Natalia A. Sonicheva, et al. / Consilium Medicum. 2020; 22 (5): 35-39.

https://doi.org/10.26442/20751753.2020.5.200185
Martepuainbl KoH$epeHIii

Kapauonorusa: BpeMs reHeTUKHU
(mo matepmanam KoHrpecca «[eHeTnka u ceppue», 24-25 suBaps 2020 roga, Mocksa)

H.A. CoHnuesa™"', [.A. 3aTeimkos?

"Me>xxpyHapoaHaa reHeTudeckan naéopatopua Health in Code, Jla KopyHbA, Vicnaxus;

2IbY3 «[opoackan knuHu4eckana 6onbHuua Ne51» [lenaptameHTa 3apaBooxpaHeHna r. Mocksbl, Mocksa, Poccus;

3@reOyY OMNO «LleHTpanbHaaA rocynapcTBeHHana MeavumHekan akagemua» Ynpaenenus genamu MNpesngeHdta PO, Mocksa, Poccua
“natalia.sonicheva@healthincode.com

AHHOTauuA

HacnencteeHHble KapamoBacKynApHble 3a601eBaHNA BHOCAT BECOMbIN BKIaA B CTPYKTYPY CepAeyHO-cocyancTorn natonormn. CtaTbA noceALLeHa 0630py
mMaTepuanoB No reHeTUYeCcKn 06yCNOBNEHHbIM KapANOnormMiyecknm 3abonesaHunam, KoTopble obcyaanuch Ha npoweawwem B Mockse MNepeom MexayHapoa-
HOM KOHrpecce «[eHeTuka u cepaue». MNpuBeaeHbl Hanbonee akTyanbHble HA CErOAHALIHUIA AeHb AaHHbIe N0 rMnepTpoUYECcKon 1 AunaTaumoHHON Kap-
OvomMmonaTuaAM, HacneacTBeHHbIM NpobnemMam apuTMoreHesa. MNepevncneHbl OCHOBHbIE YHaCTHUKM KOHrpecca.
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Abstract

Hereditary cardiovascular diseases are of great importance in the structure of cardiovascular disease. The article provides a review of materials on genetically
mediated heart diseases, which were discussed at the "Genetics and Heart" First International Congress (Moscow). The most relevant current date on hypertrophic
and dilated cardiomyopathies as well as hereditary issues of arrhythmogenesis are presented. The main participants of the congress are listed.

Key words: hypertrophic cardiomyopathy, dilated cardiomyopathy, channelopathy, arrhythmogenic cardiomyopathy, pulmonary hypertension, myocardium genetic

diseases, “Genetics and Heart” Congress.

For citation: Sonicheva N.A., Zateyshchikov D.A. Cardiology: genetics’ time (by the materials of the “Genetics and Heart” Congress, January 24-25, 2020,
Moscow). Consilium Medicum. 2020 (22); 5: 35-39. DOI: 10.26442/20751753.2020.5.200185

H ac/eICTBEHHbIE Kap/iOBACKY/IAPHbIE 3a00/IeBaHIs BHO-
CAT BECOMBIIl BK/IJ] B CTPYKTYPY CepHedHO-COCYAMUCTON
maronorun. I1piranHort BHesanHol ceppieanoit cmeptn (BCC) y
MOJIOfIbIX HAIIIEHTOB J10 35 JIeT AB/IAITCSA NepBIYHbIE KapAINO-
MUOIATUN MM KaHanomatuu B 10-15% ciydaes [1]. Heo6bI-
YaJHbIil IIPOTPECC, JOCTUTHYTBIN B MOJIEKY/IAPHOI T€HETUKE
HAC/Ie[ICTBEHHBIX KapAMOBACKY/ISIPHBIX 3a00/IeBaHNIL, [I03BO-
JIsIeT BBIABUTD UX B PaHHNE CPOKU I ONpeNeNInTb TAKTUKY Be-
IeHVsI 9TUX OOIBHBIX, a TAKXKe UX POJICTBEHHIKOB.

Ha ceromHsI1IIHMI1 IeHb TeHeTMYeCKast IMarHOCTIKa BK/TIOYeHa
B OO/IBIIMHCTBO MEXXIYHAPOJHBIX PYKOBOZCTB C BBICOKIM KJIac-
com pokasarenproctu (IB). B Hacrosiee BpeMst MOKasaHMs K
TeHEeTIYEeCKNM JCCTIEJOBAHNAAM BHECEHDI B K/IMHIYECKYIE PEKO-
MEeH/Jallny 110 CMHIPOMY yiImHeHHoro uHtepsana QT [2], ru-
neprpoduueckort ((KMII) [3], apurmorennornt (AKMII) (1], an-
matanuonHoi Kapauomuomnaruu (JKMII) [4], merouHoit
runepTeHsun. IeHeTndeckoe MccefoBaHme ayTOIICUITHOTO Ma-
TepMasa IMoKa3aHo BO Bcex cnyvyasax BCC mpu nmopospeHun Ha
HAaC/Ief[CTBEHHbIE Kap/MOBACKY/IsIpHbIe 3a00meBanus [5].

leHeTnyecKas AMAarHOCTMKA B KapAMOIOTUY IPENCTaB/ACT
CJIOXKHYIO 3a/lauy, IOCKOJIbKY HacC/Ie/ICTBEHHbIe KapJ1MOBacKY-
JISIpHBIE 3a00/IeBAHIS SIB/ISIIOTCS YPE3BBIYAITHO TeTePOreHHBIMI
U B VX IIATOTEHe3e Y4acTBYeT OOJIbILIOEe KOTNIECTBO PasHBIX
reHoB. Hampumep, B manenp aumarHoctuku JIKMII Bxopar
98 reHOB, TOCKO/IbKY 3ab0/IeBaHMe MIPOSABIACTCA B BUJe Hapy-
IIEHVIT B O€/IKaxX [ITOCKETIETa, IePHOI 060/I0UKY, CAPKOMEPOB,
[eCMIHE 1 PYIUX CTPYKTYPHBIX Oenkax. CeKBeHMpPOBaHIeE, a
0Cc06EHHO MHTEpIpeTaLs Pe3y/IbTaTOB, IIPEfICTAB/IACT KpaliHe
CTIOKHYIO 3aflauy. B HacTosIlee BpeMs OCHOBHBIM METOJOM Jiy-
ATHOCTMKY KappimomMuonaruii ssngerca Meton NGS-cekBeHnpo-
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BaHUA (MeTOJ MacCUBHOTO ITapajjIeIbHOTO CeKBEHMPOBAHA),
II03BOJIAIOIINIT OFHOBPEMEHHO M3y4arh OO/BIIOE KOMMYECTBO
reHoB. NGS-cekBeHMpOBaHMe OCYILECTB/IAETCA C IIOMOIBIO 110-
BTOPAIOINXCA LMUKIOB YI/IMHEHN LIy, MHAYLUPOBAHHOTO
TIO/IMIMEPA30Ji, MY MHOTOKPATHOTO IMTMPOBAHNUSA OJTUTOHYK-
neotupos. B xome NGS-cekBeHUMPOBaHUA MOTYT I€HEPUPO-
BaTbCsA IO COTeH Merabas 1 rurabas HyKJIeOTU/FHBIX IOCTIE0Ba-
TENBbHOCTET 32 OAVH pabounit MK1. [JaHHasI TEXHOMOTYsSI, HauaB
CBO€ pasBUTHeE 8 JIeT Ha3aJ, U IPOJIO/Kasd IIOCTOSHHO YCOBEP-
IIIEHCTBOBATHCSI, II03BO/IMIA CHU3UTD II€Hy KPYITHOMACIITAOHBIX
MCCTIelOBAaHMIT Ha HECKONIbKO NopAaKoB. OngHaxko B Poccun Ha
CETOJHAIIHNI IeHb JAHHDIV BUJ| MICC/IENOBAHNA He 3apeTUCTPH-
POBaH U reHeTIYecKIe TabopaTopuy He UMEIT BO3MOXKXHOCTh
BBbIIaBaTh CepPTU(UIVPOBAHHbIE 3aK/TIOYEHIISI, @ TAKXKe He 00/1a-
IAIOT JOCTaTOYHBIM OIIBITOM B KOPPEKTHONW MHTEpPIpeTaIi
TAHHBIX TaKUX UCCTIEOBAHNIA C KIIMHUYECKOI TOYKM 3PEHNUA.

JanHnast mpo6reMa, a TAK)Ke HapacTalilee 3HaYeHIIe TeHeTH -
YeCKOJl AMArHOCTUKY B KapAMOIOTUY MOCTYXU/IY TPUYMHOI
IS cospaHus B fekabpe 2017 r. HaunoHanpHOI MccIenoBa-
TeNbCKOIL Ty Kapanomnorndeckoit renetuku (HJIKT). ITpesu-
mentom HJIKT cTan saBemyromuii HepBUYHBIM COCYAUCTBIM OT-
nenenneM locymapcTBeHHON KIMHMYECKOI 60mpHMIBI No51,
3aBefylounit Kadeapoil Tepanuu, Kapauoaoruu 1 GpyHkimo-
HanbHOU fuarsoctuky OIBY IOIIO «IleHTpanbHasg rocyfapcrT-
BeHHas MeJVIIMHCKAs aKaJieMusl» YIpasieHys fenamu [Ipesu-
menta PO mpodeccop I.A. 3arertmmnxkos. [Jupexrop HIIKT -
Hava/JIbHUK OTfAena HayuHolt mHpopmanyy CIBY [ITO III'MA
.K. Mocasa, cexperapp HJIKI - pykoBopuTenb 0 pasBUTHUIO
MEeXIyHapOJHON reHeTndeckoit naboparopun Health in Code
H.A. Connuesa.
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Kpowme Toro, B coctas npesupnyma HJIKT Bomnm Begymime
Kap[MOJIOTH U TeHeTUKM KPYIHeluXx permoHos Poccun, a
TaK)Xe MeXAyHapogHble Koteru. Vinunuarusa HJIKT 6bI1a
MOfiiep>kaHa pabodeil IPymmoit mo 3abomeBaHIsAM MIOKApPAA U
nepukappa EBponeiickoro obmjectsa kapanonoros (EOK).

Henp cozganna HJIKT - pasBuTye poccuiickoi Kapayonoru-
YeCKOJl TeHEeTMKM, IpUBJIeYeHNe CIeLUaNNCTOB, NHTePecyo-
LIMXCs JAHHO Ipo6ieMoit. B 3agadn BXOAUT OpraHusaius uH-
(b opMaIIOHHOI PabOTHI Cpefiy Kap/I1OTIOroB 1 TeHETUKOB B BIJIE
Co3JjaHNA MHPOPMAIVIOHHOTO TI0OpPTasa, IPOBefleHNA 06pa3oBa-
TeJIbHBIX IIPOTPaMM, COTPYIHMYECTBA C MUPOBBIMY OpraHM3a-
LusiMy, obecriede e HayYHbIX MyOIMKALNIL, BHEPEHNUE B KIII-
HIYECKYI0 ITIPaKTMKY METOJOB TI'eHeTM4eCKOro aHanmsa Jyid
BBUIB/IEHsI HAC/IE,CTBEHHO-00YCTIOB/IEHHBIX 3a00/IeBaHMI] Y I1a-
LIME€HTOB M MX POJICTBEHHVKOB C 11€/IbI0 ONITUMM3AIIVI IIPOBOJY-
MOTO JIeYeHN U IPOPUIAKTUKY OCTIOXKHEHMI], YTO, 6€3yC/IOBHO,
IpUBefieT K PasBUTUIO IePCOHATM3UPOBAHHOI MeIUIIMHBL 1
CHJDKEHIIO CMEPTHOCTH OT CEPJIeYHO-COCY/IUCTHIX 3a00/IeBaHMIL.

Pa6ora HJIKI Hagamach c OpraHm3anuym pernoHaIbHbIX KOHpe-
peHImit B KpymHeiiimx ropogax PO: Mocksa, Cankr-ITetep6ypr,
Kaszanb, Camapa, — cospjanusA caiita www.nlcg.ru, Ijie 3anHTepeco-
BaHHbIE KOJ/UIETY MOTYT 3aperyCTPUPOBATHCS U MOTYIUTb MH(OP-
Malio 060 BCeX BO3MOXKHBIX METOIAX T€HeTIECKOTO UCCIefo-
BaHws B Poccun 1 3a pyOexoM, a TakKe 03HAKOMUTBCS C CAMBIMU
COBPEMEHHBIMI HAyYHBIMI MTYO/MKALVAMY 110 TeHEeTHKE B Kap-
nuonorny. Kpome Toro, Ha caiiTe OIry6/MKOBaHbI BCe aKTya/IbHbIe
IIPOEKTBI ¥ PETVICTPBI B 00/1aCTH KAPAOTeHETUKIL.

JonroxaHHbIM coObITVeM ABMICA [lepBbiit MeXayHAPOS-
HBINl KOHrpecc «leHeTuka u ceppue», mpouenummit 24-25 AH-
Baps 2020 r. B Mockse.

Opranusaropamu konrpecca seictymmim OI'bY IT1I0 II'MA
u HJIKT. IIpoBeeHne KOHTpecca HOMy4mIo IOAAepKKY pabo-
4eji IpYIIIbI 110 3a00/1eBaHMsAM MuoKappa u nepukapzaa EOK, n
Cpefiyi TOCTelt M YYaCTHUKOB KOHIpecca ObIIn Ipe3nsieHT pado-
yeji rpymnmbl mpodeccop Yehuda Adler n Buie-mipesumeHT Kap-
nuoror, mpodeccop Antonis Pantazis.

I'maBHaA npjesa KOHrpecca 3ak/I0vanach B 00be[UHEHNN JeT-
CKMX M B3POC/IBIX KapAMO/IOTrOB, T€HETUKOB, CIIELNAINCTOB
o61eit pakTUKU. VIMEHHO MY/IbTUAUCLUIIINHAPHDIIA OAXOS
B paboTe BBI3BAJI OOJIBIION MHTEPEC Y BCEX YYACTHUKOB MepO-
TIPUATHA.

Ha xonrpecce npucyrcrsoBanu 650 ydacTHUKOB, u 900 ye-
JIOBeK IOAKIIOUIINCh K OHIAMH-TPAaHCIALIUY, YTO 3HA4YU-
TE/IbHO 0OOTHAIO BCe MpebIAYLIe MEPOIPYSTH 110 HAHHOI
TeMe, I0Ka3aB aKTya/lbHOCTb PasBUTHA T€HETUYECKON IaTrHoO-
CTUKM B Poccum m mopgyepkHyB, 4TO TaKyue MepONpUATHUA
HY)KHO JIe/IaTh Ha eKeTOIHOI OCHOBe.

ITpodeccop Y. Adler oTKpbIIT KOHIpecc COBMECTHO ¢ podec-
copom [I.A. 3areitmukoBeim; npodeccopom C.H. Tepewenko,
pyKOBOAMTE/IEM OTHieNa 3a00/IeBaHMIT MIOKap/ia U CepIedHOI
HepoctaroynocTn PIBOY IIIO PMAHIIO; npodeccopom
M.A. [IxonpHUKOBOI, Hay4yHbIM pykKooputenem OCII
«HWKW neguarpun nm. akaz. 10.E. Benprumesa» ®ITAOY BO
«PHVIMY um. H.W. IInporosar; 4leHOM-KOPPeCHOH/IEHTOM
PAH E.B. [TapdeHoBoIt, 3aMecTUTeTeM reHepanbHOTO JUPEK-
TOpa, AMpeKTOpoM VIHCTUTYTa 9KCIepUMeHTaIbHON Kap/yo-
norun PI'BY «HMMUI] kappmonornm».

B KoHrpecce npuHAMM y4acTue Befylye Kapauonoru Asep-
6aiipkana, beopyccun, Bonrapun, Benmuko6purannu, fepma-
Hyn, Vispawns, Vicnauun, Vitanuu, CIIA, Y36ekncrana.

C poccuiickoit CTOpOHBI B KOHI'Pecce MPUHSAIN YYacTUe Co-
TPYAHUKMU BeAYIUX JedeOHDbIX ydupexxpeHnit crpans: ®I'BY
«HMMUI] kappuonorum», ®I'BY «HMUII tepanuu 1 mpoduiak-
T4eckoi Meguuuuby, PI'BY «HMMUIIL um. B.A. Anmasosa»,
Tomckoro HVMW xapauonorun, OCII «HVKW neguatpun nm.
I0.E. Benmbruiiesa» u fp., Bpaun us 6osee yem 30 ropopos PD.

KoHrpecc 1o3BonI BIVIOTHYIO TIOONTY K CO3TAHUI0 MEXK-
IYHApOJIHOTO KOHCOPIMYMa I10 MCCTIEf[OBAHNIO KapAyoIoruye-
CKMX 3a00/I€BaHMIT [IPEUMYIECTBEHHO I€HETUIECKOTO Ipo-
MCXOXKJEHUA.
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Ha nyteHapHbIX 3acefaHMsAX U CUMITO3MyMax YIaCTHVKI KOH-
rpecca 0O6CYMIN PUCKU BHE3AITHON CMEPTH Y OO/IbHBIX C reHe-
TUYECKY 00YCIOBIEHHBIMY 3a00/IeBaHMsMI; TPOTHO3 IIPK Kap-
IVIOMMOIIATHUSIX; TPOOIEMBI PeaIbHOI K/IMHIYEeCKOI IIPAKTUKI
B orenke pucka BCC y 6ompubix ['KMIT; HacencTBeHHbIE Ha-
PYLIEHUA IUOUAHOTO OOMeHa; MPOOIeMbl HAC/IEeACTBEHHBIX
KapAMOBaCKy/IIPHbIX 3a00/IEBaHNII Y ieTell; MHTePBEHIIOHHbIE
MeTO/[bI JIedeH st Y GO/IbHBIX C HAaCTe[CTBEHHbBIMMU 3a007IeBa-
HVSIMU; IIPO6/IEMY aMIIONI034, JIETOYHOI TUIIePTEeH3NH, [IepH-
KapANUTOB; HEKOTOPbIe aCHeKThl KapAMOOHKOTIOTHM; a TaKkXKe
po6/IeMy Hac/Ie[ICTBEHHbIX CeP/IeIHO-COCYAMUCTRIX 3a60/IeBa-
HIIT Y CIIOPTCMEHOB ¥ MHOTHE APYIie TEMBL.

OCHOBHBIMIU TeMaMI CUMITO3MyMOB 11 JOK/IAJIOB CTa/IN Kap-
AVMOMUOIIATUY, KaHAJIOIATIN, JIETOYHAs TUIIePTEH3N, HAaC/IelI-
CTBeHHbIE JUCTININAEMIUN U 3a00/IeBaHNS TIePUKAPAa U COey-
HUTEJIbHOM TKAaHIU.

Kappnomuonarusm 6bUIO ITOCBSIIEHO OOBUIMHCTBO TEM
KOHTpPeCca, YYUThIBasA YaCTOTY BCTPEIAEMOCTH JAaHHBIX MaTO-
noruit u ux cesAsb ¢ BCC.

William John McKenna, nodeTtHslit Ipodeccop MeANIINHbI
B YHMBepcuteTe AGepanHa 1 afbIOHKT-IIPO(eccop cepheyHo-
COCYNUCTOM MEAMIIUHBI B VeTbcKOM YHUBEPCUTETE, TeHepash-
HBII I MEIUIIVHCKWI TUPEKTOP KapAMOTOIMYeCcKO KIMHUKI
Hamad Medical Corporation ([Joxa, Karap), mogpo6Ho paccka-
3471 0 K/1acCUUKALUY V1 TeHeTNIeCKOM Pa3HO00pasny Haces-
CTBEHHBIX KapayuomuonaTuii, caenas akueHT Ha TKMIIL. IIpo-
(beccop mopenMICs CBOMM OIBITOM, CTOSBIIMM y MCTOKOB
OTKPBITHSI 9TOTO CIOKHOTO 3a00/IeBaHMsI, €r0 COBPEMEHHOII
KIaccuuKanmy, reHeTHIeCKO JUarHOCTUKIA U JIeYeHNA.

I'KMII siBnsieTcst camoit actoit mpuuannoit BCC [6]. Ompe-
nenenne: TKMII xapakrepusyercs runeprpodueii 1eBoro xe-
nynouka (JIXK) HesscHOI 5THOIOrNY, He CBA3AHHOI C HATPy3KOI
IaBJIeHMeM WM KIAllaHHBIMM HMOpaKeHMAMN. JIMarHocTuka
9TOrO TUIIA 3a00/IeBaHMIT MIOKAP/ja OCHOBAHA HA PErUCTPALINN
9XoKapauorpaduuecKrx M3MeHeHWIT B y)Ke Pa3BepHYTOI CTa-
Ay 3a00JIeBaHMsI — KPUTEPMeM CUUTACTCS Ha/IM4Me YTOIIIe-
HUA 215 MM ogHoro wn 6osee cermenToB /K. B HexoTOpbIx
CITy9Yasix AMAarHOCTIKA 9TOTO 3a00/IeBaHNsI OY€Hb CIOKHAS, U He
BCer/ja Ha 9XOKap/uorpaMme ObIBAIOT BU/HBI IIEPBBIE IIPOSIBIIe-
HuA 6onesnn. [Ipodeccop W. McKenna nogdepkuBa B CBoeM
noxnafe ponb OKI-IMarHocTHKY IpY KapAMOMIOIIATHUAX, 0CO-
OeHHO porb 3y611a T 1 €10 MHBepPCHM KaK PaHHETO IPOSIBIIEHNs
BI,aVL, V4-6 pu TKMIT u B V1-3 - ipu AKMII. Ocobennyro
ponb B Takux u Apyrux caydasx auarsoctuxku I'KMII on yne-
JISIeT TeHeTUYeCKOlI AnarHocTyke. Ha ceromHAIHMIT TeHb MeX-
IyHapOHOe 9KCIIEPTHOE COOOIIeCTBO IPU3HAET 00513aTeIbHBIM
remermyeckoe uccnegopanue 6onpaoro I'KMIT u Bcex cBa3aH-
HBIX POACTBEHHMKOB (K/Iacc fokasarenpHocTu IB). VimeHHO re-
HeTHYeCKOoe TeCTYPOBaHIE MOXET BBIABUTD IPOOIeMy paHHelt
u cBoeBpeMeHHoI fuarHocTuky I'KMII, TocKonbKy TONMBKO 1O
K/IMHNYECKUM KPUTEPVSIM 3TO CeIaTh JOCTATOYHO CIOXKHO.
Yairie BCero 0TMe4YaeTcsi BOB/ICUEHIE MEXOKeTyLOYKOBOII ITepe-
ropopiki, a Takxe peHomeH disarray (6ecropsodHOe pacio-
JIOKeHNEe) KapAUOMIOLNTOB U Gpubpo3. PuOpruisius npen-
CepANII SIB/ISIETCS YaCThIM OC/IOKHEHNUEM IIPY 3TON [ATO/IOTUM,
U TaKue MaIIeHTBI, H0-BUANMOMY, UMEIOT O0/Iee BHICOKMIT PUCK
TPOM603MOO/INYECKUX OCTIOKHEHMIT [3].

T Hac/leOBaHMs — Ay TOCOMHO-IOMIHAHTHBIIT, My Tal{y B
reHax, KOAMPYIOILINX CAPKOMEPHbIe Oe/IK, Yallje BCEro MIO3IH-
cBsispiBatoinit 6emok C cepaeunoro Tuna — MYBPC3 (15-30%)
unu B-nzopopMy TshKenolr memy MuosuHa — MYH7 (15-30%).
OpnHaKo COBpeMeHHbIe TeXHOIOTVN T€HOTUIIPOBAHIIS IT03BO-
JISIOT MAEHTUPUIMPOBATD TeHeTIYeCKIe IPUIIHBI 3a0071eBa-
Hus y 50-70% manuenrtos ¢ xknmunHukoit I'KMII [1, 3]. Bepo-
ATHOCTD NOTyYeHMA TIOJIOKUTETBHOTO Pe3y/IbTaTa BhIIIe, eC/TU
y HAIMeHTa eCTh YeTKast K/MHIYeCKast KapTiHa 60/Ie3HN 1 ce-
MeitHbIIT aHaMHe3 3aboneBanus win crydan BCC B cembe.

CapkoMepHble TeHHble MyTalUM SABIAIOTCA Hambosee da-
CTBIMU IIpUYMHaMM 3a60/1eBaHMs, 109ToMy yacto TKMIT Hasbl-
BaioT 6071e3HBI0 capkoMepa. OTHAKO MyTal{UI BO MHOTUX [IPy-
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TUX IeHaX MOTYT TaKXe ObITb OTBETCTBEHHBIMU 3a PasBUTIE
I'KMII [3]. Bcectoponnmit reHetndeckuit ckpyauar TKMII
TO/KeH paccMaTpuBaTh reHbl RASomatun (Hynan, Kocrenno,
IpyTHe CephedHO-COCYAUCThIE CHAPOMBI), MIUTOXOH/[PUA/IbHbIe
60e3HM (MUTOXOHAPUAIBHBII TeHOM VIIU S[CPHBIl TEHOM),
(aKTOpBI TPAHCKPUIILNY, CTPYKTYPHBIE O€IKM LIMTOCKeIeTa
(DES, FLNC u gp.), 6enku, perynpytorye Kanbrii (PLN), -
KoreHHble 3aboneBanns (6onesun [Janona, PRKAG2, 6ore3ub
ITomre, 60ome3np ®abpn), ammnonnos (TTR) u MHOrMe ApyTrIe
[1-3, 6-17].

Ha ceropgHsumHmii ieHb IOHAS TapreTHas MaHeNb IS JMar-
Hoctuky I'KMII B crienjanusnpoBaHHBIX 1a60PaTOPUSX BKIIIO-
vaeT B ce6s1 118 renoB. Ec/u pesy/bTaT reHeTM4eCKOTo MCCIeN0-
BaHMA TIOJIOKNUTEbHBIN, TO 3TO IMOATBEPKAAET AuarHo3 Ha 100%
L II03BOJIIET HAYaTh CKPVMHVIHT POJCTBEHHIKOB U JTHAMITIECKOe
Hab/IofleHIIe 32 HOCUTE/LIMM C YYETOM TsDKECTU KaKOTO BBI-
AB/IEHHOTO BapMaHTa. Ec/i »ke OH OTpUIIATe/IbHBIIA, HYXKHO IIPO-
AHA/IM3UPOBATD ellje Pa3 KIMHIYECKYI0 KapTUHy 3a60/IeBaHms,
CeMeNHYI0 MCTOpUI0 00je3HN (B HEKOTOPBIX C/Iydasix BCTpe-
YaI0TCs BIIEpPBbIe BO3HIKIINE MyTanuy de novo, dalije XapakTep-
Hble 1A GpeHoxonuit ['KMIT), BbI6paHHYIO TaHeNb [IA ICCIIEN0-
BaHWs U Jaboparopuio, Ife IOJOOHOe WCCIIefOBaHIe
IpOBOAWIOCHh. OTPUIIATeIbHBII pe3y/IbTaT He CHUMAET JUAarHO3
I'KMII, Tak kaK nH(OpMAIsA O HOBBIX I'eHaX 1 BAPUAHTAX IPO-
[O/DKaeT HaKaIIMBAThCsA, IOSTOMY B JII0O0M CTydae reHeTnde-
CKO€ JICC/IeIOBaHNe BJISIeTCS JOIIOTHUTEIbHBIM METOOM JJar-
HOCTVKM, He MCKTIOYAOIVIM JPYTUX METOHOB MCC/IEIOBAHMI.

JImarHocTuKa BceX PefKMX HaC/Ie[CTBEHHDBIX 3a00/IeBaHuUI
Tpebyet crieruduuecKux 3HaHMI He TONBKO B 00/IACTY K/IVHN-
YeCKOJ ME[IULIVHBI, HO 11 B 06/TaCTI MOJIEKY/IIPHOI 610/IOTNY 1
TeHeTHKI, a TAKXKe MY/IbTUANCIUIIIHAPHOTO Toaxoxa. bonesHb
Dabpy MOXKHO [[IaTHOCTUPOBATD, 3Hast paHHME CHMIITOMBI 3a-
607eBaHsL, YTO IO3BOIUT HAYaTh T€HOTHII-CIELMPUIECKYIO Te-
PAIINIO 1O PasBUTHS TSDKEIOTO TIOPAXKEHVsI OpraHoB [17].

JnarHocTyKa 1 nedeHne aMIIoN03a, TPYAHOAMATHOCTUPYe-
Moro 3abo/eBaHUA C HEOIATONPUATHBIM IIPOTHO30M, TAaKXXe
ObLIa IIPOKO OCBelljeHa Ha KOHIPecce, C yIeTOM ero STUOJIOTHUIA,
AMArHOCTVKY U HOBBIX IIEPCIIEKTUBHBIX METOOB jtedeHst [18].

OpHUM U3 NHHOBAIMOHHBIX HOK/IAJ0OB O HOBBIX T€HAaX, OT-
KPBITBIX HeJJaBHO B reHeTnyeckoli guardoctuke IKMII, cran
poxiazn ydexHoro Juan Pablo Ochoa, PhD, xappmosnora, Ha-
YIHOTO COTPYHZHMKA TeHeTHdeckoil naboparopun Health in
Code, JIa-Kopyhbs, Vicnanus.

VueHblil COBMeCTHO ¢ Kojuteramu B 2018 I. BBIABUT BO3MOXK-
HOCTD y4acTusi MyTaiuit rera Formin homology 2 domain con-
taining 3 (FHOD3), y4acTByIOIIero B OpraH13aliu capkomMepa
(MmnodubpusIIOreHese) 1 MOAAEP>KUBAIOLIETO COKPATUTETbHbII
anmapar KapAuMOMMOLNTOB. Polb HaHHOro reHa B pasBUTUM
I'KMII gokasana B pesynbrare NGS-cexsennposanus 3189 npo-
6angos ¢ TKMIT: 1915 marueHToB ObUIN C APYTUMU KapANOMIIO-
narusamu uau BCC u 2777 — puCyTCTBOBA/IN B TPYIIIE KOHT-
pons. o pesynbraTtaM MCCIeOBaHMA BbLABIEHO, YTO JAHHDBIN
TeH OTBeTCTBeHeH 3a 1-2% cmy4daeB ¢ TKMII, mostomy oH 06s1-
3aTe/IbHO HO/DKEH OBITh BKIIOUEH B OCHOBHYIO IIaHE/Ib TeHOB 10
TKMII [19, 20].

Jleuenne 'KMII He3aBMCUMO OT TeHETUYECKUX HapYILIEHMII
Ha CeTONHSAIIHUI JleHb CUMIITOMAaTHYecKoe, OJHAKO JMMeIo-
IIMecs UCCIefOBaHMA yoKe IToKa3aIu MepCIeKTUBY TeHHOI Te-
pamuu B OmpkaitineM 6ypyiieM. JledeHue BKIIOYaeT B cebs
yCTpaHeHe OCTIOXHEHUIT 1 IPO(WIAKTUKY PasBUTH XKI3He-
YIPOKAIOLIMX apUTMUIL. B HacTosimee Bpemst paspabaTbiBaroTCst
IIaTOTeHeTNYeCK/e MEeTOMbI JIeYeHNsA, OCHOBAaHHbIE Ha TeHHOI
tepanuu [21].

OpHuM 13 BayKHENIINX IIEHAPHBIX OK/IA/l0B CTAJ JJOK/Ia[
Antonis Pantazis, Buije-nipesuenTa pabodert rpymist o 3abo-
neBaHMAM MMoKappa u nepukappa EOK, o HacnencrBeHHbIX
CepAeYHO-COCYIUCTDIX 3a00/IeBaHNAX U CIIOPTe.

III1poKo M3BECTHO, YTO HACTIE/ICTBEHHBIE KAPAMOMUOIATAN
ABIATCA Befyueit npuuyHoit BCC/ocTaHOBKM cepplia cpeyu
MOJIOABIX CIIOPTCMEHOB. IIpiunHa 9TOro — JOCTaTOYHO pefKast
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4aCTOTa BBISBI/IIEMOCTI JAHHBIX 3a00/I€BAHNIL, YTO IPUBOLNT
K OTCYTCTBMIO CHCTeM HAllMIOHAJIbHBIX PEIUCTPOB 1 CUCTEM
crpaTuduKanuu pIUCKOB I IPOTHO3a B 9TOI KOTOpTe GO/IBHBIX.
CMepTb MOXET HaCTYIUTD KaK IIEPBBIII CUMIITOM Y TaKMX I1a-
L[MEHTOB, B CBSI3Y C YeM YPEe3BBIYATHO BXXHO IIPOBOANTH Au-
(depeHIMaTbHYI0 JUATHOCTUKY MEXAY (PU3MOTOTNIeCKOl Iu-
neprpocdueit cepana cnoprcmena u [KMII (B aTom crydae
TeHeTHKa MOXKeT OKa3aTb CYIIeCTBEHHYIO IIOMOIIb). BompimH-
CTBO CIIOPTCMEHOB O€CCUMIITOMHBIE, I IIEPBBIM CYMIITOMOM
OymyT ABIATbCA U3MEHEHU Ha a/eKTpokapanorpamme (9OKT).
OrtcyrcrBue n3menennit Ha OKI' roBOpUT B IO/IB3Y 3,0POBOTO
cepaua. OgHAaKo U Ha/lu4ye U3MeHEHNIT He Bcerga TOBOPUT O
MIPUCYTCTBUM HATOT€HHOI runeprpodun mmuokapaa. Crekrp
aHoManbHoro JKI-marrepHa npucyrcrayet y 40% crioprcme-
HOB, B 2 pasa 4allje y My>K4UH, 4eM y XXEHIIUH, 11 0COOEHHO 3TO
KacaeTCsi CIIOPTCMEHOB, YYaCTBYOIVX B BUIaX CIIOPTA Ha BBI-
HOC/IMBOCTD (CailKJIMHI, MapadOH Ha JIMHHBIE AMCTAHIINMN,
JIBDKM, TTaBaHMe, 60Kc, rpe6st u T.4.) [22]. OKT B 12 oTBene-
HUAX aHOMajbHasA y 95% B3pocnbix cnoprcMmenos ¢ IKMIL
Borcoknit Bombraxk QRS dacto BcTpedaercs y 6onpHbix TKMIT
HEe3aBUCKUMO OT BMJA CIOPTa. EMy CONyTCTBYIOT MHBEpPCUs
3y6ra T B HIDKHUX 1M G0OKOBBIX OTBEJECHVAX 1 ITIPeCcChs Cer-
MmeHTa ST. YacTo MpMUCYTCTBYeT HamM4due MaTOMOTUIeCKOTO
3ybra Q.

OtpenbHas CeKIyst OblIa IOCBAIICHA XVPYPIUYECKUM MeTO-
mam nedenusa [KMII 1 TpaHCIUIaHTaLMy Cepflia IO, Ipeficefia-
tenbcTBoM Hubert Seggewiss, okTopa MeIMIIMHCKMX HayK,
mnpodeccopa, PyKOBORUTENsI OTAENICHNsT KapAMOMIONIATIIL B
xinayke Juliusspital (Bropuoypr, Iepmanms). ITpocdeccop
H. Seggewiss AB/IAeTCA BEAYLIMM MUPOBBIM 9KCIIEPTOM IIO CeTl-
TaJIbHOI a/IKOTO/IbHOI abmanuy npu 06CTpyKTUBHOI opme
I'KMII. O mposern 60ree 1 ThIC. TOOOHBIX OLIEPALINIL C BBIKU-
BaeMOCTbI0, TOK0OHOI nccrenoBanuio A. Batzner mpu 95% no-
BepuTeNbHOM MHTepBane (n1=952: 6,0+5,0 roga) [23].

Poccuniickue xappuoxupypru A.B. JIbIceHKO, KaHIMIAT Me-
AMUIVHCKUX HAyK, 3aBEAYIOLUI OTAEICHUEM XMPYPIUIeCKOro
JledeHusA AUCPYHKIUI MIOKapAa U CepAiedHOI HeJOCTATOYHO-
ctu ®I'BHY «PHIIX nm. akag. B.B. IlerpoBckoro» (Mocksa),
un A.B. ApaHacpeB, KaHAUIAT MEIUIMHCKIX HAYK, CEPAEIHO-
COCYAMCTBIIL XUPYPT L[eHTpa HOBBIX XUPYPrUYECKUX TEXHOIO-
it ®I'BY «<HMMUII um. akan. E.H. Memankuna» (Hosocu-
6MpCK), TaK)Ke MOENNIICh CBOUM XUPYPIUYECKNUM OIIBITOM B
neyennn I'KMII. E.JI. KocmadeBa, TOKTOp MeUIIMHCKUX HaYK,
npodeccop, 3aBegyouas kadenpoit Teparmu Nel OITK u ITTIC
®OI'bOY BO «KybaHcknit TroCyfapCTBEHHBI MeUIITHCKUI
yuuBepcuter» (KpacHomap), ocBeTuna TepameBTUYeCKNe
aCIeKThI TPAaHCIUIAHTAIUY CEePALIa B OCHOBHOM IIPY CEPIeTHON
HepgocraToyHocTy mpu JKMIIL.

JloK/Iaz 1o cep/iedHOI HeOCTaTOYHOCTH ObUT IIPECTaB/IeH
B mwreHapHoit ceccun C.H. Tepemenko, JOKTOpOM MeUIIVH-
CKUX HayK, TpodeccopoM, 3aBeAyoLM Kadeapoit KapAnono-
run GPI'bOY AITO PMAHIIO. INocnenyromuit foKmaaf 0o reHe-
tudeckuM acrnektaM [IKMII npepcraBun Michael Arad,
BeIyIINIT KapA1OJIOT ¥ PYKOBOAMTE/Ib OT/e/eH s 3a00/IeBaHMIA
MIOKapJia 1 HAC/IeICTBEHHBIX 3a00/IeBaHIIT CEPALIa B MEUIIH-
ckoM eHTpe uM. Xanma IlIn6a, mpodeccop Sackler School of
Medicine YauBepcurera Tenb-ABuba (Vspauib).

JKMII - rpymira 3a60neBaHmit, KOTOPOIL Ha KOHTpecce ObIIO
OTBEJIeHO 3HAUUTE/IbHOE BPeMsl, XapaKTepU3YIOLIasACs JyIaTa-
uett JDK, cucronuyeckoit nuchynxumeit 1 pudbposom, a kpome
toro, BCC, acconumpoBaHHOII ¢ cepfiedHOI HeOCTaTOYHOCTBIO
u rpomboambonueii [24]. CemeitHoe 3aboneBaHue HabMORACTCA
B 20-35% ciyyaeB, HepBOHAaYa/IbHO AMAaTHOCTMPOBAHHBIX KaK
unnonatndeckue [JKMII. Cemeriabie [IKMII B ocHOBHOM Ha-
CTIeYIOTCA TI0 @y TOCOMHO-AoMUHaHTHOMY Tuiy. JIKMIT rene-
TUYECKU TeTePOreHHa, B HACTOsIlee BpeMs COO0IiaeTcs o
98 renax. Ienetuueckaa puarnoctuxa JKMII upesBpiuaiino
CTIOXKHasA BCIEHCTBIE OOMBIION FeTePOreHHOCTN 3a00IeBaHMAL.
BONBIIMHCTBO TeHOTUNNYECKNX MOMTOKUTENBHBIX U TAKEbIX
CIIy4aeB IIPEeJCTAB/ICHO CIEAYOLIVIMI Y€ THIPbMSI TeHAMI: TUTIH
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(TTN) - 25% cny4aes, Tsbxenas nemb f3-muosuna (MYH?7), cep-
neunbit TportonuH T (TNNT2) u campre onacuble JKMII mpep-
CTaB/IeHbI BapuaHTamy B reHe namyH A/C (LMNA).

PasHoo6pasue renetndeckoit srnonornu JJTKMII BeisbiBaeT
pasHoobOpasHble KNMHMYeCKe GeHOTUIIBI 3a00/IeBaHMs: U30-
mposanHasa [JKMII, IKMII + muonatun, JKMII ¢ Hapymre-
HISIMIY IIPOBOJVIMOCTY, BBI3BaHHBIE IIPEX/ie BCETO MY TAIVISIMMI
B LMNA, DES mnu SCN5A. B atom crydae 3¢ ¢eKTUBHOCTS Te-
HeTIYECKOTO TeCTUPOBAHMA 0COOEHHO BbIcoKas. OOHapy>KeHIe
myTtauuu B LMNA 1o3BosiseT BbIABIATb HOCUTENEN I UX
paHHero HaOIIOEHNsSI I CBOEBPEMEHHOTO BMEIIATENbCTBA /ISt
YCTaHOBKM MMIUIAHTUPYEMOT'O KapAuoseprepa-geduopus-
TOpa BC/IEACTBIE BBICOKOTO PUCKA 3/10KAaYeCTBEHHBIX apUTMUI
[25] mpu JKMII u nHekomnakTHOM Muokapge JDK (HMJDK),
JOKMIT 1 AKMII (n3MeHeHus CTPYKTYPBI IeCMOCOM, TaMUHOB
A/C, pecmuna, myTtanuu B reHax SCN5A, PLN, FLNC) [26].

CuMIIO31yM 110 HEKOMIIAKTHOI KapMOMMOIIATUH, IIpefice-
materneM kotoporo 6buta E.H. Bacapruna, foktop Meguis-
CKMX HayK, Ipodeccop, ITaBHbIil HaYYHbIII COTPYAHUK, 3aBe-
nytomas orgenenneM kapauonorun OITAY «HMUII spopoBbsa
merei» (MockBa), TOCBAIIEH FeHETUYECKOMY 1 (PeHOTHITIYe-
CKOMY pasHOOOpa3uio 9TOro 3aboeBaHusL.

B nmoxsajie o JaHHBIM POCCUIICKOTO MHOTOLIEHTPOBOT'O Pery-
crpa nanuentos ¢ HMJDK PII. MacHMKOB, KaHAIAT MeAVIIH-
CKMX HayK, CTapILNUI1 HAyYHbII COTPYAHNUK OT/ie/a KIMHIYeCKO
Kapzionoruy u MonekynAapHoii redetuky PI'bY «HMUI] repa-
oy ¥ IpOUIAKTUIECKOI MeuuuHbl» (MOCKBa), IpecTaBuI
IaHHble POCCUIICKOrO MHOTOLIEHTPOBOT'O PETUCTpa MAIMEHTOB C
HEKOMITAaKTHBIM MIOKapIoM. B yacTHOCTH, MpoaHaM3MpOBaHBbI
TUIIBI PEMOZEIMPOBAHYISI MVIOKAp/a IIPU CeMeHBIX GopMax 3a-
6onesanns. CemeitHble popmbl HMJDK nmMeroT pasHble TUIIBI pe-
MOZI/IPOBAHNA MUOKAP/ia ¥ BAPVAHTbI K/IMHIYECKOTO TeUeHNA.
Hanbornee pacpocTpaHeHHBIM OKa3aJICsl AUIATALVIOHHBIN THIT
PeMopiepOBaHILA, peske BCTPedaIyiCh M30/IPOBAHHBI HEKOM-
IaKTHBIII MMOKApPJ, C COXPaHHOIT (paKiiyeli BBIOpOCa 11 TUIep-
Tpoduueckuit Tu. B ceMpsiX BO3MOXXHO COYeTaHME PasHbIX
TUIIOB PEMOZIe/IPOBaHMA. [IMIaTal[MIOHHBII TUIT ACCOLMMPOBAH
¢ Hanbosee TSHKE/OI KIMHNYECKOI KapTUHOIL.

ITpo6neMbl FeHeTHKY apUTMOTeHe3a TaKKe ObIIN 3aTPOHYTHI
Bo Bpems KoHrpecca. AKMII mpenicTaBisieT co60it HacenCTBEH-
HOe 3a00/1eBaHe, XapaKTepU3YIoLeecst IPOrPeCCUPYIOLIM K-
POBBIM 11 GrOPO3HBIM 3aMelleHNeM KaPANOMIOLIIITOB I BeyIiee
K KM3HEYTPOXKAIOILIVM apUTMIAM ¥ CepPIeYHON HeJOCTaTOIHO-
cru. J[Io HelaBHEro BpeMeH! CUUTaJIOCh, YTO [PV 9TOM 3a00jieBa-
HIY B IIPOLIecC BOBJIEKAeTCsI IpaBbiit xemypodek — IDK (3abore-
BaHIIe Ha3BIBATIOCh apuTMoreHHoit gucmiasueit IDK). Onrako B
IOC/IefiHee BpeMs B CBSI3M C Pa3BUTUEM I'eHEeTUYECKOI JYarHo-
CTUKU V1 OTKPBITVEM T€HOB [IeCMOCOMA/IbHBIX O€/IKOB (SIKOPHBIX
COeMHeHNIT MeXTy KapAMOMHUOLMTaMM) fokaszaHo, uto JDK
TaK>Ke MOXXET BOBJIEKATbCSI B IIPOL[ECC M MOXKET OBITH JOMIHI-
PYIOLIMM, BbI3bIBAsI BLICOKMII PUCK Pa3BUTIA SKU3HEYTPOXKAIOLINX
apuTMuiL, BeIYLIMX K BHE3aIIHOI CMepTI B MOJIOfIOM BO3pacTe
[16,27, 28].

Yacrora BcTpeyaemoctt AKMIT 1:5000 B o61meit momysis-
LU, IIPY 9TOM CJIeiyeT OTMETUTDh HEOIHOPOJHOCTD reorpadu-
YeCKOTO pacIpefieNieHns 1 60iee BBICOKYIO YaCTOTY BBIAB/ICHNUA
AJITDK B HEKOTOpBIX pernoHax. Tum HacnefmoBaHus — ayTo-
COMHO-IOMUHAHTHBIN, I OCHOBHBIMI T€HAMU, BbI3bIBAIOIINMU
60rnesusp, spisoTcs wiakoduans (PKP2) — npubansutenpHo B
40% cnyuaes, gecmornakyH (DSP) [27], necmornenn (DSG2),
necmokonuH (DSC2), mnakorno6un (JUP). Beero nanenb BKIIO-
yaeT B cebs 26 reHOB, OJJHAKO OHA ITOCTOSAHHO IIOIOIHIETCA
BC/IE/ICTBIE HEIIPEPBIBHOTO Pa3BUTH T€HETNYECKOIl YarHO-
CTUKM 3TOro 3aboneBanns [8].

JlmarHocTika OCHOBaHA Ha GONBIINX M Ma/bIX KPUTEPUSIX
MaxkkeHa, KOTopble 6bU1H TepecMoTpeHbl B 2010 T. B CBsA3M C 110-
SIBIEHVIEM M TIOCTOSTHHBIM 0OHOBIeHMeM mHbopMaruu [16].
JIMarHoCTMKa 4acTO JOBOJIBHO CTIO>KHA BC/IEACTBIE TeTepOreH-
HOCTM KJIMHWYECKOJ NPe3eHTauM, KpaliHe BBICOKON Bapua-
6e/IbHOCTY BHYTPU- U MEXXCEMEITHOI SKCIIPECCUN U HeTIOTHOI
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neHeTpaHTHOCTH. VjeHTnuKaIyst My Tanmii, CBI3aHHbIX ¢ 60-
JIE3HbI0, pPACCMATPUBAETCA KaK OCHOBHON AMArHOCTUYECKUIL
Kputepuit 3aboneBanus [29]. Takum 06pa3om, reHeTecKoe
VICC/IeflOBaHIE SIBJISIETCST 00513aTe/IbHBIM B IMArHOCTIYECKOM
npouecce. O.E. Benecraposa, Hayunbii corpygauk HKuOIl
«Kapmgmonorus» ®I'5OY BO CIIOI'Y, oT nmia rpymiibl yYeHbIX
Cankrt-IleTepbypra npencTaBuia CBOM JaHHbIE BefeHIA 60/b-
HBIX C 9TOJI )KM3HeYTpoXKaloleli maTonorue [28, 29].

B reneTyke apuTMOreHe3a K/I04eByI0 POIb 3aHMMAIOT HaC/Ie]-
CTBeHHbIe KaHa/IONATNY, TaKye KaK CUHAPOM YIMHEHHOTO MH-
tepBana QT, cuHIpoM yKopodeHHOro uHTepBana QT, cuHIpoM
Bpyraja u kaTexomamMyHeprudeckas ommMopHast sKemyjouKo-
Bas taxukapansa (KIDKT), koTopsle 4acTo XapaKTepu3yoTCs
crerimreckymy anomanusamu SKT 6o Ha ICXOTHOM YpOBHe,
60 Bo BpeMs ¢usnyeckoit Harpysku (Hanpumep, KIDKT u
LQTS), muxopapku (Hapumep, curzipom bpyraga) nin dapma-
KOJIOTMYECKOJ1 IIPOBOKALIMOHHOI IPO6bI (HaIIpyMep, CUHAPOM
Bpyrapa), Ipy 9TOM CTPYKTYPHBIX IIATOJIOTMI CepALia He HabIio-
aeTCA, ITO OCNOKHAET OCTAHOBKY IPaBMIBLHOTO JIVIaTHO3A.

[Togpo6HO 0 prcKax pasBUTHS 37I0KaYeCTBEHHBIX aPUTMMUIT
pu cuHApoMe yinHeHHoro untepsana QT pacckasan Andrea
Mazzanti, KapA110/IOT, HAyYHBIII COTPYAHUK 1a60paTOpUI MOJIe-
kynapaoit kapauonornu ICS Maugeri IRCCS (ITasus, Vtamms).

B cygae cuHpoma yimHeHHOTO nHTepBana QT reHeTnde-
CKasl [UaTHOCTUKA UTPAET PEIIAI[YI0 PO/Ib B TepameBTHIYe-
CKMX peKOMEeHJAIVAX, HOCKOIbKY IIOAXO/bI K Be[eHNI0 60Mb-
HBIX 3aBUCAT OT NOpPa)keHHOro reHa [21]. IIpornoctuyeckn
6ortee He6/IAarONPUATHO IPOTEKAIOT BAPUAHTDI 2 11 3-TO TUIIA, A
TaKOKe perjecCUBHbIe POPMBI 3a00/IeBaHNUA 1 CIyYan C KOMIIa-
yHpHbIMU (6MantenbHbiMm) MyTanyamu [30]. 9ddexTnBHOCTD
TreHeTNYeCKOro uccienoBanms cocrasnser 75-80%. Y 1/2 ue-
JIeYEHBIX U HEJUaTHOCTMPOBAHHBIX OO/IbHBIX ITEPBBIIT ApUTMU-
JeCcKuit ann3op pasBuBaetcs 1o 40 net [31]. [Ins1 meyenns Bcex
TUIIOB y/IMHeHHoro nHTepBana QT ucnonpsytorca PB-agpeHo-
6710KaTOPBI, Cpeiyt KOTOPBIX Hagoyon (oTcyTcTByeT B PD) 1mo-
Kasan Hambonbuyo sddexTuBHoCTh [32]. IIpu cunppome
yamuHeHHoro nHTepsana QT 3-ro tuma npu QTc=500 mc pexo-
MEHJI0BAHO MCIIO/Ib30BaHNe 6I0KATOPOB HATPUEBBIX KaHA/IOB,
B YaCTHOCTU MeKcuaeTuHa (Kmacc mokasarenbHoctu 1IB) [5].

ITpu nocranosxke auarnos3a KIDKT, B 0cHOBHOM BBI3bIBaeMOIt
myTtanyamu B reHax RYR2 n CASQ2, perynupyonymm BbIXOT,
Ka/IbIVIA M3 CApKOIIa3MaTU9eCKOTO PETUKYTyMa U TeM CaMBIM
perynupyromnmm cepaLebuene, HasHadeHe [3-apeHobIoKa-
TOPOB CMOXKET IPEJOTBPATUTb BOSHUKHOBEHNUE XI3HEYTPO-
JKaroIux aputMuii [8, 33]. 9P PeKTUBHOCTD reHeTHUECKOTO JC-
cnegoBaHus cocTtaBnsgeT 80%.

B cTpyKkType Hac/IeCTBeHHBIX Kap/iMOBACKY/ISIPHBIX 3a0071€-
BaHUII BOXXHYIO POJIb UTPaeT HAC/TeACTBEHHAs IETOYHAs apTe-
puanbHadg TUNEPTEH3UA, O KOTOPOIl pacckasan mpodeccop
II.A. 3areimuyukos. OH npefcTaBiI MOPHOreHeTUYECKYIO K/lac-
cudukamio 3ab0meBaHMs U PACCKA3aI O BOSMOXKHOCTI IIPH-
MEHEHNs TeHOTUIIMPOBAHMA B KadeCTBe CBOeOOPas3HOIl Moe-
Ky/ISIPHOIT OMOIICUM TIPU peLiecCUBHOI popMe 3ab0/eBaHML.

Baxnerimieit TeMoJi cTaza TeMa IPaBUIbHON MHTEpPIpeTa-
LMY TeHEeTUIECKOTO VICCTIEJOBAHNA U MPAKTUIECKOTO IpH-
MeHEeHNA TeHeTUYeCKOIl AMarHOCTUKM, KOTOPYI0 OCBETUIA
H.A. Connuesa, cekperapp HJIKI.

TeHeTIYeCcKMe VICCTIEIOBAHYIS TP IIPABJIBHON KIMHIYECKON
MHTEPIIPETALMN B TAO0PATOPYSIX, MMEIOLIVX TOCTaTOYHYI0 6asy
JAHHBIX ALIEHTOB C HAC/IE[ICTBEHHBIMY Kap/IMOBACKY/IAPHBIMU
3a00/IeBaHIsIMY, JAI0T BO3MOXXHOCTH OIPEJe/NUTh IPOrHO3
TedeHus 60/Ie3HN [yIs TPOOAH/A U POACTBEHHIKOB, 3HasI [1aTO-
TeHHbIJI BapUaHT, IPUBENIINIT K pasBUTHIO 3ab0neBanusA. 1o
KIMHUYECKOJl KapTUMHE TaKoe CHeJaTb C/IOXHO, Y4MUThIBas
3HAUYNTE/IbHYIO TeTePOreHHOCTD 3a00/IeBaHsI, OTCYTCTBIE YaCTO
CeMeIfHOTO aHaMHe3a, a TaK)Ke HeBO3MO)XKHOCTD OTIpefIe/IeHI
5-JIeTHETO IIPOTHO3Aa 3-3a MEHAIOIENCA KIMHNYECKON KapTUHBI
60omnesHn. Kpome Toro, NosBIIacCh BO3MOXXHOCTD C MICIIONb30Ba-
HyeM 0a3pl JAHHBIX OLIEHUTDb BpeMs [OCTAaHOBKM [IYIarHO3a, a
TaKOKe CTENeHb IIPOSB/ICHIIS TeX VIV MHBIX K/IMHIYECKIX CUMII-
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TOMOB (HaIpyMep, CTelleHb IUIIEPTPODUN MEXKIKETYFOUKOBOII
neperoponku JUK, crenens ynmuenns QT na 9KI, crenens -
mararyn JDK n 1.1.) [34]. IIpoBeneHe reHeTHYECKOI fUarHO-
CTUKU B CIeUMaIN3MPOBAHHBIX TAO0PATOPUSIX BOLLUIO B PYKO-
BogcTBo o ['KMIT kak kmacc gokasarenbaoctu 11C [3].

OcHoBHas mpobieMa cpefy KapfuoIOroB 3aKIKYaeTcsl B
OrpaHNYEeHHON CIIOCOOHOCTHU MHTETPUPOBATH FEHETUYECKYIO
MHPOPMALUIO B CXEMBI JIEY€HNsI AIMEHTOB C HAC/IEACTBEH-
HBIMM Kap/iOBaCKY/IAPHBIMU 3a00/IeBAaHNAMY U CTPATUDUKA-
LM PUCKOB M KOJIMYeCTBEHHOIT oneHKy pucka BCC [6]. ITo
9TOJ NPUYNHE TeHeTUYecKre 1abopaTopum JO/DKHBI MMETh
KIVMHNYECKIX Kap/INO/IOr0B, KOTOPbIe MOTYT JaTh IPaBU/IbHYIO
MHTEPIIPETALNIO TeHeTIYEeCKOTO MCCIeOBAHs, YTOOBI IIpuMe-
HUTB €ro K KIMHUYECKOI MpakKTuKe. Takke HE0OX0AMMO 1Ipo-
BOJUTD CEMEIHBII CKPUHIHT 3a00/IeBaHNS ¥ POACTBEHHIKOB
npy 06HApY)KEeHUM MATOTEHHOTO BapMaHTA /I PAHHETO BBI-
SIBJIEHUs HOocuTeelt U npenoTBpaienns BCC. PanHee BbisiBe-
Hle HOCUTeJIell ONIPaBJaHO SKOHOMIYECKI I IICUXOCOLMAIBHO.
3[0pOBbIe POACTBEHHNKI-HEHOCUTEIN JO/DKHBL OBITh MICKIIIO-
YeHbI U3 [Ja/IbHeNIIero HabmoIeHus.

Enje ogHMM 671eCTAIMM pe3ynbTaToOM KOHTpecca CTano 06b-
eIVHEeHVe YCU/INI TeTCKVUX U B3POCTIBIX KapAMOIOToB, YTO IIPO-
M30IIIO BIIEPBbIE HA 9TOM KOHTpecce. BayKHOCTD 00befiHe IS
ycunmit 6buta 03BydeHa M.C. Xaprnan, KaHAUATOM MeIUIVIH-
CKUX HayK, BeflyIIMM Hay4HBIM COTPYJHUKOM OT/ie/Ia Hapylie-
Huit ceppevynoro purma u nposopumoctu GPI'BY «HMMUI] re-
paruu 1 TpoduIaKTIIecKoi MeaniHb» (MockBa).

ITo ompenenennio BcemnpHoit opranmusanmm 3EpaBooxXpaHe-
HVSI BCe XpOHMYECKUe 3a00/1eBaHyst TPeOYIOT HEeIPEPbIBHOTO
HaOmozienns [35]. Kypaiust Takux Hac/eicTBeHHBIX 3a60/IeBa-
HUIT, KaK KaHa/lomaTuy, TpedyeT IpeeMCTBEHHOCTH PaboThl
MEXJY JeTCKMMI ¥ B3POC/IBIMU KapAyooraMu u GpopMupoBa-
HUS CUCTeMbI OKa3aHs1 IIOMOILIM MTallyieHTaM ¢ OpGaHHBIMY 3a-
6onesanusamu [36].

BeneHye manyeHTOB C HAC/IeNCTBEHHBIMM apUTMIUAMU BO
B3POCTIOM BO3pacTe TpebyeT: KOPPEKIMY TePAINY B 3aBUCHMOCTI
OT M3MeHeHNsI K/IVIHNYEeCKOI KapTUHbI 3a00/IeBaHMsI 1 aHTPOIIO-
MeTpPUYECKIX TapaMeTPOB IALVEHTOB; 0OCYX/AEHNs C HAlieH-
TaMI1 YKEHCKOTO T1071a 0COOEHHOCTET! BefleHNsI 6epeMEeHHOCTH; Ce-
MEIHOTO CKPUHJHTA; T€HETUYECKOTO TeCTUPOBAHNA B CIydae
OTCYTCTBYsI BepU(UIMPOBAHHOTO T€HOTHIIA, @ TAKXKe CBOEBpe-
MEHHOTO TeCTUPOBAHV aHTHAPUTMIYECKIX YCTPOJICTB U KOHT-
POJIsL CPOKOB VX 3aMEHbI; 3HAHUS 0COOEHHOCTEl IIPOrpaMMIUpO-
BaHN VIMIUIAHTMPYEMOTrO KapanoBeprepa-fedubpuisitopa y
IAL[VIEHTOB C IIEPBIYHBIMY 3/IEKTPUYECKIMI 3200/IEBAHVISIMIL

B anBape 2021 r. B MocKBe 3aI/1aHMPOBaHO IPOBeJeHNe BTO-
poro koHrpecca «leHeTuka u cepaue». ViHpopmanusa o6 stom
KOHTpecce ¥ PerucTpalys Ha Hero CKOpo MOsIBSITCS Ha OOHOB-
JIeHHOM caifTe www.nlcg.ru
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