTHO-Pe30HaHCHYIO
ToMorpaduio cepilia, Harpy3ouHble TecThbl, JlabopaTOpHBle UcCCiIeOBaHUA U
MOJIEKYJIIPHO-TeHeTUYecKoe  TecTupoBaHue. KoMIUleKkcHOe — 1CIIOJIb30BaHe
epeYNCIeHHbIX ~ METOHOOB  3HAUYUTEJIbHO  yBeIMYMBaeT  OMAarHOCTUYECKYIO
3 PeKTMBHOCTP MO CpaBHEHMIO C IpPUMeHeHMeM KaXIOIro VICCIIeOBaHs
otaerbHO. OcoOeHHO IIeHHBIM CTAaHOBUTCS coueTaHVe (DEHOTUIINYIECKON OLIEHKI C
aHaJIM30M HaCJIe[ACTBEHHBIX BapMaHTOB T€HOB, IIO3BOJISIOIIVIM OIPEIeInThb
BEpPOSITHOCTh IIPOrpeccupoBaHMsl 3a0o0jIeBaHMSI ¥ BbIOpaTh VHAOVBULYaIBHYIO
cTpaTermio HaOmomeHMs. Pa3BuTie TeHOMHBIX TEXHOJIOTMUII CYIIeCTBEHHO
VISMEHIWIO  BO3MOXHOCTM  IIpodwIakTudeckoy Kapmauonoruu. IlamensHoe
CeKBEHVPOBaHMe T'e€HOB, IOITHOOK30MHBIVI aHaJIM3 VI METOAbl HOBOI'O ITOKOJIEHWIS
II03BOJIAIOT MIEeHTUUIVPOBaTh Hacle[CTBeHHbIe BapVaHTHI ellle A0 IIOSBJIeHVs
IIepBBIX KIVMHNYECKMX IIposiBjleHui1 3a0oseBaHus. lloiydyeHHBIEe pe3ysIbTaThl
CTaQHOBATCSI OCHOBaHVEM ISl paHHero OMCIIaHCepHOTO HaOIIoeH s, OTpaHYeH s
Ype3sMepHbIX dpusrraeckmx Harpysok, CBOEBPEMEHHOTO HasHavYeHWsI
MeIVKaMeHTO3HOV Teparuy, MMIUIQHTAllUM KapanoBepTepoB-1edudpuIaTOpoB
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¥ KOHCYJIbTMPOBaHMSI WIEHOB CeMbl IIO BOIIpOcaM Hac/IeICTBEHHOIO pHCKa.
[IpakTrdeckmii WMHTepeC IIpeACTaB/IsieT BHEOpPeHMe IIOJOOHBIX IIporpaMM B
cucteMy 3apaBooxpaHeHmsi PecryOrmkm Y3OekmcraH. 3a mocienHue Troibl B
CTpaHe 10CJIelOBaTeIbHO pacIImpsIoTCs BO3MOXXHOCTU OKa3aHMs
BBICOKOTEXHOJIOTMYHOV  KapAMOJIOTMYeCKO  IIOMOIIM,  pa3BuUBaeTcs  CeTb
CHelVaJIN3VIPOBAaHHBIX 1I€HTPOB, COBEPIIEHCTBYIOTCSI MeTOAbl (PYHKIIMOHAIBHO
AVATHOCTUKYM ¥ MEOMIIMHCKOV T'eHeTMKM. BMecTe ¢ TeM enyHble HaIIOHAJIbHBIE
PervicTphl BHE3aITHOV CepAeYHON CMePTI Cpey MOJIOABIX JINI] IT0Ka HaxXOAATCS Ha
crany  POPMUPOBaHMS, UYTO OrpaHMYMBaeT IIOJIydyeHMre [OCTOBEPHO
3MAEMIMOJIOITYECKO mnHpOopMarVM " OCJIOXKHSET pa3paboTKy
NpodIIaKTUIeCKMX IIPOrPaMM.

CpaBHeHMEe OTEeYeCTBEHHOIO OIBITa C MEXIyHAapOOHOW  IIPaKTUKO
CBUIETEIIBCTBYET, UTO 3(PeKTMBHOEe CHIDKEHVE CMEpPTHOCTV HEeBO3MOXHO 0e3
MEeXIVICIIUIUIVIHAPHOT O B3aVIMOJIETICTBVIA KapoJIOroB, TeHEeTMKOB,
[1aTOJIOTOAHATOMOB,  CYHeOHO-MeOVIMHCKMX  3KCIIEPTOB ¥ CIEIMaJIVICTOB
IIepBUYHOTO 3BeHa 3apaBooxpaHeHMs. CosgaHme eOMHBIX HOVMATHOCTMYECKMX
QITOPUTMOB,  CTaHAApTM3aIMsd  IIOCMEPTHOrO  OOC/IeoBaHMS,  pas3BUTHE
MOJIEKYJISIPHOM ayTOIICUM 171 pacupeHve IIporpamMm CEMEVTHOTO
KOHCYJIBTUPOBAaHMS ~ CIIOCOOHBI ~ 3HAYMTEIBHO  IIOBBICUTBH  BBISIBIISIEMOCTH
HaCJIeICTBeHHBIX 3a0osieBaHMII cepAlla ¥ YMEHBIINTh PUCK ITOBTOPHBIX CITydYaeB
BHEe3aITHOV CepAeYHOV CMePTVI Cpeay OIVDKamIIIX pOACTBEHHIIKOB.

Iens  mccaegoBaHMA — 3aKIlOYaslacb B KOMIUIEKCHOM  aHaJIM3e
PacIIpoCTpaHEHHOCTVI ¥ CTPYKTYypbl BHE3AITHOW CEePHedHON CMepTu Cpean
HacejleHUsl B Bo3pacTe 1-35 JjleT, M3yueHUM KIMHUYECKMX W TeHeTUIecKMX
dakTOpOB pUCKa y POIACTBEHHMKOB IIEpBOVI CTelleHVM POACTBA ITOTMOIIVX
MAIIeHTOB, a TaKXe OIleHKe COBPEMEHHBIX BO3MOXXHOCTEVI PaHHETO BBISBJIEHVIS
HacJle[ICTBEeHHBIX 3a0o0s1eBaHUM CeplIedyHO-COCYIMUCTOM CUICTEMBI "
COBEpIIIeHCTBOBAHVIA NpoWIaKTUIeCKMX  MEpOIpMsTMII  Ha OCHOBe
MeXIIyHapOJHOTO OIIbITa ¥ IepCHeKTUB pPa3BUTMUSA CUCTEMBI 34paBOOXpaHeHMs
PecriyGimikm Y36exncTaH.

METOOOJIOTVS MCCIIEJOBAHWMS

VccnnenoBaHme BBIIIOJIHEHO B popMaTe aHJIMTUUIECKOro 0030pa COBpeMeHHOM
Hay4HOV JIUTepaTyphl C MCIIOJIb30BaHEM IPUHIIUIIOB J0Ka3aTeJIbHOV MeIVIIVHbI
M  CpaBHUTEJIBHOIO  aHaIM3a  OMNYOJIMKOBAaHHBIX  SIMIAEMMOJIOITYECKIX,
KIMHUYECKMX ¥ MOJIeKYJIIpHO-TeHeTndecKnx ucciienosanmit. [louck nHayuHOM
nHpOpMaMML HOPOBOOWICS B MeXIyHapogHBIX Oubimorpadpuueckmx 0Oasax
PubMed, Scopus, Web of Science, Crossref, Google Scholar, SpringerLink,
ScienceDirect, Wiley Online Library, Taylor & Francis Online, Cochrane Library,
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a TakKKe B OTedeCTBeHHbIX WH@opMannoHHbIXx pecypcax eLIBRARY.RU,
CyberLeninka, oduimanbHeix MaTepuasiax MuHMcTepcTBa 3apaBOOXpaHeHMs
PecnyOommkn Y30ekmcraH, Lex.uz mn nyOnukamnmsx BcemupHOM opraHmsanmu
3 paBOOXpaHeHN.

B aHayim3 BKIOYaIMCh OpUTIMHaJIbHBIE VICC/IeOBaHWMsA, HalMIOHaJIbHbIe
perucTpel,  CuUcTeMaTudecKue  O030pbl,  MeTaaHaJIM3bl,  MeXIyHapoiHble
KIVHNYeCcKMe peKOMeHJalny, SKCIIepTHble KOHCEHCYChbl ¥ MHOIOLIeHTPOBbIe
HaOJsroflaTesIbHble  VMICCIeOBaHMs, OIlyOJIMKOBaHHbBlE IIPeVMYIIeCTBeHHO 3a
rocjlegHVe AecsTh JieT. [Ipuopwurer otmaBasica myOnmKammsamM, comep KalyM
CBelleHVsl O BHe3aIlHOVI CepAeYHOV CMepTV Ccpeln Jini, B Bo3pacTe ot 1 go 35 jer,
pe3yybTaTax CeMeVIHOTO KapAMOJIOTMYecKoro o0OciefqoBaHMs, MOJIeKYJIapHO-
reHeTYeCcKOoV AMarHOCTKe HacJleICTBeHHBIX KapIOMMOIaTUI 1 KaHaJIOIaTUA

KpurepyvsimMy BKIIIOYeHWS ABJISUIVICh HaJlMdyie IONTBEP KIEeHHOIO AVarHosa
BHE3aIIHOVI CepIedyHON CMepTH, OIMCaHMe KIMHWYEeCKUX XapaKTepUCTUK
IallVIeHTOB, CBeJIeHNs O pOACTBEHHMKAaX IIepPBOVI CTeIIeH POJICTBa, VCIIOIb30BaHe
COBpEeMEHHBIX WHCTPyMEeHTaJIbHBIX MeTOIOB oOcIeoBaHMsI W IIpOBelleHNe
MOJIEKYJISIPHO-TeHEeT4IecKoro aHamsa. PaboTel ¢ HemocTaTOYHOM JOKa3aTeIbHO
0as3ov1, HemoJIHBIMM KIMHWYECKMMM CBeJeHVSMU WIN OTCYTCTBMEM 3KCIIepTHOW
OLIeHKM VCKITIOYaJIVICh M3 JaJIbHEVIIIero pacCMOTPeHVIs.

ITpu 06paboTke IMTepaTypHBIX MCTOUHMKOB IIPUMEHSUIVICH METOIbl KOHTEHT-
aHa/Iv3a, CuUCcTeMaTu3alyy, CPaBHUTEIIBHOIO aHaIn3a, KPWUTUYECKOV OLIeHKN
HAy4YHBIX IIyONMMKalMiI ¥ KIMHUKO-3IMIEMMOJIOIMTYeCKOTO  COIIOCTaBJIeHMS
pe3yJIbTaTOB pasIM4HbIX WccleqoBaTelbckux rpymm. IlosyueHHble cBemeHMs
OOBeIMHSIINCh B TeMaTudeckue OJIOKM, OTpaXalolllie BO3PAcTHYIO CTPYKTYPY
BHE3aITHOVI CepAeYHOV cCMepTy, MOpdoIormyecKyie MPUYVIHEL JIETaJIbBHOTO MCXOLa,
pacIIpocTpaHeHHOCTh  HaCJIe[ICTBeHHBIX 3abojleBaHMI —cepflla, OCOOeHHOCTM
reHeTYecKOro KOHCYJIbTVPOBaHNS 1 COBpeMeHHbIe TTOAX0ObI K ITPpOodIIaKTHKe.

Ocoboe BHMMaHMe yaesIsyIoch MyOIMKaIVAM, OCBSIIEHHBIM MOJIEKYJIIPHOM
ayToIlCuUM, CeKBeHUpoBaHMIO Hosoro 1okoieHus (NGS), aHaimmsy reHoB
HaCJIe[ICTBeHHBIX KapAVOMMOIIaTUI ¥ KaHajJomaTul, a Takxke 3P @eKTUBHOCTU
KOMIUIEKCHOTO CEeMeVIHOTO CKPVMHWHIA II0CIe PerucTpanuy cjiydaeB BHE3aIlHOW
cepae4YHOV CMEepPTH.

PE3YJIbTATbI MCCIIEHOBAHMI

ITpoBemeHHBIVI aHaJIM3 COBPEMEHHOV JIMTepaTypbl CBUOETEJIbCTBYeT, YTO
BHe3aIllHasl cepjledyHas CMepTh Cpeay HacejleHMss B Bospacte 1-35 et
XapaKTepu3yeTcsl BbIPaKeHHOVI 3THOJIOTMYEeCKOV HeoqHOpoaHOCThio. CTpyKTypa
IIPUYMH CyIIeCTBeHHO M3MEeHsSeTCs 10 Mepe yBeJIMdeHWs Bo3pacTa IlaryeHra. B

IIeTCKOM  BO3pacTe IIpeoOsafalOT  BPOXIEHHBIE aHOMaJIMM  CepAlla U
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HacJle[ICTBeHHbIe HapyIIeHs 2JIeKTPUYecKol aKTMBHOCTY MMOKap/ia, Torjaa Kak y
MOJIOZIBIX B3POC/IBIX BO3pacTaeT BKJIAJ, KapAMOMMOIIATUI, BOCHAJIUTEIIbHBIX
3a00s1eBaHMI ceplia M OTAEIBHBIX (POPM MUIIIEMIYECKOT0 ITIOpaKeHsI MMOKap/ia.

CormocTasiieHrie pe3ysIbTaTOB MeXXIyHAapOOHBIX PEerucTpoOB IIOKa3bIBAeT, UTO
3HaumMTeIbHas YacTh cirydaeB BCC ocTaercs mepBbIM KIMHMYECKVIM IIPOSIBIIEHVIEM
3a0oreBaHMsl. Y MHOIMX IaIlMeHTOB OTCYTCTBOBAJIM JKajIoOBl, OrpaHMYeHMs
dpu3nyueckort aKTMBHOCTM IV YCTAaHOBJIEHHBIVI KapAMOJIOIMYecKUil AMarHo3 [0
MOMEHTa JIeTJIbHOTO coObITHs. IlomoOHasi 0coOeHHOCTh CyIeCTBEHHO CHIDKAeT
3pPeKTUBHOCTD TPAAUILIMOHHBIX IPOPWIAKTIYECKIX OCMOTPOB 1 TpebyeT Oolee
ITMPOKOTO BHEPEHMs IIporpaMM aKTMBHOTO BBISBJIEHVS HAcJIeCTBEHHBIX
CepIIedHO-COCYAMCTBIX 3a001eBaHMIL. VccnemoBaHmst IOCJIETHMX JIeT
JEMOHCTPUPYIOT  BBICOKYIO  PacIpPOCTPaHEHHOCTb  HACJIeACTBEHHBIX  (POpM
KapAVOMMOIIaTUI CPeay MOJIOABIX TormOImmx TanueHToB. Hamboree dacto
AVATHOCTUPYIOTCA — TumepTpodmdeckas  KapAMOMMOIATHS,  apUTMOTeHHas
KapAVOMMOIIaTHS, JvUIaTalioOHHas KapAMOMMOIIaTIS, a TaKXe
HeKIaccuduimpyemsle  (pOpMBI  HaCJIEACTBEHHOIO  IIOpaKeHMs  MMOKapra.
OmHOBpeMeHHO COXpaHSIeTCsl BBICOKAs [10JI1 KaHAJIOMIATUVL, COIIPOBOXKIIAIOIIVIXCS
OTCYTCTBVIEM BBIPaXXeHHBIX MOP(OIIOTMIecKIX M3MEeHEHUTI CePALIA M BBIABIISIEMBIX
IIPEVIMYIIIECTBEHHO IIPY MOJIEKYJIIPHO-TeHeTYecKoM wmcciIeqoBaHmm. OcoObli
VMHTEpeC IIPeICTaB/ISIOT pe3ysIbTaThl 00C/IeIoBaHMS POJCTBEHHMKOB IIEPBOV
CTeIleHM POICTBA. AHa/IM3 OIyOJIMKOBAaHHBIX VICCIIEAOBAHMI IIOKa3bIBaeT, YTO
KOMIUIEKCHOe KJIMHIYecKoe oOcilefloBaHMe TII03BOJISIET BBIABIISITH paHee He
IVarHOCTVPOBAaHHBIE HapYIIeHMs CepaeYHO-COCYIVICTON CVICTEMBI y
3HAUYMTEJIBHOV YacTV WIeHOB ceMbl. Ilociie BbINIOIIHEeHMS 37IeKTpoKapanorpadmm,
sxoKapauorpadmm,  XOJITEPOBCKOTO  MOHUTOPUPOBAHMS ¥  T'eHEeTUYecKOro
TECTPOBaHMS  HepeOKo  OOHAPYXMBAIOTCS  CYOKIMHWYECKMe  IIpU3HaKM
HacJle[ICTBEHHBIX 3abosieBaHNi, TpeOymole OajIbHeNIIero AgyMHaMU4ecKoro
HaOJIIOIe HISL.

Vcnornp30BaHVIe METOMIOB CEeKBEHMPOBaHMs HOBOI'O ITIOKOJIEHVS 3HAYMTEIBHO
YBEJIMYIWIIO AVArHOCTMYECKYI0 3P @deKTMBHOCTh MOJIEKYJISpHOV ayTtorcun. [Ipum
OTCYTCTBUV BBIPaXXEHHBIX MOPQOJIOIMYECKMX W3MeHEHWII cepAlla BbISBIIeHVIe
IIaTOreHHBbIX BapMaHTOB F'eHOB CIIOCOOCTBYeT YCTaHOBJIEHWIO BEPOSITHOV IIPUYVHBI
JIETAJIPHOTO VCXOJa ¥ OIIpefieIeHNI0 HacJIeJICTBEHHOIO puckKa IS CeMb.
[TomobHass wmHQoOpManms IproOpeTaeT BaXXHOe IIpaKTUUYeCKOoe 3HAYeHUe IIpu
pa3paboTKe MHAMBIIYJIbHBIX IIPOrpPaMM PO IIIaKTUKIAL.

[TpoBeneHHBIVT aHAIM3 TaKXe TTOATBEPK/IaeT, YTO 3P PEKTMBHOCTh CEMETHOTO
CKpVHMHIa BO3pacTaeT pu MEeXAVCIUIUIMHAPHOM B3aVIMOJIEVICTBU

KapanoJioros, CIIEnajIiricroB II0 MEIUIIMHCKOM TeHeTMKe, I1aTOJIOT0aHaTOMOB,
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CyHeOHO-MeIMIIMHCKIMX 3KCIIePTOB ¥ Bpaueil (PYHKIIMOHAJIBHOM IMArHOCTVKA.
CoBMmecTHas VIHTepHpeTaLs KITMHYECKMX, VIHCTPYMeHTaJIbHBIX "
MOJIEKYJISPHBIX JaHHBIX oOecrieunBaeT Oojlee TOUHYIO CTpaTMUKALIMIO PUCKa U
CIIOCOOCTBYeT CBOEBPEMEHHOMY BBISBIIEHVIO IIaIlMMeHTOB, HYXXJAIOIIMXCS B
npodwiakTdecknx Meponpusatiax. CpaBHeHMe MeXIyHapOOHOIO OIbITa C
COBpeMEHHBIM COCTOSIHMEM CHeMaM3MpoBaHHOM 1momomy B Pecrmybrmke
Y30ekncraH cBUAETEILCTBYeT O HaJIMUMM 3HAUYMUTEIIBHOIO IIOTeHIMala I
COBEpPIIEHCTBOBaHMS CHUCTeMbl NPOMWIAKTMKYM BHE3aITHOV CEepHAeYHOV CMEpPTH.
dDopMupoBaHMe HaOVOHAJIBHOIO pPerucrpa, craHgapTusanus —ajJIrOpUTMOB
CyZeOHO-MeIMILIMHCKOTO VCCIIefIoBaHMs, BHeIpeHle MOJIEKYJIIPHOM ayTOICUU U
paciIMpeniie BO3MOXXHOCTEVI TI'eHeTHYeCKOro KOHCYJIBTMPOBAHMS  CIIOCOOHBI
CYILIECTBEHHO IIOBBICUTH KaueCTBO AMArHOCTUKM HaCJIeICTBEHHBIX 3a00sieBaHM
cepIilia cpeay MOJIOABIX MAllVIEHTOB V1 WIEHOB VX CeMeTl.

OBCYXXIOEHWUE

ITosryueHHBIe pe3ysIbTaThl IIOATBEPKIAIOT, UTO BHe3allHasl cepAedHasl CMepTh
cpenu HacesleHUs B Bo3pacTe 1-35 jieT mpepncrasiisieT cobOV HEOTHOPOIHYIO
TPYHIly IIaTOJIOTMYECKMX COCTOSIHW, OOBeOMHEHHBIX OOIMM KIMHUIEeCKUM
VICXOIIOM, HO CYIIeCTBeHHO pa3IM4amollnxcsd II0 MexaHu3MaM pPa3BUTHS,
MOPQOIIOTMIEeCKVIM IIPOSIBIIEHNSIM VI HacJIe[ICTBEHHOV OOYyCIJIOBJIEHHOCTM. AHAIN3
COBpeMeHHO JIMTepaTypbl CBUJIETeJIbCTBYET, YTO YHUBEPCaIbHOTO
IIaTOreHeTNYeCKOr0 MeXaHV3Ma, OOMHAKOBO o0bsicHsromlero sce arydan BCC, He
cymectsyeT. JleTasibHbII WMcxon OPMUpPYeTCss BCIIEACTBUE B3aMMOEeVICTBUSA
reHeTHMYecKX OCOOeHHOCTel OpraHm3Ma, CTPYKTYpPHBIX M3MeHeHWUI MMoKapia,
3JIEKTPUIeCKOV HeCTaOVIIPHOCTYI Cepilia M BHEITHVX IIPOBOLIMPYIONINX (PaKTOPOB.
[TomobHast MHOrodaKTOPHOCTb OOBSICHSET CJIIOKHOCTV PaHHEN IMAarHOCTUKU U
CpaBHUTEJIbBHO HU3KYI0 3@ddeKTVMBHOCTb TPaAUIIMOHHBIX IPOdIIaKTUUecKIX
IIporpaMM, OPVIEHTMPOBAaHHBIX IIPeVMYIIeCTBeHHO Ha  BBIABJICHME  yXKe
cpopMmpoBaBILIeNics KapaaIbHOV I1aTOJIOT VA

MexpayHapogHble — WCCIIeIOBaHWMA — IIOCJIEOHMX  JIeT  JIeMOHCTPUPYIOT
IIOCTeIIeHHOe W3MeHeHWe IIpe[ICTaBIeHNII O CTPYKType BHe3allHOW CepledHON
CMepTH B MOJIOZIOM Bo3pacTe. Eciti paree GOIBIIMHCTBO ITyOIMKaImi CBSI3bIBaIN
pasBuTvie aTajlbHBIX apUTMUI HPEVMYIIeCTBeHHO C IMIIepTpodmyecKo
KapAyoMuoIlaTiier, TO COBpeMeHHble HallViOHaJIbHble PervcTpbl yKasblBalOT Ha
3HauMTeJIbHO OoJlee MIMPOKMI crekTp 3abonesaHuit. CyllecTBeHHYIO OO
HauMHAIOT 3aHMMaTb apUTMOIeHHas KapAMOMMOIIATUs, Hacle[CTBeHHbIe
KaHaJIoaTuUY, MMOKapAUThI, BPOXIEHHble aHOMaJIMM KOPOHApPHBIX apTepuii,
reHeTHYecKy OOyCJIOBJIeHHBle HapyIlleHMs COeIVHUTeIbHOV TKaHU W perKye
HacJle[IcCTBeHHble cHApoMBL. I1logo0Hoe paciipeHe 3T1OIOITYecKOV CTPYKTYPbl
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BO MHOI'OM CBSI3aHO He CTOJIBKO C PeayIbHBIM YBeJIMYeHVEM PacIpOCTPaHEHHOCTH
OTHEJIBHBIX 3a00JIeBaHMI, CKOJIBKO C COBEPIIIEHCTBOBAHVEM METO/IOB AMAarHOCTUKY,
pas3BUTHIEM MOJIEKYJISIPHOV ayTOIICUM W IIMPOKUM BHeIpeHVeM CeKBEeHMPOBAHMS
HOBOTO ITOKOsleHmsl. OcoObIi MHTEpec BBI3BIBAE€T BO3pacTHasl TpaHCoOpMarms
IIPVYVH BHE3AITHOV CEP/IeYHOV CMePTH. Y JieTert paHHero Bo3pacta 3HaUMTeIbHYIO
POJIb UI'PAIOT BPOXKIIEHHBIe IIOPOKM Ceprlla, TsKeJlble HapyIeHUs IIPOBOISIIEN
CUCTeMBbI U HacJIeZICTBeHHbIe MeTaboueckme 3aboeBanms. 11o Mepe B3pociieHms
ITIOCTEIIeHHO yBeJIMYMBAETCS  PacCIPOCTPAaHEHHOCTb  TMIIEPTPOPUIECKON
KapOIVOMMOIIATUY ¥ HaCIeICTBEHHBIX HAPYIIEHWMI JIeKTPUYECKOV aKTMBHOCTU
Muokapraa. Cpeny MOJIOBIX B3POCIIBIX BO3pacTaeT YacTOTa BOCIHAJIMTETbHBIX
IIOpaXeHNV Cepiilia, IWIaTallIOHHOV KapAMOMMOIIATUN Y OTHAeIbHBIX BapVAaHTOB
IIPEXIIeBPEMEHHOTO aTePOCKIIEPOTINYECKOTO ITOpPaXKeHMsI KOPOHAPHBIX COCYIIOB.
[TomoOHoe pacriperesieHVe OTpaXkaeT CJIOKHBIV ITPOIECC BO3PACTHOV peav3arium
TeHEeTMYeCKOV ITIPeIpPacIIOIOKEHHOCTY, HPU KOTOPOM MHOTME HacCJIeIICTBEHHBIE
3aboJreBaHMSI HAYMHAIOT KJIVHWYECKV IIPOSIBIISTHCS JIMIIB I10CI€ 3aBepIIIeHVs
CTPYKTYPHOrO (popMUpPOBaHMS CEpAEIHO-COCYAVICTOV CYICTEMBI.

3HaunTeIIbHAS YaCTh VCCIIeoBaTes el YKa3blBaeT Ha BBICOKYIO IOJIIO CIIydaes,
PV KOTOPBIX CTaHIapPTHOE IIaTOJIOT0aHATOMMYECKOe MCCIIelOBaHVie He TT03BOJISIeT
BBISIBUTH MOpPOIIormyecknii cyocrpar 3abosieBaHms. VIMEHHO 3Ta KaTeropus
IalVeHTOB HpuBJIeKiIa o0coboe BHMMaHME CIEIMAIVCTOB IO MEeIUIIVHCKON
reHeTuKe. VIcrionp30BaHMe MOJIEKYIIIPHOV ayTOIICUM ITO3BOJIWIIO YCTAHOBUTH, UTO
OTCYTCTBVE BBIPQKEHHBIX CTPYKTYPHBIX M3MEHEHWW cepilla [Iajleko He Bcerzia
CBUJIETeIbCTBYeT 00 orcyTcTBum 3aboseBaHms. Bo MHOrmx HaOIomeHmsIxX
IIPUYMHOV CMEPTY CTAaHOBSITCS HaC/Ie[ICTBEHHbIe HapyIleHNs (PyHKIIMOHPOBAHIS
MOHHBIX KaHAJIOB KapIVOMMOIINTOB, COITPOBOXX/IAIOIIMECS VCKITIOUUTETHBHO
IIEKTPIUIECKO HeCTaOVIIBHOCTHIO MMoKapa Oe3 dopmumpoBaHIS
MaKpPOCKOITMYECKM 3aMeTHBIX [aTOJIOTMYECKMX M3MEeHEeHM.

[TosryueHHBIe  pe3ysIbTaTBl ~ XOPOIIO  COIVIACYIOTCSI C  COBPEMeHHBIMU
pexkomMeHaanmsiMu  EBponierickoro oOriecTBa KapAMOJIOroB, COIIACHO KOTOPBIM
KOMIUIEKCHOe ~ 00OcCilefioBaHMe PpOJICTBEHHUKOB IIEPBOV  CTEIleHM  POJICTBA
paccMaTpvBaeTcss KakK oOO0s3aTeIbHBINI KOMIIOHEHT OKas3aHMS ITOMOIIM IIOCITe
perucTpanuy  Crydasi BHe3aIHOV cepraedyHom cMepTu. [logoOHBI —1107X0n
NPVHIMIINAIBHO — OTJIMYAeTCs OT  TPAAMIIMOHHOV  MOJENIV  IMarHOCTUKW,
OPMEHTUPOBAHHOM MCKITIOYMTEIIFHO Ha CaMOro mallMeHTa. B IieHTpe BHUMaHMS
OKa3bIBaeTCsl BCS CEeMbsl, ITOCKOJIBKY BEPOSITHOCTH BBISBIIEHWSI HaCJIe[CTBEHHON
IIaTOJIOTMI  3HAYWMTEJIbHO IIPeBbIIIaeT aHAJIOTMYHble IIOKasaTeyM  oOIen
TTOTIYJISILIVIVA.

CpaBHeHME PasIMYHBIX MEXIYHApPOIHBIX VCCIIENOBAHMI ITOKa3bIBA€T, YTO
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anarHocTrdeckast 3 dPeKTMBHOCTD CEMETHOIO 00C/IeTIOBaHMS 3aBVICUT OT TTOJTHOTBI
IIpUIMeHseMOro ajiropuTtMa. Vicrosb3oBaHMe TOJIBKO —3JIeKTpoKapauorpadpmmn
II03BOJISIeT BBISIBUTH JIUIIb YacTh HACJIeACTBEHHBIX 3abosieBaHuil. lobOaBiieHue
sxoKapauorpadpmn yseauduBaeT AOMarHOCTMYecKVe BO3MOXHOCTM 3a CYeT
oOHapyXeHMs CTPYKTYPHBIX M3MeHeHUI MuoKapaa. IIpoBeneHne xoinrepoBCcKOro
MOHWUTOPVIPOBaHMSA CIIOCOOCTBYET perucTpaniy IPexXonsIX HapyIeHnil puUTMa,
TOTZJa KaK Harpy3ouHble TeCTbl IIO3BOJISIIOT BBISIBIIATH CKPBITBIe (POPMBI
IIEKTPUUecKor HecTaOvIpHOCTH. MakcuMaibHas MHPOPMATUBHOCTD JOCTUTAETCS
Opy  COYeTAaHUM  MHCTPYMEHTAJIbHBIX  WCCIEOOBaHMII  C  MOJIEKYJISIPHO-
reHeTMYeCKVM aHaIM30M.

Tabnauma 1 - CoBpeMeHHBIe MeTOObl 00cCIemOBaHMs POACTBEHHWUKOB
IepBOV CTEIEeHM POJACTBa IIOCJI€ permMcTpanmm cjaydasi BHE3aIlHOM CepaevYHOMn

cMepTH

Merton uccienoBaHMA OcnoBHaszs nauarHocTudeckas | IlpakTideckas 3HaYMMOCTH
1esb

DreKkTpoKapauorpadws Brrasnenne HapymeHuri | IlepBuuHbi CeMeVIHbIV
IIPOBOAVIMOCTV VI | CKPVIHVIHT
penosgpusanumn

CyTtounoe Perucrpars cKpbIThIX | OmpenerieHne  3JIeKTPUYECKOV

MoHuTOpupoBaHue DKI' apuUTMUI HeCTaOVIIbHOCTH

Oxokapauorpadus Ornenka cTpyKTypbl 11 pyHKIMM | [IMarHocTVKa KapayoMyoIaTi
cepaua

MPT cepara HeTtanusanms M3MeHeHu | BelsaBieHme pubposa u
MMOKapza apUTMOIeHHOW

KapAVIOMVOIIATN

HarpysouHsle TecTsl ITpoBokanyisa cKpbITBIX | CTpaTtndmkaiys prcka
HapyLIeHUN puUTMa

I'enetnyeckoe ITonick maToreHHbIX BapuaHTOB | [logTBepXaeHVe

TecTUpOBaHVe reHOB HacJIeJICTBeHHOTO xapakrepa

3a0os1eBaHIA
TI'eHeTmueckoe OrneHKa ceMerTHOro pricKa VinpusuayanbHas
KOHCYJIbTUPOBaHVIe npodwiIakTdecKas CTpaTervis

OrtnenrbHOTrO BHMMaHWMA 3aCiTy XKBaeT mpo0JsieMa MHTepIIpeTaIIN pe3yJIbTaToB
MOJIEKYJIIPHO-TE€HETMYECKOI'O VICCIIeTOBaHMA. PasBurne TeXHOJIOTUM
BBICOKOITPOM3BOAUTEILHOTO CeKBEHVPOBaHMSI 3HAUUTEJIbHO YBEJIMYWIIO
KOJITYeCTBO OOHapy>XXMBaeMbIX TIeHeTUYeCcKMX BapMaHTOB, OAHAKO HajleKo He
KaXIbIV1 BBISIBJIEHHBIVI BapuaHT oOsylamaer KIMHMYECKON 3HAYMMOCTBIO. VIMeHHO
IO3TOMY COBpeMeHHasi KapauoreHeTuKa IIOCTEIIEHHO IIEPeXOAUT OT IPOCTOro
IIOVCKa MyTaluuil K KOMIUIEKCHOW OLeHKe TIeHOTUIIa, (peHOTUIMYIecKIX
OpOSIBJIEHUVI, CEMEVHOTO aHaMHe3a W  pPe3yJIbTaTOB WMHCTPYMEHTaIbHOIO
obcieqoBaHusd. IlogoOHast wmHTerpauys IO3BOJISeT CYIeCTBEHHO YMEHBIINTD

42




U SA @ AMERICAN JOURNAL OF APPLIED MEDICAL SCIENCE
ISSN: 2996-5101 (online) | ResearchBib (IF) = 10.81 IMPACT FACTOR

scinmric ounnas Rt Volume-4| Issue-7| 2025 Published: |30-07-2026 |

BEpPOSITHOCTH OIIMOOYHOV MHTepIIpeTalum JJabopaTOpHBIX JaHHBIX.

CormiocraBieHuie  pe3ysIbTaTOB  €BPOIEVICKMX, CeBepOaMepPUKaHCKUX U
a3mMaTCKMX VICCIIeIOBaHVN JAEeMOHCTpUpPYyeT HaJI4ve oHpeneIeHHbIX
reorpadm4ecKmnx ocobeHHOCTe! pacpoCcTpaHeHHOCTU OTHEeJIbHBIX
HACJIeZICTBEHHBbIX  3a0osieBaHuiI  cepaula. Pasmmumsa  MoryT — oObsICHSTBCH
STHUYECKVIMI OCOOEHHOCTSAMM MOIyJIsaumii, 3ddeKToM OcHOBaTesls, pas3IvMdHON
Y4acTOTOV OTHEIbHBIX ITAaTOT€HHBIX BapMAaHTOB I'€HOB, a TakKXe HeOOVMHaKOBBIMN
rnogxogamMu K (OpMMPOBaHMIO HalMOHAJIBHBIX perucrtpoB. HecMoTpsa Ha
CYLIeCTBYIOIIMe  pa3Inumsl, oOIliasi TeHOeHIMsI OcTaeTcs  HeM3MeHHO:
HacJIeZICTBEHHAsSI IIaTOJIOIMs 3aHMMaeT OIHO W3 BeOyIIMX MeCT Cpeay HPpUYVH
BHE3aITHOVI CepIIeYHOV CMepTM MOJIOABIX HamueHToB. I[IpakTmueckmim mHTepec
HIpeICTaBIIsieT BO3MOXKHOCTh SKCTPAIIOJISIIUV MEXIYHapPOJHOIO OIIbITa Ha CUCTEMY
3gpaBooxpaHeHmss PecniyOimkm  Y30ekwmcran. PassurTie crienmaam3yipoOBaHHON
KapayoJIOrM4YecKom TIOMOIIIY, BHeIpeHVe COBpPEMEHHBIX MeTOI0B
dpyHKIMOHAIBHOM OMarHOCTVMKM WM pacliipeHre J1abopaTOPHBIX BO3MOXXHOCTe
CO3MafoT  OmarompmsTHBIE YCIOBMS I (POPMMPOBaHMSA — HALVMOHAIBHON
IporpamMMbl IPOMWIAKTUKM BHe3alHoOW cepaedHon cMepTu. OmHOBpeMeHHO
COXPaHSIIOTCS OIpeneleHHble OpraHM3alMOHHbBIE TPYOHOCTM, CBSI3aHHBIE C
OIrpaHMYEHHOVI  JOCTYIIHOCTBIO  MOJIEKYJIIPHO-TEHETMYEeCKOro  TeCTUPOBaHVIs,
OTCYTCTBMEM eOuHoro perucrtpa coiaydaeB BCC cpenm Momomplx Jvn U
HeZIOCTaTOYHOV MHTerpanuen Cyae0HO-MeIUIIMHCKOM CIIyXKObI ¢ yUupeXaeHVsIMI
MIPaKTUYIeCKOro 3IpaBOOXpaHeHMs. AHaM3 OIyOJIMKOBAaHHBIX PalOT II03BOJIIET
HPEIIIONIOXKNUTh, YTO CO3daHVe HaIVOHAJIbHOIO PErucTpa BHE3aIIHOW CepaedyHON
CMepTM  CyIIecTBeHHO IOBBICWIO OBl  KayecTBO  SHMAEMMOJIOTYecKOro
MoHUTOpuHra. Hammdame yuudwmimposanHom 0a3bl JaHHBIX ITO3BOINIO OBl
OOBEKTVBHO OILIEHUTHh BO3PACTHYIO CTPYKTYpPy JIETAIBHBIX VICXOMOB, OIIpeHeInTb
Haynbojlee PpacIIpocTpaHeHHBIe Hacjle[ICTBeHHble 3abosleBaHUs, Ppa3paboTaTb
perMoHasIbHble  IIpOrpaMMbl  OPOPWIAKTUKM U cpopMUpoBaTh  eOVHBIE
KJIVMHWYEeCKVe peKOMeHOAlMM I MEeOUIIVMHCKUX OpraHm3alui pasInuHbIX
YPpOBHEL.

CeppesHom  mpobrsieMort  OCTaeTcsl  HeOOCTaTOYHAsl  OCBEIOMJIEHHOCTH
HaceJIeHVsI O HacCJIe[ICTBEHHOM XapaKTepe MHOrmx 3aboseBaHuit ceppia. Ilocsie
TparMyeckoro cjiaydas [ajJleKo He Bce POACTBEHHMKM oOOpalljaloTcs  3a
cHelVaIN3poOBaHHBIM 0OC/Ie[IoBaHMeM, XOTd VIMEHHO B IlepBble MecCHAIlbl II0CjIe
perucrpanmyu BCC mposeneHne KOMIUIEKCHOIO CeMEVHOTO CKPMHMHTIa o0siaziaer
HaMOOJIbIIIeN AMarHOCTIYeCcKOM IleHHOCThIO. [loBrieHne MHAOPMUPOBAaHHOCTHU
Bpauerl IepBMYHOIO 3B€HAa, pPasBUTHE TIE€HETNYECKOro KOHCYJIbTVPOBaHWMSA WU
COBepIIIeHCTBOBaHME MapIIpyTU3aluy HalMeHTOB CIIOCOOHBI  3HA4YMTEeIbHO
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YBEJIMYUTL  BBISB/ISIEMOCTh JIMIL C BBICOKMM PUCKOM >KM3HEYTPOXKAIOIIMX
HapylleHUn cepgedHoro pmurMa. OTaesbHOro OOCYXIOeHMs 3acIyXuBaeT poOJIb
VICKYCCTBEHHOI'O MHTe/UIeKTa W IMUQPOBBIX TEXHOJIOTUII B  IMAarHOCTUKe
HacJIe[ICTBeHHBIX 3abosieBaHuit cepaia. CoBpeMeHHBle aJITOPUTMBI MAIMHHOIO
oOyueHNsI Ha4YMHAIOT WCIOJIb30BaTbCS IIPU aHaIM3e 3JIeKTpOKapauorpaMm,
M300paKeHNiI MarHUTHO-PE30HAHCHOM ToMorpadum, 3XoKapamorpadmaeckmx
VCcCiIeoBaHMI ¥ OOJIBLIMX MacCUBOB TreHeTndeckomt wHdpopMarmmn. Ilepssie
pe3yibTaThl  CBMAETEIBCTBYIOT O  BBICOKOM  IMEPCHeKTMBHOCTY — ITOJOOHBIX
TeXHOJIOTMVI, OJHAKO OKOHYaTeJIbHas KIMHMYecKas 3@deKTBHOCTh Tpebdyer
JaJIbHeVIIIero MOATBePXKIeHNs B MacCIITaOHBIX IIPOCIEKTMBHBIX MCCIIeTOBaHVIAX.
IlepcrieKTMBHBIM HampaBJIeHVIeM IIPeCTaBIIAeTC VIHTerpanys MOJIeKYJITPHO
reHeTVKY, (PYHKIMOHAJIBHOM OMAarHOCTUKY, Cy[JeOHOV MeOuIIMHBI, H1EAPOBBIX
PerucTpoB 1 MpodIaKTNIeCKO KapAMOIOTUN B €OVIHYIO CUCTeMY HaOJIIOAeHIs
3a ceMbIMM BBICOKOTO pucKa. IlomoOHasi Momens MO3BOJIMT He OTpaHMYMBATHCS
yCTaHOBJIEHMEM IIPWYMHBI CMePTM KOHKPETHOrO IlallMeHTa, a BBISIBIIATH
HOTEHIIMAJIbHO yIPOXXAeMBbIX POACTBEHHMKOB €Ile [0 IIOSBJIEHMS II€PBBIX
KIVMHWYeCKMX CUMIOTOMOB. VIMeHHO mpodwiakTideckas HallpaB/IeHHOCTb
COBpeMEeHHOVI Kap[VOTreHeTVKN CTaHOBUTCS KIIOYeBbIM (PaKTOpOM CHVDKeHMs
CMEPTHOCTM  Cpeaut  JIUL,  MOJIOIOrO BO3pacTa 128 dpopmmpoBaHVIa
IepCOHAJIM3UPOBAHHOI'O ITOIX0/1a K COXPaHEHUIO CePAeYHO-COCYAMCTOTO 310POBbSI
HacCeJIeHVsI.

3AKJ/TFOYEHME

ITpoBemeHHBIVI aHaJIM3 COBPEMEHHOV Hay4dHOVI JIUTepaTyphbl II03BOJINII
CUCTEMATV3VIPOBATh CYIIECTBYIOIIVE IIPEOCTaBJIEHNs O PacIIpOCTpPaHEeHHOCTY,
BO3PACTHOV CTPYKType ¥ OCHOBHBIX IIPMYMHAX BHE3AITHOVI CEepAeYHOVI CMEepPTU
cpeam HaceleHus B BospacTe oT 1 mo 35 ser. IlomyuenHele cBeneHM
CBUIETEIIbCTBYIOT, YTO pa3BUTKE JIETAJIbHOIO WCXOOJa B MOJIOOOM BO3pacTe
00yCJIOBJIeHO codeTaHMeM CTPYKTYPHBIX M3MeHeHUN MMOKap/a, HacleICTBeHHBIX
HapyIIeHU 2JIEKTPUYECKON AKTVMBHOCTM cepaua 128 reHeTUYeCKI
IeTepMUHVPOBaHHBIX KapanomuonaTut. CyllecTBeHHas 4acTh CJIy4aeB BO3HVKAET
y JIVII, paHee He VMMEBIIVX YCTaHOBJIEHHOTO KapOMOJIOIMYeCKOro aMarHosa, 4To
3HAUNTEJIbHO OCJIOKHSeT CBOeBpeMeHHOe IpoBeleHne IpodrIaKTUIecKX
MEePOIPVSATI.

ABa;m3 omyO/IMKOBaHHBIX MCCIIeAOBaHMUI IIOKas3ajJ, 4YTO 3THOJIOrMYecKas
CTPYKTypa BHE3AITHOVI CepAeYHOVI CMEPTV M3MEHSETCs B 3aBMCVIMOCTH OT BO3pacTa.
Y meren yaine BBIABIIAIOTCS BPOXIEHHbIE IOPOKM cepAlla M HacJIedCTBeHHBbIe
KaHaJIoIIaTuM, TOrJa KaK Cpeay IIOOPOCTKOB ¥ MOJIOOBIX B3POCJIbIX BO3pacTaeT
PpOJIb IUIIepTPOdPUYECcKOV, AWIAaTallMIOHHOV ¥ apUTMOIeHHOV KapAMOMMOIIaTHU,
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MMOKapOUTOB M OTHEIBHBIX POPM HpeXIeBpeMeHHOIo II0pakeHMsl KOPOHAaPHBIX
aprepuit. IlomoGHble pasmunsa TpeOyIOT BO3pacTHO-OPMEHTHPOBAHHOIO IOIXO/a
K AMarHoCTMKe ¥ HaOmopeHuMIo manyeHToB. Ocobyro MpaKTUYecKyro IeHHOCThb
HpercTaB/IsieT 0OCIeoBaHMe POACTBEHHMKOB IIePBOVI CTeIIeHV POACTBA ITOTMOIIIIIX
namyeHToB. KoMIUlekcHOe WCIIoJIb30BaHMe 3JIeKTpoKapauorpadmm, CyTOYHOIO
MOHUTOPUPOBaHVI OKT, axoKapauorpadpmm, MarHVUTHO-Pe30HaHCHOM
ToMorpadmm cepjilia, Harpy3ouyHBIX IIpoO ¥ MOJIEKYJISIPHO-TeHeTU4eCcKOro
TeCTUPOBaHMSA 3HAUYUTEIIbHO IIOBBIIAeT BepPOSITHOCTb BBISBIIEHUS CKPBITBIX
HaCJIe[ICTBEHHBIX  3a00JIeBaHMUII ~ CepOeYHO-COCYOMCTOV  cucTeMbl. PanHee
oOHapy>keHMe aTOJIOTMYeCKVX M3MeHeHU ITI03BOJIsIeT CBOeBpeMeHHO OIIpeielINThb
VHOVBUAYIbHBII PUCK Pa3BUTUS JKM3HEYIPOXAIOIIMX apuUTMUII U BbIOpaTh
HayboJslee 3 PeKTUBHYI0 TPOPIWIaKTUYECKYIO cTpaTeruio. ’aspuTiie TeXHOIOIMIA
CeKBeHVPOBaHVI HOBOI'O IIOKOJIEHVs CYIIeCTBEHHO pacIlIVIPIIO AMarHOCTUYecKye
BO3MOXHOCTM  COBpPeMEHHOVI KapAuoreHeTMKW. MorlekyisipHass — ayTorcus
CTAaHOBUTCSI BaXHBIM KOMIIOHEHTOM paccjlefloBaHMs HOPWYMH  BHe3aITHO
cepevyHOV CMepTV IPU OTCYTCTBUM BbIPaXKeHHBIX MOP@OJIOrMUecKNX M3MeHeHU
cepaua. I'emermdeckas wpeHTHMdUKaNMs IIaTOTeHHBIX BapUaHTOB IIO3BOJISET
YTOUYHUTH IIPOVCXOXIOeHMe 3abosieBaHMs, IIPOBECTM ampecHoe oOcIemoBaHe
WIEHOB ceMbM U cOpMHpOBaTh HOpOrpaMMy  IIepCOHaJIM3MPOBaHHOIO
MeIUIIMHCKOTO HaOJIIoIeH .

CpaBHeHMe MeXIyHapOOHOIO OIIbITa CBUIETeJIbCTBYeT, YTO MaKCUMaIbHas
3 PeKTMBHOCT NPOPWIAKTUKM TOCTUraeTcs IIPpY TeCHOM B3aVMOIeVICTBUN
Kap/AVOJIOrOB, CIelVaJIICTOB 10 MEeIWMIVHCKOVN TeHeTUKe, I1aTOJI0TOaHaTOMOB,
CcyneOHO-MeIMIIVHCKIX 9KCIIePTOB Y  Bpademl  IePBUYHOIO 3BeHa.
MexaucunIuiMHapHBIL - I1IOAX0 oDecrieunBaeT Oojiee TOYHYIO [IMArHOCTUKY
HacJIeICTBeHHBIX 3a0o0JIeBaHUM, yJIydlllaeT KadecTBO CTpaTUdUKaIuM pucka U
CII0COOCTBYeT CHVDKEHWIO BepOSITHOCTHM OBTOPHBIX TParmdecKmx cOOBITUI BHYTPU
cembr. g PecniyOrmmkm  Y30ekncTaH IepCHeKTMBHBIMIM — HAIlpaBIeHVISIMU
OCTalOTCs CO3[JaHMe HAallMOHAJIbHOIO pervicrpa BHe3aIlHOV CepiedHOV CMepTu
cpeny JIMIl MOJIOAOTO BO3pacTa, BHeApEeHVe CTaHAapTU3VPOBAHHBIX aJlrOPUTMOB
MOJIEKYJIAPHOW ~ ayTOICWUM,  pacllVpeHyue  JOCTYIIHOCTM  TeHeTUYeCcKOro
TeCTUPOBaHMA M Pa3BUTHeE CUCTeMbl CeMeTHOro KOHCYJIbTupoBaHus. Peansans
IepeurC/IeHHbIX MepPOHpPUSTUI IO3BOJIUT IOBBICUTH 3 EeKTUBHOCTb paHHeN
AVarHOCTUKU HacJIe[ICTBeHHOM cepae4YHO-COCY IVICTON I1aTOJIOT WY,
YCOBEpIIeHCTBOBaTh NMPOMMIAKTUKY XM3HEYIPOXaIOIIMX HapyIleHU puTMa U
YMEHBIINTL CMEPTHOCTB CPefIiV IeTeVi, IO POCTKOB VI MOJIOJIBIX B3POCIIBIX.
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