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KniH4Ha ta reHetndHa
reTepOreHHICTb AunarauinHol
Kapgiomionarii. Ormnsan

Haseneno orssin mitepatypaux naykoBux mkepen aannx MEDLINE na mmratdopwi
PubMed, Web of Science, Scopus mozo anatariitnoi kapaioMionartii 3 akiieHTOM Ha
KJTiHIYHI Ta T€HETUYHi acreKTH. 3 YpaxXyBaHHIM €TiOJOTiYHOTO MOXOJKEHHS TIpes-
CTaBJIEHO Pi3Hi KyiacuikaIliiiHi kKaTeropii ypakeHb MioKap/ia — HECHHAPOMHA KapJIio-
Miomnarist, HabyTa (BTOpMHHA) KapaioMionarisi, CHHAPOMHa Kapaiomionaris. Hasenerno
CydyacHe BU3HAUEHHS MUJIATAIliHOI KapioMioNartii BiIMOBITHO /10 peKOMEHIAIIIi MiXK-
HapofHUX ekcrepTiB. [Ipumiseno yBary KOMITIOHEHTaM KapiiOMiOIIUTIB, SKi BaKJIMBi
II7IST TeHepallii Ta TPaHCMICil eHeprii, BUKOHAHHS MeXaHIYHNX 1 CUTHAJIbHUX (PYHKITIH,
MATPUMKH eJIeKTPOTITHOTO ToMeocTasy. [logano mepestik reHis, 10 KOAYIOTh KOHTPaK-
TUJIBHI TIPOTEIHY Ta iXHi PETYJIAIIITHI eJleMeHTH B KOMIIOHEHTAX CAPKOMEPiB, Z-UCKiB,
IIUTOCKEJIETIB, IECMOCOMAX, IOHHIX KaHAJIaX KapAiOMiOIUTIB. ¥Y3araJbHeHO POJIb HaTo-
TeHHUX BapiaHTiB reHiB, aCOIINOBAHNX i3 MeXaHi3MaMH, 1[0 BHOCSATH BKJIA] B iHIIliaIliTo0,
KJTiHIYHY MaHidecTalliio Ta TPOTHO3 AWJATAIiiTHOI KapaiomiomnaTii. PosrisguyTo mpu-
YUHHO-HACJIIKOBI 3B’SI3KM MY Talliil BiZITIOBiTHIX TeHiB 3 PISHUMU KJIIHIYHUMU CII€HaPi-
SIMU IAJIATAIIHHO] Kap/[ioMioTaTii: MoYaToK 3aXBOPIOBAHHS, CTPYKTYPHI 3MiHH MiOKap-
IIa, aDUTMOTEHHI YCKJIaJHEHHSI, IPOTPECYBaHHs ceplieBoi HemoctaTHOCTI. [eHeTmaHumit
aHaJli3 HabyB PoJib CTUMYJIY JJIs 30aradeHHs KiacugikaniiiHoro crekTpa Kapaiomiora-
Tili 3aBISIKN CTBOPEHHIO HOBUX TepMiHiB. [lo cienmdiunnx gopm kapaiomionariii 3apa-
XOBaHO JIeCMOTIIaKiH Kapaiomionariio, RBM20 kapaiomionariio, jamiHomaTifo Ta iHTII.
Binsznaueno aprymeHTartiio Moo MOJAIBIIOTO BIPOBAKEHHS B KIIHIYHY TPAKTHKY
METO/IiB TEHETHYHOTO TECTYBAHHS 3 METOIO TI€PCOHIhiKOBAHOTO MEHEKMEHTY MAaIli€H-
TiB i3 KapiOMiONAaTIsSIMUA Ta CBOEYACHOI i/leHTH(iKAaIlli YNHHUKIB PU3UKY 3aXBOPIOBAHHS
B WIEHIB IXHiX POAMH Ha JOHO30JIOTIUHIN CTAIil.

Kntoyosi cnosa:
kapgiomionarii, knacudikauia, gunaradinHa kapgioMionaris, MONeKynsapHi MexaHiamu,
reHu.

Knacudikamiitni kateropii kapaiomMionariii

Kapmiomiomnarii mpecTaBiaeHo IPYyIoO0 3aXBOPIOBAHb i3 TPOBITHUM CHH/IPO-
MOM CepIeBOi HEJJOCTATHOCTI Ta 3arPO3JUBUMMU JJIS KUTTS MIJIYHOUKOBUMHA
aputMigmu. BuineHHs TUmiB KapaioMionaTiii IpyHTYBalIOCs, OKPIM KJTiHIY-
HOTO cIleHapifo, Ha MOPQOJIOTIYHNX XapaKTEePUCTUKAX CepIlsl — TimepTpodii
IIJIYHOYKA JIiBOTO Ta,/ab0 MPaBoro, AUIaTallii MJIyHOYKa JIiBOTO Ta,/abo TpaBo-
ro, HeileMiuHuX pyOIliB MUIYHOUKIB 1 GYHKIIOHAIBHUX MOPYIIEHHSIX CEPILT
(rio6anbHa ab0 perioHaIbHa CUCTOJTIYHA TUCHYHKILIS MIJIYHOUKA, AiaCTOJIYHA
PECTPUKTUBHA ANCGHYHKITA MIIYHOUKA). Y HACTaHOBI €BPOIEiCHbKOTO TOBa-
puctBa Kapaiosoris 2023 p. HaBeleHO TaKi KiacugikaIliiiHi KaTeropii Kapio-
Miomartiii: KiracuvHi (heHOTHTHN — TrimepTpodivHa, TUIaTaIliiiHa, PeCTPUKTHB-
Ha, apUTMOTEHHa KapioMiomnaris mpaBoro nuryHouka. HoBum (eroTUIOM
€ HefUJIaTaIlliiHA Kap/AioMiolaTis JIBOTO MIJIYHOUKA; O3HAKU Ta CUHIPOMH,
acoriiifoBani 3 (heHOTUIIAMU KapaioMionatiii — rimeprpabekysitist (HEKOM-
MaKTHICTD) JIBOTO MIIYHOUKA, TAKOIyOOCHHAPOM [4].

3aBASIKH BIIPOBA/IKEHHIO MYJIBTUMOIATHHIX METO/IIB Bi3yasrisallii cepiis Ta
MOJIEKYJISPHUX TEXHOJOTIH, 110 JAI0Th 3MOTY BUBUUATH MPUINHU yPaKEHHS
MioKap/ia, 3araJbHONPHUITHSTI HO30J10TiuHI (hopMu GYJI0 TOTOBHEHO HOBH-
MU TUIIAMM 3 ypaxyBaHHAM ix eTtioJiorii. IIpuaaTHOIO 711 BUKOPUCTAHHS
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B KJIIHIYHIN TMPaKTUIl € ajaliTOBaHA y3arajJbHeHa
etioJioriuna Kaacudikaiiiio, po3pobieHa Ha IiacTaBi
peKOMeHIAIli i TPOBITHUX €KCITEPTIB MIX>KHAPOIHUX
YCTaHOB.

Emionoziuna xnacugixayis xapoiomionamii
Hecunapomnua
- JIAJaTalliiiHa
- rinmeprpodiyHa
- PECTPUKTUBHA
- apuUTMOTeHHa
- Habyta (Bropunma)
- imemMivyHa
- TinepTeH3WBHA
- KJIamaHHa
- 3amajbHa
- MetabosiuHa
- TOKCHUYHA
- eJIEKTPOJITHA
- CunzapomHa

- cuHApoM baprta

- cungpoM Kapsaxaims

- MIOTOHIYHA AUCTPOPis
- cunjpoM Hynan Tta iH.

Ta6bnuusa 1. CuHapomHi kKapaiomionartii

Y nactaHOBI €BpOIECHKOTO TOBAPUCTBA Kap-
niogtoriB (2023) kmacuyni popMu Kapaiomionatiii
BiIHECEHO 710 HECUHAPOMHOTO MOHOTE€HHOTO THILY,
SIKi XapaKTepu3yloThCd i30JIbOBAHUM YpaKeHHSIM
mepeBakHO JIiBOr0 abo TpaBoro muryHouKa [4].
Monynsaropamu heHOTUIIOBOI MOPGOGhYHKITIOHATD-
HOI eKcIipecii KapioMionaTiil y BUTJISAI TillepTpo-
ii, munaramii, AcyHKIIi TIITYHOUKIB € 3aXBO-
PIOBaHHsI cepIist, ToMy OyJI0 BUiJeHO HaOyTi (BTO-
puHHi) THTH (iMIeMivHa, TinepTeH3WBHA, KJIalaHHa
KapjioMionarist). 3amajibHi Ipolecu, iHgekIii,
MeTaboutiuHi possaau (Tiro/TinepTupeos, akpomera-
JIist, O;KUPIHHSI, ITyKPOBUI iiabeT), TOKCUYHI BILJIMBU
(asKkorob, HAPKOTUKH, TICHXOTPOITHI TIpenapary,
XiMioTeparrisi), aBTOIMyHHI 3aXBOPIOBaHHS (CapKo-
/103, CUCTEMHWI YePBOHWH BOBYAK ), €JIEKTPOJIITHI
nopyiieHHs1 (TimokambIlieMis, rimodocdaremis),
nediuT MOXKUBHUX cy6CTaHuif/’I (tiamin, ceseH,
KapHITWH), 3HauHi (Di3WYHI HaBaHTA)KEHHS HaJle-
JKaTh /10 MPOBOKAIIMHUX YWHHUKIB KapioMionarii,
SIKi PO3TJISIIAIOTH SIK HAOyTi (BTOpUHHI) THIN [4].

CunzapoMHi KapaioMionaTii BiTHOCSTH 10 MyJTBTH-
CUCTEMHUX 3aXBOPIOBAHb, 1110 BUSIBJISIOTHCS CYKYTI-
HICTIO Kap/iaTbHUX YpakeHb 3 TIOJIOPTaHHNUMH

HosonoriyHa ¢phopma YpaxxeHHs cepus

MoniopraHHi BUsBK

- OunaTauinHa kapaiomionaTis

+ HekoMnakTHICTb NIBOro LUNyHOYKa

- linepTpodhivHa kapgiomionartis
- ®ibpoenacTod eHagokapaa

- LnyHo4koBi apuTMmii

- PantoBa cepuea cmepTb

CuHapom bapta

- HentponeHis
- CkeneTtHa mionaris

- OunaTauinHa kapaiomionaris
- WWnyHo4koBi apuTmii
- CepLeBa HeocTaTHICTb

CuHgpom Kapeaxans

- LLlepctncTo-ky4epsise Bonoccs
- linepkeparo3s
- Kepatopepmis

- OunaTtauinHa kapaiomionaris
- CyHKONanbHi Hanagu

- CepLeBa HeocTaTHICTb

- LLnyHo4koBI apuTMii

- PantoBa cmepTb

MioToHi4yHa ancTpodis

- 3aTpuMKa i3NYHOrO Ta KOrHITUBHOTO PO3BUTKY
- CeHcoHelpanbHa rnyxoTa
- YpaxxeHHs1 M'A30B0i Ta AnXanbHOi CUCTEM

- linepTpodhivHa kapaiomionartis

CwuHgpom HyHaH ;
AP y - CTeHo3 nereHeBoi apTepii

- Manui 3pict
- dncmopdoiam obnnyys
- Ky4yepsse Bonoccs

iiozonga—GD% i - TinepTpodivHa kapaiomionartia
[1 ﬂz]p P - CeplieBa HefoCTaTHICTb

+ AHriokepaTomm

- AkponapecTeaii

+ MOMYTHIHHSA poriBkK

- Minorigpos a6o aHrinpo3
- MpoTeinypis

- XpoHivyHa xBopoba HMPOK
- Fnotnpeos

XBopoba Hakcoc
- PantoBa cepueBa cmepTb

- ApuTMOreHHa Kapgiomionartis mpaBoro LUNyHo4Ka

- LWepctuncte Bonoccs
- [JoNOHHO-MIAOLLOBHWI rinepkepaTo3
- AHOManis HirTie

- linepTpodivHa kapaiomionaris

XBopoba [JaHoH 2 o .
- QunartaujnHa kapaiomionartis

- M’a3oBa cnabkicTb
« MMirMEHTHWI PEeTIHWUT pO3yMOBa BIACTaniCTb

AL-aminoinos (nepBuHHMIA) - PeCTpuKTMBHA kapaiomionaris

- XpoHivyHa xBopoba HMPOoK
- [HoeKUiHI ycknagHeHHs
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BUSBAMHM, $IKi YaCTO MEPEBAXKAIOTh y KIIHIYHIN
Mmanidecrariii (tabur. 1).

JliarHOCTUKY KapAioMionaTiil i BiHeCEHHS OKpe-
MUX THUIIB /10 TIEBHOI KJacuiKarmiifHol KaTeropii
MPOBOSATH HA TiACTaBI KOMILJIEKCHOTO KJIIHIYHOTO
Ta IHCTPYMEHTAJBHOTO OOCTeKeHHs. BasKamBuUMM
JIOCSITHEHHSIMU 'y BU3HAUEHHI iHiIlialli, maroreHe-
3y Ta KJHIYHOrO mepebiry kapmaiomionariii cui
BBaKATHW T€HETUYHI JOCTIKEHHS, TPUCBSUEH] i
TIaTOJIOTII.

TeneTnyHi 10CTiZKEHHS

JAJIaTaIliitHOI KapaioMionarii

IIpu 3acToCcyBaHHI METO/IB TEHETUYHOTO aHAJII3Y
BCTaHOBJIEHO, 1110 Kap/AioMiomnarii MaloTh TeHETHY-
Hy a6o HaOyTy eriojorito. s knacuyaux Gopm
KapIioMionartiii y JiTepaTypi ONUCaHI TPAIUIliliHI
TUTN YCIAAKyBaHHS, MPUTAMaHHI MOHOTeHHUM
0O3HaKaM, 30KpeMa, aBTOCOMHO-/TOMiHaHTHU, aBTO-
COMHO-PelleCUBHUHN, X-34eIlIeHUH, 3 PI3BHUMU 0CO-
GIMBOCTAMU IEHETPAHTHOCTI Ta €KCIPECUBHOCTI
[21]. Takoxx BumineHi criopaawmyHi Kap/ioMionarii
3a HEBU3HAUEHOTO ciMeliHOTO aHamHe3y. Bimomi
FeHeTUYHI aHOMaJIii, 10 CIIPUYUHSIOTH CUHIPOMHI
Kapmiomiornarii, TpuBac ix BuBueHH:1. OkpeMi hopMu
KapzioMionariil, iki BBaKatoTb BTOPUHHUMM 11010
POJIi 30BHIIIHIX YNHHKKIB a60 KOMOPOIAHOI IaTOJI0-
Tii, TAKOK MafOTh TeHETMYHY KOMITOHEHTY. [eHeTHaHa
CXUJIBHICTD Y JIESIKMX OCI0 CIIPUUYKMHSIE MOSIBY Ta PO3-
nmpeHHs (heHOTUITy Kap/ioMiomnaTii 3a HagBHOCTI
crienupivHUX TPUTEPHUX areHTiB.

IIporpecuBHUM HaINpsSIMOM BUBYEHHS KapAioMio-
TaTiil ¢ BBasKaTH BIPOBAKEHHS HOBITHIX JIOCTi-
JUKEeHb, IO PO3MUPUIN 3HAHHS TIPO CTPYKTYPY Ta
$yHKIIIi cepIid, MEXaHOCEHCOPHI MeXaHi3MHU, TPaH-
CHSIINHY PeryJisiiiio, y3roIKeHHs MpoleciB 30y-
JUKEHHST Ta CKOpOYeHHs M’s13iB. Ha mizicTaBi ganmx
HoraOJI€HOT0 BUBYEHHS apXiTEKTOHIKM ceplls Ta
MPOTEiHIB KapliOMIOIUTIB, X pEryIsTOpHUX, Hiome-
XaHIYHNX | CUTHAJIBHUX (DYHKIIIi CTBOPEHO HOBITHIO
MOJIEKYJISIPHY KOHIIEMIIif0 MaTo(hi3ioNoriyHUX MPo-
1eciB npu (hopMyBaHHi Kapiomionariii [5].

Kapaiomionatii po3risjaioTh SK TaTOJOTIIO
M’SI30BUX KJIITHH po60OYOTro MioKapa — KapaioMio-
IIUTIB, IO BOJIOAIIOTH (DYHKITIEI0 CKOPOTIUBOCTI 32
PaxyHOK 3/IaTHOCTI KOHBEPTYBATH XiMiUHY €Heprio
B HAacoCHY (yHKIIi0 cepilst. KapaioMionnT, Sk OCHOB-
Ha CTPYKTYpHA Ta (DYHKIIOHATbHA OIUHUTIS CepIie-
BOi M’sI30BOi TKAHUHM, Ma€ CKJIJHY OYI0BY 3 HasiB-
HICTIO T1JIa3MOBOI MeMOpaHu — capKoJieMu. Bibiry
YaCTUHY M'SI30BUX KJITHH CTAHOBJISITH MioiOpuiiu,
SIKi MICTATH TPOTeinW (MiO3WH, TPOTIOMiO3WH)
i KoMmILIeKC GiJIKiB TpOIOHiIHY (TpornoHiH I, TporoHiH
T, rporionin C), a Tako:X Yy MEHIIIH KiJTbKOCTI iHIITi
nporeinn. CTpyKTypHa oauHuIST Miodibpua —
capkoMmep, SKUH € OCHOBHUM CKOPOYYBAJIbHUM

eJeMEeHTOM M'S30BOr0 BOJIOKHA. BcTaBHI Auckm
CKPITLTIOIOTh B capkoMepax Miodimamentu [40].
Y MexaHiqHOMY CIIOJIYY€eHH] KIITUH OePYTh y4acTh
JIECMOCOMU — MIXKKJIITMHHI KOHTaKTH, 110 3a0e3-
MeYyIOTh 32 PaXyHOK 3B’SI3yBaHHA 3 MPOMIXKXHUMU
MiodisaMeHTaMi CTPYKTYPHY IIJIICHICTh KJIITUH
MiOKap/a, Ha sKi /i€ MeXaHiuHe HaBaHTaKEHHS.
[uromnmazma M’ I30BUX BOJOKOH i KJIITHH MTPEICTaB-
JIeHa CapKOTLJIa3MoI0, 1110 BUIIOBHIOE MPOCTIP MiXK
Miodibprmamu Ta MiodiJaMeHTaMu, 3 HASBHICTIO
CKJIQJIHO1 cucTeMU opTraHesa (capKoIljia3MaTUYHa
citka, abo peTukyaym). Y CKIaai capKOMEPHOIo
IIUTOCKEJIeTa BUSIBJIEHO IPYILy OLJIKIB, 110 BilirpatoTh
IIPOBi/IHY POJIb Y BUKOHAHHI MEXaHIYHUX 1 CUTHAJIb-
HUX (YHKIH, TOOTO BiANOBiZAIOTH 3a rI00AIbHI
dynxmii ceprs [17].

Hanzsuuaiino BaxkauBe 3HAUEHHS MA€ HAYKOBO
JOBeleHnit (haKT, M0 TeHN KOAYIOTh KOHTPaKTUIbHI
MIPOTEIHM Ta iXHI PEryJAIiiiHI eleMeHTU B KOMIIO-
HEHTAaX CapKOMep, IeCMOCOM, Z-IWCKiB, TTUTOCKe-
JIETiB KapAioMioIuTiB, ioHHUX KaHamax (TabJr. 2).

3a ocTaHHi IECATUIITTSI OYJI0 TOCATHYTO 3HAYHO-
T'O TIPOTPeCy B BCTAHOBJIEHHI TEHETUYHUX TTOPYIIEHb,
SIK TIEPBUHHUX €TIOJIOTIYHUX (haKTOPiB, 10 BU3HA-
YaIOTh MATOTEHETUYHY TIaThOPMY KapIioMionaTiii.
3a manumu 1myOsrikaiiii, 3 KapaioMionarissMu 3ara-
JIOM aCOI[IOETHCS BEJINKA KIIbKICTb TeHIB, B IKUX

Tabnuuga 2. MNpoTeiHn Ta perynsTopHi reHn KapaioMioumTiB

MporteiH leH Jlokanisauis
TartuH TTN Capkomep
BAG3 BAG3 Z-OncK
[ecmonnakiH DSP [ecmocomum
@inamin C FLNC Z-anek
Namitn A'i C LMNA Lintockenet
HecmiH DES Lintockenet
B-Mio3nH BaXkkMx naHLioris MYH7 Capkomep
Cepuesuin TponoHiH C TNNC1  Capkomep
CepLeBuit TPOMOHIH T TNNT2  Capkomep
CepueBuin TPOMOHIH | TNNI3 Capkomep
?:jngH;%Z;He;KM MYL3 Capkomep
CepueBuit oo akTH 1 ACTC1  Capkomep
o~ TPOMOMIO3MH TPM1 Capkomep
docgonambaH PLN g:f;f;;;;hﬂamwm
PHK-3B’a3yBanbHuii mpotein 20 ABM20  loHHi kaHanu
MpoTeiH 5 HatpieBmx kaHanis  SCS5A  |oHHI kaHanu
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imeHTUdIKOBAHO 10 TUCSAYl BapiaHTIB MyTallii, 1110
BKa3y€ Ha Pi3HOMAHITHI MOJIEKYJId Ta LJISIXH, 110
BUKJIMKAIOTD AUIATAIIHY, TiepTpodiuHy, peCTPUK-
THUBHY Ta apUTMOTEHHY KapjiioMionarii, i30J1b0BaHi
KaHaJIONATIi Ta CUHPOMHU 3 3aJIy4eHHsIM cepis [ 13].
[loBeneno myTartii crieruiyHUX TeHIB K TPUTEPIB
MMPOAPUTMOTEHHOI aKTUBHOCTI CEPIlST Ta TillOKiHe-
TUYHOTO MiOKap/a, TOJIOBHOIO KJIIHIYHOIO O3HAKOIO
SIKUX Y XBOPUX 3 Kap/IiOMiONaTisSIMU € ceplieBa HeZlo-
cTaTHICTB, sKa moTpedye TpaHcianTaiii cepis [ 10].

Cepen ypaxeHb Miokapaa 0coOIMBe Miciie Toci-
nae aumaramiitaa kapaiomionarisa (JJKMIT), ska 3a
TOIIUPEHICTIO Ta HECHPUSTIUBUMHU KIIHIYHUMUA
HacJiIKaMU TiepeBaka€e iHI TUNU KapioMiora-
Titl. 3rizmHo i3 cyyacHumu ganumu, JKMII — 1e
3aXBOPIOBAHHS CEPIls, TOJOBHOIO O3HAKOIO SIKOTO
€ JuJarailist JiBOTO IMIIYHOYKa Ta ryobaibHa abo
peTioHahbHA CUCTOMIUHA AUCHYHKIIISA, IO He TosIC-
HIOIOTBCSI AHOMAJTbHUM TeMOANHAMIYHUM TIIepe-
BAHTAKEHHSIM YHACJIJIOK apTepiaJIbHOI rinepTeHsii,
HaOyTHX KJalmaHHUX Baj abo KopoHapHoi (imme-
MiuHOi) XBopoOu cepris [4]. Y xBopux Ha JJKMII
v 30—35 % BUMAJIKIB BUSBIEHO TeHETHYHI Ie(DEKTH,
Kl oxoIuTiooTh moHax 10 reHHUX OHTOJIOTIH, IO
MIPE/ICTABJSIOTh CKJIQMHY Ta Pi3HOMAHITHY TeHe-
TUYHY apXiTeKTypy [49]. YcraHOBIE€HO TeHEeTHYHI
naroreni Bapiantu y 6m3bko 30—50 reHax, siki
KOJLYIOTb OLIKH capKOMepa. IIATOCKETIETa, IECMOCOM,
Z-1CKiB, I0HHUX KaHaJiB, nmoB’sa3anux i3 JJKMII,
MOXKJIUBO, 4Yepe3 IMOoJIireHHi K0M6iHaTopHi Mozesi
[36]. O6roBoproeThest, siKi 3 IMX TEHIB IOIIJIBHO
PEKOMEH/1yBaTH JIJIsI KJIIHIYHOI TPAKTUKU K KpUTe-
pii kopekTtHoi Aiarnoctuku JIKMII i mudepenmiitaoi
NIaTHOCTUKY 010 (heHOKOITi 1.

3a pesyJbraTaMu aHATTI3y HAYKOBUX MyOJTiKaIliii,
MPUCBSYEHUX KJTiHIUHI{ 3HAUyOCTi 51 Tena, acolri-
itoBanoro i3 JIKMII, nokasoa 6asa Gysia B 19 reHiB
(ocTaTOYHUM, CUABHUIAL, TOMIPHUN, OOMEKeHUI
piBeHb mokazoBocti) [26]. Takox mpezacraBieHa
TpyTa TeHiB i3 BiAICYTHICTIO KOpesAlil 3 ¢eHoTu-
noMm JIKMII i rpyma reHiB, piBeHb J0OKa3iB SIKUX
CIIPUYMHUB CYTIEPEUKN. 3 OCTATOYHUM Ta CUJIbHUM
piBHeM noka3iB kiacudikoBani 12 reniB (BAGS3,
DES, DSP, FLNC, LMNA, MYH7, PLN, RBM20,
SCNSA, TNNC1, TNNT2, TTN), 7 TeHiB BiJHECEHO 10
TpyTH 3 TOMipHUM piBHEM 0Ka3iB (ACTC1, ACTNZ,
JPH2, NEXN, TNNI3, TPM1, VCL). 3a pe3yibra-
TaM¥ TIOPIBHAJIBHOTO aHAJIITUYHOTO JOCJI/IZKEHHS
pes3yJIbTaTiB HAyKOBUX IOITYKiB, 3a3HaveHi 19 renin
CTaHOBJIATH COJIAHY 6a3y A/ KIIHIYHOI TPaKTUKI
Ta PEKOMEHAYIOThCS [JIT BKJIOYEHHSI [0 TaHei
TeHEeTUIHOTO TECTYBAHHS /IJIT BUSHAUEHHS Y XBOPUX
€TIOJIOTIYHOTO MiarHO3Y, MPOTHO3Y IIOA0 YCKJIAI-
HeHb, TTpoBeZieHHs cTpatudikarii pusnky JKMII
B acMMIITOMHUX 0ci6 [26]. ¥V pekomenmarisx ESC
2023 poKy MiCTUTBCS TIEPEJIiK TEHIB, aCOTIHOBAHUX

i3 MOHOreHHUMM KapAiOMIONATiSIMM, IOAIOHIMM
(penormmamu, 1o BHOCATH BRIy po3BuTok I KMII
(TTN, BAG3, DSP, FLNC, LMNA, MYH7, RBM20,
TNNT2, DES, PLN, SCN5A, TNNC1, TNNI3) [4].

ITen TTN nokanisyeTbcss Ha XpoMocomi 2 Ta
KOJy€ HaiOLIbIINII TIPOTEiH JIIOAMHU — TaiTHH,
SKUN € CTPYKTYPHOIO Ta (DYHKITIOHATBHOIO OJU-
HUTIEI0 capKoMepa TMTOCMYTOBaHUX M s3iB. [ooBHA
(yHKIIST TAUTUHY TOJISITaE B 3a0e31edeHHi, mopsij
3 KoJjlareHoM, (islaMeHTaMu, TTACBHOI Ta aKTUBHOI
(yHKIIii KapAIOMiONUTIB, TeHepallii eHeprii 3a paxy-
HOK KOMILJIEKCY TaTHH, CeplieBUii a-MiO3MH 1 aKTUH
[9]. Cepen renis, 3anyuenux y poszsutok JKMII,
TTN Bigirpae LUeHTpPaJbHY POJIb YHACJIi/IOK BTPY-
YaHHS B CTPYKTYPHI BJIACTHBOCTI Ta OioMexaHiyHi
(byHK11ii capkoMepiB TOCMYTOBaHNUX M'5131B, IPOTIECH
BHYTPIITHBOKIITUHHOI curHasisaiii [30].

Tereposurotuuii BapianT Mmytanii reHa ITTN
(TTNtv) tpamsietbest B 15—20 % sunakis JIKMII
SIK B aMOYJIATOPHUX XBOPHX, TaK i B CTAI[lOHAPHUX
XBOPUX Ha TepMiHaibHIN cramii xBopobu [20].
D. Kellermayer 1 CITiBaBT. TIPOBEJU JOCJI/KEHHS
3pa3KiB, OTPUMAHUX B Pe3yJbTaTi TpaHCIJIaHTAIlii
ceprid, y 127 wiiHiuHO imeHTU(IKOBAaHUX XBOPHUX
Ha /IKMII i3 3acTocyBaHHSIM CeKBEHYBaHHS, TeJlb-
esiekTpodopesy, BecrepH-6/10T aHaIi3y, MiKPOCKOITii
3 BUCOKOIO PO3/IIJIBHOIO 3/TATHICTIO JIJIs1 BCTAHOBJIEHHS
CTPYKTYPHUX Ta (DYHKIIOHATBHUX HACTIIKiB My TaIlii
rena TTN y Burnani Bapianta TTNtv [28]. ABtopu
BusiBusin TTNtv y 15 % 3pas3kiB KOTOPTH XBOPUX Ha
JAKMIL edbextruii TTN cTpyKTYPHO iHTETpyBaBCs
B 3'€[THAHHS CapKOMepiB, 1110, MOXKJIHNBO, CYIIPOBO-
JUKYETBCS TTOPYIIEHHIM MEXaHOCEHCOPHOI (hyHKIIII,
sIKa 3arryckae kackan MaHidecrartii JIKMII. Ha miz-
CTaBl aHAJI3Yy Pe3yJbTaTiB MOCHITHUKA BBAKAIOTH,
10 TTNtv € OCHOBHOIO TIPUYMHOIO CIMEMHOI Kap/Iio-
miomaTii. Ontax Bapiant TTNto HasiBHuiA y 1 % oci6
3/I0POBOI TIOMYJISAIII i caM 1Mo cobi He MOJKe CITPIUH-
HuTH po3BUTKY (perotumny [JKMII, ane 3a HassBHOCTI
JIOIATKOBUX YMHHUKIB (BariTHICTh, XiMiOTeparid,
3JIOBXKUBAHHS aJIKOTOJIEM, BipycHA iH(EKIIisI TOIO0)
ctBOpioe cxuibHicTh 0 JKMII i nepumapramprOi
(MicAIoI0TOBOI ) KapaioMionatii) [44].

Ten BAG3 xonye 6inox BAG3, posrarioBanuii Ha
Z-nucky capkomepa. bimok BAG3 3a dyHkItisMu
HAJIeKUTh 10 THAnepoHiB, ¢docdonpoTeiniB. Bin
€ CKJIQJIOBOI0 aHTUANIONTUYHOTO KoMILiekcy BAG,
Ili€ B cepili, MO3KY, TepudepruaHiii HepBOBIi cuCTeM,
CKeJIeTHUX M s13ax. MyTariii rena BAG3 110B’13y10Th
i3 possutroMm JIKMII [12]. [ns BcTaHOBIEHHS
B3aeMozii BAG3 i3 reHamu, gKi acOLIIOIOTHCA 3 17110~
HaTHYHUME KapAioMionartisMu Ta/abo imeMidHo©0
XBOPOOOIO CepIlsl, 3 BUKOPUCTAHHSM PigMHHOI
xpomarorpadii BUCOKOTO TUCKY 1 TaHIEMHOI Mac-
CITEKTPOMETPIl TTPOBEEHO JIOCTI/IKEHHS i1 vitro Ha
JIiHII MOZIeNTi KJIITUH KapAioMiouTiB JoguHu [41].
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I3 24 xapakTepHUX HAOOPIB reHiB 15 MaIu IpUHAii-
MHi 3 6inka 3 BAG3-B3aemozmiero. Ie nocaimkennsa
BUSIBIJIO KJTFOUOBI T€HHU, 110 BILIUBAIOTh HA PO3BUTOK
Kap/lioMiornarii, Ta [OIIOMara€ MoSgCHUTU MOJIEKY-
JIIPHI MeXaHi3MHU Kap[AioNpPOTEKTOPHUX edeKTiB
BAG3. Ockinbku BAG3 posrammoBannii He Jiuiie
B MIOKap/i, a 1 B CKeJIeTHUX M’ 932X, MyTallisl I[bOTO
reHa BCTAHOBJIEHA Y XBOPUX i3 heHOTUTIOM Miodi-
6puistpHOl Miomatii [37].

I'en DSP postanioBanuii Ha XpoMocoMi 6p24.3,
MiJl 9ac aJbTePHATUBHOTO CIIJIAICUHTY CTBOPIOE
tpu migtunu DSP-I, DSP-IA ta DSP-II. Konye
GIJIOK JIECMOILIAKiH, SIKUiT MICTUTBCS Y BEJIUKIil
KiJIbKOCTI B TKAHMHAX MiOKap/a, € BaXKJIMBUM KOM-
MIOHEHTOM JIECMOCOM, BXOAUTH /10 CKJIATy MiOIUTY.
HocmijpkeHHs mokasanu, 1o MyTallil 1IbOTO TeHa
€ YHIKQJIbHUMH 11 PO3BUTKY IeCMOTLIAKiH-Kapio-
mionatii [8]. Ll dhopma kapaiomiomnarii Mae crienm-
¢iuni BUABH, 110 BiapisHse ii Big Tunosoi JJKMII
1 apUTMOTEHHOI Kap/iioMionaTii IIpaBoro MIJIYHOUKA.
Y XBOpHX TepeBakaloTh 3anajibHi Ta GibpoTndHi
3MiHH MiOKap/a i3 CUCTOIIYHOIO AUCHYHKITIEIO JIiBO-
ro nuryHouka [45]. Ilatorennuii Bapiant rewa DSP
€ MapKepOM BUCOKOI YaCTOTH HIJTYyHOYKOBOI apUTMii,
parnToBoi cepieBoi cMepTi [55].

Y MiKHApOAHOMY LIEHTPI IIPOBEIEHO 0OCTEKEHHS
98 pobanis i 72 wieHiB iXHIX POAUH i3 MO3UTUB-
HUM Pe3yJIbTaTOM TECTY Ha ITATOTEHHWI BapiaHT TeHa
DSP (DSPto) [24]. llnyHOYKOBI apuTMil (Taxikap-
Jist, IMIJIAaHTOBaHWIA KapioBepTep-aediopuasaTop,
pamnToBa cepiieBa cMepTh) Oysu BusiBjieHi B 33 %
obcrexeHnx. J[OCTIMHUKNA BBA)KAIOTh MTaTOTCHHUIA
BapianT reHa DSP i craryc npobaHga sSIK HOBWIA
YUHHUK PU3UKY aPUTMOTEHHOTO TUITY IECMOTLIAKiH-
Kapmiomionarii. B iHIoMy mociikeHHi KIiHIYHAMA
npodinb ocib i3 maroreHHUM BapiaHTOM reHa DSP
BifIHECEHO JI0 apUTMOTEHHOI Kap/AioMiomarii JiiBo-
ro myHouka (36 %), GiBeHTPUKYJIAPHOI (hopmu
(27 %), aputmoreHHOi Kapiiomiomnatii TpaBoTO
nuryHouka (22 %) [6]. ¥ 21 % xBopux 3apeecTpo-
BaHO IIUTYHOYKOBI apuTMii, y 8 — BHUSABU CeplieBOl
HemoctatHocTi. Ilpm emexTpokapaiorpadivaomy
obcTeskeHHI BUSIBJIEHO jienpecito 3yOrst R Ta inBep-
ciro 3y6us T.

Ten FLNC xonye 6inok FLNC (dinamen C),
SKWH HAJTEXUTH 10 ciMelicTBa (isaMiHiB i ckIaza-
€TbCs 3 TpbOX i30MepiB (dimamin A, dimamia B ta
dinamin C). Dinamin A i dinamin B mmmpoko ekc-
MIpecyIoThCd B TKaHWHAX, Tofi K ¢imamin C mepe-
BaKa€ B CKeNEeTHUX Ta CEPIIEBUX M sI3aX i Biflirpae
BKJIMBY POJIb y 3a0€3MeUenHi IXHboi cTpyKTypH [ 14].
Ycranomeno myTartifo B fomeni ¢imamen C (FLNc),
BI/ITIOBIZIAJIbHY 32 3aTrPO3JIMBI M'SI30B1 3aXBOPIOBAHHS,
06’etHaHi TepMiHOM «(iameromnarii». Y Mutiei s
MIATOJIOTIs BUSIBJISIACS YPAKEHHSIM CKEJIETHUX M SI3iB,
1[0 XapaKTepPU3yBaJI0Ch M'SI30BOIO CJIa0KicTIO [54].

Y mozeit himaMeHOMaTis aCOIIIOETHCS 3 APUTMO-
reanoio /I KMII, a TakoX 3 iHIIME TUTIAMU KapIio-
Miomnartiii (rineprpodiyHa, peCTpUKTUBHA ), 3MiHAMU
B CTPYKTypaX MIXKKJITUHHOI ajire3il 3ajeskHO Bij
BapianTa MyTaitii [ 7]. HactoTa naroreHHUX BapiaHTiB
rena FLNC y xBopux na JIKMII ctanosuts Bif 1,0
1o 4,5 % [3].

I'en LMNA postarmioBanuii Ha XxpoMocoMi 1 i koaye
6iku Jtamin A ta tamin C Ha BHYTPilHii MeMOpa-
Hi IUTOCKeJIeTa, OT:Ke BiJirpae pojb y MiATPUMIL
HOPMAaJILHOTO CTaHy siiepHOi 000710HKH., YHHHUKOM
pU3nKy po3BUTKY i3ompoBanoi JKMII € myramia
rena jamiay A/C, MOMMPEHICTb SIKOi CTAaHOBUTD
5—10%. BoHa cripiuuHs€E TSLKKUI Tepedir 3aXBo-
PIOBAaHHA 3 MOYATKOM B MOJIOJIOMY BiIli, CYITpaBeH-
TPUKYJASIPHUMH Ta ILJIYHOYKOBUMU aPUTMisSIMH,
aTpioBEHTPUKYJISIpHOIO OJsokanoio [47, 50]. st
gamia A/C-kapaioMionarii XapakTepHII HeCTIPUST-
JINBUI ITPOTHO3 Yepe3 TPOTPeCYBAHHS CepIeBOl HeJ0-
CTATHOCTI, 1110 oTpedye TpaHcIuianTaiii cepi [ 19].
[TepiM KJITiHIYHUM BUSIBOM Y 25 % XBOPHX 3 III€I0
Kapziomionarieio OyJia panrosa cepiieBa cMepth [43].

Y HaykoBili JiTepaTypi HaBeleHO JOCBi/ 3aCTO-
CyBaHHsI KaTeTepHOi abusiii AJs JTiKyBaHHS ped-
pPaKTepHOI NMIJTYHOUYKOBOI TaxiKapjil B MAITIEHTIB i3
sgamin A/C-kapaiomionarieio [29]. Uepes 7 Mic mricsis
MIPOIEyPU Y XBOPUX 3aPEECTPYBAJIU BEJIUKY YaCTO-
Ty IIOHOBJICHHSI apUTMil, KiHI[EBY CTaJil0 ceplieBoi
HEJIOCTATHOCTI Ta BUCOKY cMepTHicTh. ¥ 2021 p.
IPEJICTaBIeHO icTOpito XBopoOu 41-piuHoro marfi-
€HTA, B SIKOTO TICJS YCIINTHOI ceplleBO-JereHeBoi
peanimartii 3 mpuBoy HiOPHUIIALI MIIYHOUKIB GyJI0
BCTAHOBJIEHO JiaTHO3 <«HeilleMidyHa Kap/ioMio-
naTist, paxiiisi BUKWAY JiBOro mnutyHouka 15 %»
[38]. ¥ marepi xBoporo Ta ii poaudiB Maja Miciie
panToBa cepileBa cMepTh ¥ Bitli 10 40 pokis. Uepes
46 Mic micysg TpOBeNeHHS TeHEeTUYHOTO aHali3y
niarHo3 xBoporo 3MmiHeHo Ha Jamin A/C (LMNA)-
KapaiomionaTis [38]. XBopoMy ITPOBEIEHO YCIilHe
JIiKyBaHHS pedpaKTepHOI IMIJIYHOUYKOBOI apUTMil 3a
JIOTIOMOTOTO TOPaKaJbHOI CUMITATEKTOMIl.

Ten DES xoxye GiIOK jecMiH, HallGiibIne exc-
MIPECYEThCS B CKJIETHUX M'SA3aX 1 KapAioMiolu-
tax [48]. /lecMiH € CTPYKTypHUM KOMIIOHEHTOM
103aM’sI30BOTO IIUTOCKEJIETa, SIKUW YTBOPIOE TPU-
MipHUIT KapKac HaBKOJIO Z-aucka miodiopui [18].
[ocmimxeHHd Ha MUIIax 3 HOKayToM TeHa DES
BUSIBWJIM CTPYKTYPHY Kap/liOMiolaTilo, CHPUYNHEHY
nedinnToM KOMIIOHEHTIB IIMTOCKEETa capKoMepa
Ta OPYLUIEHHAME apXiTeKTOHiKK MiodiGpu [13].

CapxomepHi renn kapaiomionutis TNNTZ2, TNNI3,
TNNC1, MYBPC3, MYH7, MYL2, MYL3, ACTCT,
TPM1 xonytoTb ceplieBi i30hopMU TPOIOHIHIB:
cepieBuil TporoHin T, cepuesuil Tporoxin I, cep-
1eBuii TporoHiH C, ceprieBrii MiO3UH3B SI3yBAJIbHUM
6imok C, B-MiO3MH BaKKUX JIAHIIOTIB, MiO3UH
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PeryJaITOPHUX JEeTKUX JAHITIOTIB, He3aMiHHUN
JIETKUU JIAHITIOT MiO3WHY, CEepIeBWH O-aKTHH-1,
o-TporiomMio3nd. CepiieBi TPONOHIHU capKoMepa
€ KJIIOYOBUMK PEryJIaTOpHUME OilKaMu, Birmo-
BilaJIbBHUMM 32 CKOPOYEHHSI Ta PO3ciabIeHHsT cep-
meBoro M's3a. Capkomep Biflirpa€ TMpOBIAHY POJb
y GyHKITIOHYBaHHI Ta MeTaboJIi3Mi KapAiOMiOITIB.
Mousexynsipauii 38’ I130K Misk CADKOMEPHUMHU MyTa-
migmu Ta penorunom JKMII mpusepryB yBary
JIOCJTITHUKIB.

Ten MYHT7 xojtye GitoK B-MiO3UH Ba)KKUX JIAHITIO-
TiB, po3TammoBanuii Ha xpomocomi 14q11.2-q13, exc-
MIPECYETHCS B M'sI3aX IIJIYHOUKIB CEPIIS 1 CKeJTeTHUX
M’SI30BUX BOJIOKHAX 1 THTIY Ta € KOMITOHEHTOM MiO31-
ny. 3a manumiu R. E. Hershberger ta crriBaBr., yacrora
myTartii rena TNNT2 y xsopux va J[KMII cranoBuThH
3 %, yacrora myTaiiii rena TNNC1 — 1% [21].

I'en PLN po3aTammoBaHuii Ha XpoMOcoMi 6 i ipo-
KO TIpeICTaBJICHUH y KJIITUHAX CEPIIEBUX Ta CKeJIeT-
HUX M's3iB. BiH Komye TpaHcMeMOpaHHWIA GiTOK
dochomamban i BUKOHYE POJIb PETYJISATOPA Kajlb-
I[IEBOTO TPAHCIIOPTY B CEPIIEBOMY CapKOIIJIa3Ma-
TUYHOMY PETHKYJIyMi, MeMOpaHa SIKOTO MiCTHUTb
10HHI KaHaJsu, 1110 JII0Th 3a MPUHIUIIOM HACOCIB Ta
Bi/iIoBialoTh 3a Tparcopt ioHis Ca*’ y kiiTuHU 32
nonomoroio AT®. Taki cTpyKTypu OTPUMAIIU HA3BY
«caprorutasmarnuti Ca’’-AT®asu» (Sarcoplasmic
reticulum Ca**ATPase (SERCA)) [39].

Y 2012 p. y Hizepnanmax BUSIBIEHO BeJUKY
koropty xBopux Ha /IKMII abo apurmorenny kap-
JOMIOIATiO TIPABOTO MIJIYHOYKA, sIKi OYJIH HOCISIMU
i€l myTartii [ 53]. [Tizuinre XBopux i3 MyTaIfi€io rema
PLN, okpiM €BpoOmeiichbKOi MOIMYJIAIIi1, BUSIBIEHO HA
inmux koutunentax (CIITA, Kanama, Amonis Ta
Kurait) [25, 33, 46].

Tern RBM20 xonye PHK-38’s13yBasbHuii 6ok 20,
SIKUU PeTyJIio€ CIIACUHT eK30HIB /IJII OTPUMAaHHS
pisHuX i30popM TeHa, 110 GePyTh y4acTh y MpoLecax
JSJILHOCTI cepIlsl Ha MOJIeKYJSIpHOMY PiBHI [34].
Myrarii rena RBM20 npu3BoagTh 10 KapAiaJbHUX
MOPYIIeHb Ta aCOINI0IThCA i3 ciMeiiHoio JJKMII
(RBMZ20-xapniomionaris) [42]. [larorennuii Bapi-
aHT rena RBM20 ctioctepiraerbest B 2—3 % BUIIAAKIB
cimetinoi JIKMII [31]. I hopma JIKMII xapakTe-
PU3YETHCSI BUCOKOIO MEHETPAHTHICTIO, arPECUBHUM
1epebiroM i3 BUCOKOIO YaCTOTOK0 apUTMiii, CepLEBOI0
HEJIOCTATHICTIO, PANTOBOIO CEPIIEBOI0 CMEPTIO, SIK
apurmorennuii Bapiant JIKMII [52]. Ycranosneno
reHnepHi kiainiuHi BiamiaHocTi JJKMII y 80 HOCIiB
MaTOTeHHOTO BapianTta rena RBM20, o xapakTepu-
3YBAJIMCh TSKYUM 11epeOiroM y Y0JIOBIKiB TIOPiBHSIHO
3 skinkamu [23]. HaBenena ictopist xsopobu 19-piu-
Horo naitiedTa 3 [Hzii 3 panniM mogatkom JJKMII
[11]. IIpu exokapmiorpadiuromy obcTeskeHHi (ppakx-
i BUKUAY JIBOTO NIIYHOYKA CEPISl CTAaHOBUJIA
14 %. TeneTuyHwii CKPUHIHT BUSIBUB MATOTE€HHWI

BapianT reHa RBM20 (p.Arg634Trp). lle meprra
3acikcoBana 3Haxika B iHAINCHKIM MOITYJIAIMI.
JocaifHuKY TPOMOHYIOTh TPOBOAUTHU KJIHIUHE
CIIOCTEPEKEHHS 32 HOCIIMU TaKOTO ITaTOTEHHOTO
BapianTa resa JIKMII y mexkax poaus.

I'en SCN5A € ujieHOM ciMelicTBa TeHiB, 1110 HaJli-
uyye 9 reniB (SCNT1A, SCNS5A, SCN7A, SCNT1A Ta
ir.). Ileft Ten mepeBaKHO €KCIIPECYETHCS B CEPITi —
y MiOKap/ii Tepejicepiib i MIIYHOUYKiB, BOJIOKHAX Ta
HixkKax my4ka [ica, BosiokHax [lypkinbe. Bin komye
capKoJIeMHUiI TpaHcMeMOpaHHuil GiJI0K HATPIEBUX
KaHaJiB, QYHKIlS SKOTO TOJISITAaE B CTBOPEHHI il
notenitiany cepus [27]. IlaTorennnii BapianT rena
SCN5A acolliioeThes 3 TOTEHITAT-Iy TIUBUMI MeXa-
Hi3MaMH, 110 TTPEACTABJISIOTh MATOTeHETUYHI JIAHKA
JIKMII, a came po3BUTOK KaHAJIOMATIi, TOPYIIEHHS
€JIEKTPOJIITHOTO TOMeOcCTady 3 TpaHchopMallieo
B KJIIHIYHUH (DEHOTHUTI, BUSIBY SKOTO MOTiPITYIOTHCS
3 BikoM [32].

OTxe, iMILIEMEHTAITiSI TEHETUIHOTO aHAJI3Y B KJTi-
HIYHY MEIUIIMHY CTaJia TIPHBOJIOM JIJIst TOTJIHOIEHO-
IO PO3YyMiHHSI MOJIEKYJISIPHUX MeXaHi3MiB [1e30p-
ramisaiii Ta auchyHKINT Miokapaa. [(umartariitHa
KapjioMionariga — Ile TaToJIOTis IUTOCKeJeTa
3 TOPYIIEHHSIM TpaHcMicii eHeprii, rimeprodiuna
Kap/ioMiomaTiss — capKoMepHa XBopoba Iepezadi
eHeprii, apuTMOTeHHa KapioMiolaTisi — JIECMOCOM-
Ha XBopoba K THHHOTO 3'eqHanus. [Ipu KaHamona-
TigX MepeBaka€ eTeKTPUIHA TUCHYHKITIST MIOTIUTIB.

Tenetnune pocyipKeHHS KapzaioMionaTiii — 1ie
HOBUI HAmpsIM, CIPSIMOBAHUU HA YOCKOHAJIEHHS
3HaHb CTOCOBHO €TIOJIOTil 3 BU3HAUYEHHSIM BHECKY
MaTOTeHHUX BapiaHTiB reHiB y OPMyBaHHS KJIiHIY-
HUX CIIeHaPIiB ANIAaTAIlIHOI Kap/ioMionartii Ta mozi-
OHUX (DeHOTUIIIB, 110 3HAYHO POSIIUPUIIO Kaacudika-
11110 KapAioMionaTiil 3aB/IsIKY 1I0SIBI HOBUX TEPMiHiB
(mecMocoM-KapiioMionatisi, JecMOTIaKiH-Kap/io-
miomatig, RBM20-kapaiomionaris, saminomnaris,
(dinamenomnatisi, mrecminomnartiss). MyTartist BiAmoBiz-
HUX FeHiB MOJKe CIIPUYMHUTH 1HIIAIliI0 130J1bOBaHOI
Kap/ioMionarii, a Takosk 6yTH KOMITOHEHTOM MYJIb-
TUCUCTEMHUX 3aXBOPIOBaHb. /o JlamiHomaTii BijjHe-
ceHo M'g30By auctpodito Emepi—/Ipeiidyca, 110
BUSIBJISIETHCS TIPOTPECYBAHHSAM M'SI30BOi CTaOKOCTI,
CKEJIETHOIO MiOIIaTieI0, KOHTPAKTYPOIO CyrJio0iB [35].

TooBHOIO TPUYUHOIO CMEPTHOCTI XBOPHX Y MOJIO-
JIOMY BIiIli € ypaskeHHs CepIlsl 3 MOPYIIEeHHSIM TIPO-
BiZIHOCTI ¥ PO3BUTKOM CepIEBOI HEAOCTATHOCTI.
lenetnynuli Tpodisb TIOMUHN BU3HAYAE Pi3HY Bijl-
MOBi/Ib HA [II0 €K30T€HHUX YMHHUKIB, 1[0 MOXKYTb
CIIPUYMHUTHU ypaskeHHs cepiid. Hocil matoreHHOTO
BapianTta teHa TaiituHy (TTNtv) neMOHCTPYIOTH
MOMUPEHY TeHeTUYHY CXUJIBHICTD /10 aJTKOTOJIbHOI
Kap/lioMiornarii, 0 acOIIOETHCSA 31 3HAYHO 3HU-
’KeHOI0 (DpaKIfielo BUKKIY JIiBOrO HMIIyHOUKa [51].
Pinkicui BapianTu reHiB, 30kpema TTNtv, iMOBIpHO,
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TIOB’sI3aHi 3 MiZIBUIIIEHUM PU3UKOM Y ZiTel Ta 10poc-
JIUX PO3BUTKY Kapjiomionatiif, acoiiifoBanux i3
xiMmioTepamieio paxy [16].

Taxum ynHOM, iHDOPMATHBHMIT TOTEHITIAT TeHe-
TUYHOTO aHAJII3Y CBIYUTD PO HEOOXIAHICTh MYJIb-
TUAACTUTLTIHAPHOTO AaJTOPUTMY AiaTHOCTUIHOTO
MIpoliecy y XBOPUX i3 KITIHIYHUMU Ta CTPYKTYPHUMU
O3HAKaMU YpakKeHHsI CePId i3 3aMydyeHHSIM Ipo-
dinpHUX crertiamicTiB. Ha 3Hauy110cTi reHeTUYHUX
JOCJTI/KEHD 71T TTOBHOIIIHHOTO BeIEHHS XBOPUX
HaroJIONeHO B peKOMeHAalisasXx CBpOIerchbKOro
ToBapucTBa KapziosoriB 2023 p., B IKUX METOIOJIOTii

Kongnixmy inmepecis nemae.

TeHeTUYHOTO TeCTyBaHHs, KOHCYJIBTYBaHHS, CiMeii-
HOT'O CKPMHIHTY IIPY PI3HUX TUIIAX KapJAioMiolartiii
HpHUiJieHo BeuKy yBary. JloBemeHa HEOOXiIHICTD
MTOIAJIBIIIOTO BITPOBAKEHHS B KJIIHIUHY TPAKTUKY
METO/IiB TEHETUYHOTO TECTYBAHHS 3 METOIO TIepCco-
HihiKOBaHOTO MeHEKMEHTY XBOPHUX Ha KapioMio-
Tarii, OTpUMaHHS J0JIaTKOBOI BaXKJIUBOI iH(OpMa-
IIii TMOM0 CXWJIBHOCTI 0 BapiaHTIB (heHOTUIIOBOI
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Clinical and genetic heterogeneity of dilated cardiomyophathy. Review

This article contains an overview of published scientific sources from the MEDLINE database on the PubMed, Web of
Science, Scopus platforms regarding the dilated cardiomyopathy with an emphasis on clinical and genetic aspects. Taking
into account the etiological origins, various classification categories of myocardial damages are presented — non-syndromic,
acquired (secondary), syndromic cardiomyopathies. The modern definition of dilated cardiomyophaty is presented in
accordance with the recommendations of international experts. The review focuses on cardiomyocyte components that
are important for energy generation and transmission, mechanical and signaling functions, and maintenance of electrolyte
homeostasis. A list of genes encoding contractile proteins and their regulatory elements in components of sarcomeres,
Z-disks, cytoskeletons, desmosomes, and ion channels of cardiomyocytes is provided. The role of pathogenic gene variants
associated with mechanisms contributing to the initiation, clinical manifestation, and prognosis of dilated cardiomyopathy
is summarized. The causal relationships of mutations in the relevant genes with various clinical scenarios of dilated cardio-
myopathy are shown: onset of the diseases, structural myocardial disorders, arrhythmogenic complications, and progres-
sion of heart failure. Genetic analysis has become a stimulus for enriching the classification spectrum of cardiomyopathies
through the creation of new terms. Specific forms of cardiomyophaties include desmoplakin cardiomyophathy, RBM20
cardiomyophathy, laminopathy, and others. The argumentation for the further introduction of genetic testing into clinical
practice is underlined for the purpose of personalized management of patients with cardiomyopathies and timely identifica-
tion of risk factors for the disease in their family members at the pre-nosological stage.

Keywords: cardiomyopaties, classification, dilated cardiomyopathy, molecular mechanisms, genes.
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