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T OY «IHcTnTYyT cepus MO3 YkpaiHu», Kuis
2 Y «HauioHanbHUM HayKOBMI LEHTP “IHCTUTYT Kapaionorii, KNiHiYHOI Ta pereHepaTUBHOI MeanUMNHK
imeHi akag. M.[. Ctpaxecka” HAMH YkpaiHun», Kuis

AunaTtauinHa KapaiomMionarTia Ta MioKapauT:
KNiHIYHMN BUNagoK

Y cTaTTi ONMcaHo KNiHIYHWIM BMMNAAOK MOEAHAHHA MioKapAWUTy Ta CrnagkoBOl AunaTauinHol kapaiomionartii. Y
40-piyHoro YonoBika Kapgiomeranilo Ta cepLeBy HeAOCTaTHICTb, LIO BMeplle BUMHWKIW, criovaTKy MoB’sidyBanu i3
3ananbHUM npouecom y Miokapgi. Hagani reHeTUYHi obGCcTexXeHHs nmokasanu, Lo NaTonorivYHi npouecu B Miokapgi
TaKoX MOB’si3aHi 3 NaToreHHoto MyTauieto B reHi FLNC Ta myTauieto B reHi TNT. Y naujieHTa Ha ¢oHi cimelnHoi (cnag-
KOBOI) AMnaTauinHoi KapaioMionaTii po3BMHYBCS MiokapauT. OgHak, He3BaXatoum Ha MNO3UTUBHUI edeKT NikyBaHHS
MiOKapAnUTY Ta CydacHy CMHAPOMASIbHY Tepanito, Big3Havanu nporpecyBaHHs NaToNori4YHOro npotecy B Mmiokapgi. Lien
KJIHIYHUIM BUMa[oK NiAKPEeCtoe BaXIMBICTb He TibKU Cy4acHOro CUMMATOMATUYHOIO JliKyBaHHSI TaKMX XBOPUX, ane 1
MOBHOrO AiarHOCTUYHOIO OBCTEXEHHS 3 BUKOPUCTAHHSAM Y NMEBHUX BUMAAKAX reHETUYHOMO TECTYBAHHS.

Knro4oBi cnoBa: gunarauiiHa KapgiomionaTis, CnagKoBiCTb, MioKapanuT.

BOCTaHHiX pekoMeHaligX EBpoNenchKoro
ToBapucTBa Kapiosnoris 3a 2023 pik muiara-
iy kKapmiomiomariio (JIKMII) BusnavaioTs gk
HasBHICTH AuJaTallii jiBoro nuryHouka (JIIIT) i rio-
6asbHOI a060 PerioHaIbHOI CUCTOMYHOL AUCHYHKILIT,
10 He MOSCHIOETHCA TiJTbKA aHOMAJIbHUMU YMOBaMU
HaBaHTa)KeHHS (HAIPUKJIAJ, TilepTeH3sis, 3aXBOPIO-
BaHHs KJIAllaHiB cepilsi, BPO/UKEHI Bajin cepiisi) abo
imemiuno0 xBopoboio cepus [3]. Joremep ommcano
JIOCTaTHBO BUMAJKIB PO3BUTKY (enotumy [KMII,
SAKWU € KIHIEBUM Pe3yJbTaTOM Pi3HUX TATOJIOTIY-
nux mporeciB. CrnagkoBy dopmy JAKMII Bugsis-
10Th ¥ 20 % XBOPHX i caMe aBTOCOMHO-JIOMiHAHTHUI,
ABTOCOMHO-PEIECUBHUN, a TaKOX TIOB'S3aHUN 3
X-XpoMOoCOMOIO TeHa ab0 MITOXOHIPIaIbHOIO TPaHC-
Micietlo tun ycnagakyBanus. Cepen denorutnis
JIKMII, acomiifoBanux i3 BiToMUMU CEPIIEBO-CYIIH-
HUMM 3aXBOPIOBAHHAMU, HaifyacTile yBara J0CJi/l-
HUKIB MPUKYTa 10 imiomarnynoi ta Bipycuoi (i/abo
imynnoi) ¢dopm JAKMII. [lyske uyacTo 3amasbHa Kap-
miomiomnaTis (abo XpoHIYHIH MioKapAnUT) TpaHchop-
MyeTbesa y denotun JJKMII, i Tomy BBaxKaoTh, 1o

BOHU € PI3HUMU CTAJiIMU OJHOTO IMaTOJIOTTUHOTO
mporiecy [3].

Boxnouac Bizomo, 1o dhopmyBanHiO (HEHOTHUITY
JKMII Takox cnpusioTh K iHAWBIAyadbHA TeHe-
TUYHA CXUJIBHICTD, TAK i HAABHICTH TAKUX TPUTEPHUX
dakTopiB, IK TOKCUYHI JIii AJIKOTOJIIO Y1 HAPKOTHUKIB,
iMyHHI Ta MeTaboJIiuHi mopyIeHHs, Taxiaputmii [3].

Kpim Toro, He ciig 3abyBaTi PO MOXKJIMBICTDH
HAsABHOCTI B IIALI€HTIB TaKUX KOMOPOIAHUX CTa-
HiB, IK apTepiajbHa TilepTeHsis, imeMidHa XBopoba
cepIist, IYKPOBUI [iaber, MOPYIIEHHS CEPIEBOTO
puTMy TOMO. Bci BOHM MOXYTh BIJTMBATH K Ha
dopMmyBaHHS KapJioMmerasii Ta cepiieBoi HemoCTaT-
nocti (CH), Tak i Ha KJIiHIYHI TPOSTBY, SIKICTb i TPH-
BaJTiCTh KUTTS XBoporo [19].

Tomy B pasi Bugsienus penoruny JKMII nyske
BayKJIMBO TIOBHICTIO OOCTEKUTH XBOPHX JIJIsI BUSIB-
JIEHHSI He TIiJIbKU eTIOJIOTIYHUX YMHHUKIB, a 1 iMO-
BIpHUX CYTYTHIX 3aXBOPIOBaHb, [/ BU3HAUYEHHS
MPOTHO3Y 1 TAKTUKU JIIKYBaHHS TaKUX IaIli€EHTIB.

VY crarTi onncano KJIIHIYHUT BUHAJLO0K TOEHAH-
Hs MiokapauTy Ta cragakoBoi JJKMIIL.
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KniniyHnin Bunagok

Xgopuii I'., 1982 p.H., Buepie 3BepHYBCS 10
JIiKapiB 3a MicieMm mnpo:xkubauHs y BepecHi 2021
POKY 3i cKkapramu Ha 6iJib, 110 THCHE, 32 TPYAHUHOIO,
6isnb, IO KoJie, y JIBifi 4YacTMHi TPYAHOI KIITKH,
HecTauy TOBITPS Ta 33AUIIKY TP He3HAUHUX (pi3ny-
HUX HaBaHTaXEHHSX, KalleJb ITPOTSATOM OCTAHHBOTO
ka4, [loripmanns cBoro crany moB’si3ye 3 mepe-
Hecernoto B xoBTHI 2020 poky I'PBI i3 BTpaToio
uioxy Ta cmaky (IIJIP tect ma COVID-19 ne npo-
BOAMBC). 3'1COBAHO, 1[0 6ATHKO XBOPOTO HOMEpP Y
Bimi 39 pokiB, a MoJioAIIa cecTpa — B TePio HOBO-
HapPOJIPKEHOCTI.

[TamienT mpoxoauB cTallioHApHE o6CTeKEeHHS
ta JikyBanus B OO6sacHOMY KJIHIYHOMY TEHTPi
KapioJorii 1 Kapioxipyprii 3a MicIieM TPOXIBaH-
Hd, Jle BIIepIe 3a pe3yJbTaTaMu exoKapmaiorpadii
(ExoKT') 6yJi0 BUSIBJIEHO IUJIATAIliO JIIBUX BiILTiB
cepust (kiHnesomiacromiunmii 06’em (K/10) JITIT —
255,43 wmum; kiunesomiactomivauii ingexce (K/IT)
JIOL — 122 mu/m?), andysHuil rinokiHes CTIHOK
JIIT ta 3aMmKeHHS cKOpoTauBOCTI Miokapaa JIIII
(bpakis sukuay (DOB) JIII 3a Simpson — 28 %).

ITix wdac mobooro wmonitopyBanusi EKT
(10.09.2021) BugBJIEHO CUHYCOBHUI PUTM 3 Yac-
toToio ckopoueHb cepist (HCC) 68—110 3a 1 xs,
MOOZIMHOKY TOJIITOMHY TIJTYHOYKOBY €KCTPACUCTO-
JIITO 3 YaCTUMU €I1i30[aM1 aJIOPUTMII; 4acTi MOHO- Ta
MOJTITOITHI MIJIYHOYKOBI KyTJieTH (I'ITh €Mi30/IiB 110
3—5 komIuiekciB i3 gacrororo 10 170-200 3a 1 xB);
nocTiiiny inBepciio 3y6us T i3 mosuTusisaiiicio mpu
36inbimenni YCC.

Pesynbratn  kopomapoanriorpacdii  (KAT)
(14.09.2021) nokasasiu, o 0OCHOBHI cTOBOYPH KOPO-
HapHUX aprepiil Oyan 6e3 BUPAKEHUX JOKAJIbHUX
YPasKeHb.

IMamicuroBi BcranoBuiau aiarmos: /IKMII za-
nasbHoTO (?) renesy. [Hlnynoukosa exroris 1o 10 %
(3 emizomamMm asopuUTMii), HECTIfiKi MapoOKCU3MU
IIJIYHOYKOBOI Taxikapii (5 KOMILIEKCIB 3 4aCTOTOIO
170-200 3a 1 xB). KAT (14.09.2021) — xoponapni
aptepii intaktHi. Jlerenesa rimeprensisa (cucromiv-
HUI THCK y JereHesiit aptepii — 40 mwm pt. c1.). CH
cramii IIA 31 3HMIKEHHAM CKOPOTJINBOI 37aTHOCTI
(@B JIIII 3a Simpson — 28 %) i CKOPO4YyBaJIbHOIO
aparuictio JINT (TAPSE na TK — 1,7 cm). 111 dynk-
mioHanpHU Ki1ac 3a NYHA.

IIpoBeneHe miKyBaHHS: e1LIEPEHOH, KAPBEIUIIOI,
amiozapoH, 6icomposios, cakyOiTPUII/BajcapTaH,
TopaceMmiz, dochokpeaTuH, aekcaMeTaszoH, iHQys3ii
JIEBOCMEH/IAHY.

Ha i mpoBesieHOro JIiKyBaHHST KJIHIYHUI CTaH
HOJTIIITUBCS, 1 MaIieHT OyB BUIMUCAHIIT 31 CTaIliOHAPY.

22.09.2021 xBopomy 6yJI0 TIPOBEXEHO MATHITHO-
pesonancuy Tomorpadio (MPT) cepuis i3 BHyTpini-

HbOBEHHUM KOHTPACTYBAHHSIM, PE3YJIbTaTU SIKOTO
nokasanu (puc. 1):

e 3HWKeHHs 3arajbHoi ckoporyuBocti JIII 3
auaTaiiero jgiBux Bigmimis cepus (OB JIHI — 23 %;
KJ1O JIII — 188 mur; K/II — 87 mi/m?).

* HagBHicTb 3a1aJbHOTO MPOIeCy B MiOKap/Ii:

— nigBunieHusa MP-curnany B miokapai JIIII,
mudy3Ho, TMepeBakHO Me30MioKapiaabHO
(TTepeBayKHO B MIKIITYHOYKOBIH TIEPErOpOIITi
(MIIID)) — T2, xoedimienr M/CxkM > 2,0
(mudysno nmepesaxkno B MIIIIT), SSFT+T2/
T2-STIR — cepennboi iHTEHCWBHOCTI, TLId-
MICTOTO XapaKTePy;

— panne nocuiennd Ha 1-3 xB (EGE — rime-
pemis, 3anambHa iH@IABTpAIig): TIAAMUCTE,
cepefiboi iHTeHCHBHOCTI (+1-2) mocnmenHA
cyberri- /Me30MiOKapiaabHUX BiIiIIB Mio-
kapaa JIII — myasrudoranbHa Timepemis,
3amyueni Bci crinku JIT).

o Mopmysanus hidposy (LGE — misHe koHTpac-
TyBaHHs Ha 7—10 XB): «CMYy’KKOIOAIOHE» BOTHUIIE
3aTPUMKU KOHTpacTy iHTpamypanabHo B MIIIIL

BucnoBok: MP-gani Ha KopucTth MiOKapauTy
(mudysuuii, iMOBIpHO XpOHIYHMIT). 30epiraroThCst
eJIEeMEHTH aKTUBHOCTI 3amaibHOTo Tpoiecy. Oce-
peakosuil Miokapaiodibpos JIIII. Taxkka cucrosiv-
Ha aucdynkiiga JIII 3 gunaTaiieo JTiBUX BiAIiIiB
cepitst. [Tocrimemiunux py6IeBux 3MiH Miokap/a He
BUSIBJIEHO.

24.09.2021 xBopwuii 6yB rocmiTaaizoBaHuil y Bij-
ninenns 1Y «lactutyt cepiig MO3 Ykpainus.

3a manumu EKT (27.09.2021) BusiBieHo: put™m
cunycoBuii, Heperymapuuii i3 HCC 61 3a 1 xB.
[TooanHOKa MIJIyHOUKOBA eKCTpacucTodis. biokaja
repeIHbO-BepXHbO] I'JIKU JiBO1 HiskKH ITyyka [ica. Y
BinmBenenusax I, avl, V3—V6 peectpyeThcs HeraTuB-
uuii 3yoens T. Bupaxeni qudysni aminu B MioKap/i.

XoarepiBebke wmoniTopyBanusa (XM) EKID
(01.10.2021) mokasaJio, 1[0 IPOTATOM JOOU PEECTPY-
BaBCs cHycoBHil putM i3 yacroroio HCC 59-99 za
1 xB. 3adikcosana gacra (11 158 (10,44 %)) momi-
TOIHA BEHTPUKYJISIPHA TAPACUCTOJIisI, 1110 BUHU-
Ka€ K yIeHb, TaK i BHOYI, MEPIOANYHO 32 TUIIOM
amopuTMii, 30Kkpema crmapena ta rpymosa. O 16:10
3apPEECTPOBAHO HECTIMKUI MAPOKCU3M ILIYHOUKOBOI
Taxikap/Iii mapacucTOJIYHOTO TeHE3Y.

Pesyasratu ExoKI' (22.09.2021) (dus. maéa. 1):
BUPaKeHa JAUJIaTallisd JiBUX BB cepiisd; 1udys-
Ha a- Ta rinokinesis crinok JIII. CkopoTtansa dhyHK-
mig JIII spauno 3amkena. MiniMasibHa HeIOCTaT-
HICTb A0PTAJIBHOTO KJIATIAaHA Ta HEBEJUKA BiHOCHA
HEJIOCTATHICTb MIiTPAJbHOTO 1 TPUKYCIIIAJIBHOTO
knananiB (0—I crymens).

Jlaboparopui nokasuukn (24.09.2021): AnAT —
53 MO/x; AcAT — 20 MO/x; 6inipy6in — 16,1
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Puc. 1. PesynbTratn MPT-06cTe)xeHHs1 xBoporo I.: A - EGE: paHHe nocuneHHs 1-3 XB, rinepemis, 3ananbHa
iHdinbTpayis; b - LGE: hopmMyeTbca «CMy)XKonogiGHe» BOrHMLLE 3aTPUMKM KOHTpACTy iHTpamypanbHo B MLUM

MKMOJIb/JT; KpeaTunin — 110 MKMoJb/JT; IMBUI-
KicTh KJIy60ouKoBOI (inbrpamii — 76 mu/(xs-1,73
M?); cedoBuHa — 6,7 MMOJIb/JT; 3araabHuii OiJIOK —
70,8 r/n; anbOymin — 42 r/1; TJIOKO3a HaTIe —
6,8 mmomn/m; KY — 4,5 mxmonn/m; Na* — 135
MEMOJib/J.  Tpomomin — 0,002 wr/ma (@opma
0-0,3 ur/mir); NT-proBNP — 1183 nr/man (0—-125
nr/mn); J-mamep — 0,15 mr®dEo/ma (0-0,5
mMrdDEo/mn); C-peakruuuii nporein — 1,0 mr/n
(0-5 mr/n); HBsAg, anti HCV, RW — HeraTtusHi;
TTT - 5,73 MmkMO /1 (0,4—4,2 McMO /).

3 orisAay Ha Pe3yJabTaTh iHCTPYMEHTAJIbHUX
MetoziB (Hacammepenr MPT ceprst) maiieHTOBi
BCTAHOBJICHHMI1 [iarHO3: XPOHIUHUN AuQy3HUN
MiOKapuT, Bakkuii mepebir. IHTakTHI KOpoHApHi
cynuau (KAT 16.09.2021). HeBesimka BigHoCHA He-
JIOCTATHICTb MiTpasibHOrO KJamaHa. HeBesnuka ri-
nepreHsis JereHeBol aprepii. HacTta HIyHOUYKOBa
€KCTPACUCTOJIS, TAPOKCU3MU HECTIHKOI MIJIyHOY-
koBoi Taxikapzii (3a ganumu XM EKI 10.09.2021).

CH cragii ITA 3i sumxkenoro @B JIII (28 %).
CyOkiHIYHMIT TiOTUPEo3, yilepine BUSIBICHUI.
Osxupiansa I crynens. IlopyieHts ToaepaHTHOCTI
11O BYTJIEBOJIIB

IIpoBeseHe JikyBaHHS: /IBa CeaHCH TE€MIMYHO-
copOuii; comy-meznpon — 250 Mr B/B KpalleJbHO
Ne 3; comy-meznposr — 125 mMr B/B KparneabHO Ne 2;
Jasti MeTUJIpeaHisonoH — 40 mr/mob6a; maHToIpa-
301 — 40 wmr; KapBeauaoa — 6,25 Mr aBivi Ha 106y
3 IOCTYHOBUM 30iJbIIEHHAM [1034; cakyOiTpui/
Bascapran — 100 mr Ha m00y; Topacemim — 10 mr
2 pa3u Ha THWK/EHb; eIiepeHoH — 25 Mr/mo0a;
pamnaraidguosun — 10 Mr/mo6a; JIeBOTHPOKCUHY
Hatpiio («Eytupokcs) — 12,5 mkr; amiogapon — 100
mr/noba; pusapokcaban — 20 mr/moba.

Ha i mpoBeieHoTo JiKyBaHHA KJITHIUHUNA CcTaH
mosinmuBes, i 05.10.2021 mamient OyB BuIINCa-
HUH 31 cTallioHapy 3 peKOMeHIaIlisIMU TTPOJIOBKUTHI
JIIKYBaHHS, a TAKOK JIOTPUMYBATHCS PEKUMY TIpaili
Ta BIiJIMOYMHKY; KOHTPOJIb MacH Tija, KiJbKOCTI
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Tabnuug 1

Aesiki pe3ynbratn ExoKIl-o6crexeHHs nauieHTa I, 1982 p.H.
MokasHuk 22.09.2021 15.02.2022 19.08.2022
AopTanbHui knanaH  TpUCTYNKOBUI, perypritaLis TpucTtynkoBumi, perypritawis TpuctynkoBun,

MiHiManbHa, Ha piBHi CTynok

MiHiManbHa, Ha pPiBHi CTynok

APmakc 5 mm pT. cT.

MiTpanbHUI KnanaH PerypriTauia HeBenvka

PerypriTauig po «+» 3BOPOTHUI BUTIK

MiHiManbHUM

TpukycnigansHUM
KnanaH

Perypritauisi (+)

Perypritauisa miHimanbHa

Perypritauis (+)

JliBe nepeacepas JiameTtp 5,3 cm

OiameTtp 4,5 cm HiameTtp 5,3 cm

O6’em 125 mn O6’em 73 mn O6’em 125 mn
IHaekc 06'emy 59 mn/m2 IHaekc 06'emy 34 mn/m2 IHAaekc 06'emy 59 mn/m2
MpaBe nepeacepas O6’em 57 mn O6’em 55 mn Vmax 73 cm?
IHaekc 06'emy 27 mn/m? IHAekc 06'emy 26 mn/m? IHgekc Vmax 34 mn/m?
NiBWI wnyHo4ok KOO 223 mn KOO 178 mn KAO 201 mn
KAl 106 mn/m?2 KAl 84 mn/m2 KCO 153 mn
KCO 174 mn KCO 128 mn DB 24 %
DB 22 % DB 28 %
Vmax — MakcMManbHuin 06’eM npaBoro nepeacepas.
Tabnuus 2
Pe3synbTaty aHanisy cekBeHyBaHHS i TecT Ha Aeneuii/ aynnikauii 4 reHis xsoporo I.
len BapiaHT 3UroTHicTb Knacudikaunis BapiaHTa PesynbTar
FLNC €.6907C>T (p.GIn2303*) leTeposuroTa MaToreHHU BusiBneHo
TTN ¢.69715+5G>C (Intronic) [eTepo3uroTa HeBM3Ha4yeHOro 3HayYeHHs BussneHo
AKAP9 ¢.1682C>T (p.Ala561Val) N/A HeBM3HaYeHOro 3HaYeHHS He BuaBneHo
MYLK €.3748C>T (p.Arg1250Cys) N/A HeBuM3Ha4yeHoro 3Ha4yeHHa He BusasneHo

BUIMUTOI piawHHU, apTepiamproro Tucky Ta YCC;
JIMHAMIYHUUM HaTJIsi[l Kap/ioJiora, eHJOKPUHOJIOTa,;
kontposb ExoKI 1 pas na micams. XM EKI gepes
3 micar.

KonTposibHe ambGyaTopHe 00CTeKEHHS TallieH-
ta Oyso mposeneno 15.02.2022. Ha momeHT oruisiay
XBOpUil mpuiiMaB: KapBeausiaon — 50 Mr aBiui Ha
n00y; cakyGitpui/sancapran — 100 mr aBiui Ha
no0y; manarmigmaosud — 10 Mr/mo6a; Topacemin —
10 mr Bpanmi Hatme 1 pas Ha 14 7HIB; JEBOTUPOK-
cuny Harpito (Eytupokc) — 12,5 MKT BpaHili; HanTo-
npason — 40 mr/noba; pusapokcaban — 20 Mr/n00a;
METHIIPEAHI30M0H — 12 Mr/noba.

Ha tni mpusHaueHoro JiKyBaHHSI XBOPUU Bifl-
3HAQUaB 3HA4YHe IIOJIMIIEHHSI CTaHy, BiIICYTHICTH
nposiBiB Ta o3Hak CH. 3a pesyapratamun ExoKI
(Ous. maba. 1.) BUABJIEHO 3MEHIIEHHS AMUJIATAIi]
JIII Ta 36inpmenns OB JIIII mopiBHAHO 3 JaHUMK
3a 22.09.2021.

Byno pexomeHOBaHO TMOCTYIIOBE 3MEHIIEH-
Hs 103U MeTuJnpeanizonony na 1 mr 1 pas na 2
TUZKHI 10 TOBHOI BiIMiHM Ta MOCTYIIOBE 301/IbIIIEHHS

71031 cakyGiTpuIy /BajicapTaty [0 IiJIbOBOI 103U —
200 mr aBivi Ha 100y, 00 MaKCUMAJIbHO MOKJIMBOI
ITi7T KOHTPOJIEM apTepialbHOTO THUCKY.

3 ornamy Ha ciMeHHWH aHaMHe3 TMaIli€HTOBI
mpoBen reHeTwuHe obcTexkerns (26.05.2022). Y
xgoporo I. y reni FLNC 06yio imentndikoBano
narorennuii Bapiant ¢.6907C>T (p.GIn2303*) Tta
BapiaHT HeBM3HAUeHOro 3HavyenHs c€.69715+5G>C
(Intronic) y reni TTN. Pesyasratyn mociimxenns
MIIYHOTO Ma3Ky HaBeseHi B maou. 2.

[Tatorennmnii Bapiant y reni FLNC, BusaBsiennii y
HAIIIOTO MAII€HTA, aCOI[IITOBAHNI 3 aBTOCOMHO-I0MI-
HaHTHOIO MiodiOpuisipHoto Miomatielo 5 (MFMS)
(MedGen UID: 372186), mucranbHoO Miomatieto 4
(MPD4) (MedGen UID: 481352), IKMII (PMID:
25633252, 27908349), rineptpodiuHoio Kapaiomio-
natiero (PMID: 25351925, 28356264) ta pecTpuk-
THBHOIO Kappaiomiomartieio (PMID: 26666891). Y
narienTa I. Takok OyJi0 BUSIBIEHO BapiaHTU HEBH-
3HaueHoro 3HaueHHs B reHax TTN (¢.69715+5G>C
(Intronic)), AKAP9 (c.1682C>T (p.Ala561Val)) Ta
MYLK (¢.3748C>T (p.Arg1250Cys)).

=
Y ¥
52
<
ga.
Cﬂ:
©M




s
<
=
<
&
=
)

48 «Kappioxipyprist Ta iHTepBeHLjHa kapaionoris», 2023, Ne 3-4 (40-41)

0.B. OHMLWEHKO Ta CMiBaBT.

19.08-25.08.2022 xBopuii I. 6yB MOBTOPHO TOC-
mitamizoBanuil y Biaminenua /Y «lactutyT cepis
MO3 VYkpaiuu» (dus. maoa. 1).

18.08.2022 Bukonano mostropHe MPT-o6cre-
JKEHHST Ceplisl 3 BHYTPIIIHbOBEHHUM KOHTPACTYBaH-
HSM 1 BUABJIEHO (puc. 2):

e Jlumaraiiito JiBUX BiJUIIJIIB CEPIst, 3HUKEHHS
3arajbHOi Ta JioKaibHOi ckoporiauBocti JIII (DB
JIIT — 42 %; KO JIIT — 220 mor; KCO JITT — 128
ML, yaapuii 06’em — 92 mur).

* BigcyTHiCTh 03HAK 3aMTAJIBHOTO TIPOITECY B MiO-
Kapi:

— T2 xoedimiear M/CxkM < 2,0 (Bucokoin-
TEHCUBHUX BOTHUIN, 3YMOBJIECHUX HaOPSIKOM
MiOKap/a, He BUSIBJIEHO);

— maToJioriyHo1 paHHbol (1-3 xB) Tinmepdik-
carii kontpacty (EGE — rinepewmis, 3ananbna
iHMIIBTPaITisT) He BUSBJIEHO;

— dopmysanns ¢ibposy (LGE — misHe koH-
TpactyBanug Ha 7—10 xB), «+» — mpoTrsxHe
Me3omiokapaianpae Borauime B MIIIL (cer-
MeHTH 2, 3, 8-9, 14), i3 3a1y4eHHAIM MepeaHboi
criku JIIII (TICJIII) B cermenrti 7; cy6emmo-
KapiaJibHa 3aTPUMKA KOHTPACTY B CETMEHTAxX
4-10 mwxuapoi crinku JIIT (HCJIII); neo-
JIHOPiIHA <«IUISIMKUCTa» CTPYKTYpa B OOKOBIil
crinmi JIIT (BCJIIII).

e Cemapamifo JHCTKIB IepuKapia A0 5 MM Ha
piBHi 6azanbHux Bigginis 60kosoi crinku JIIII.

o Jlpi6Huii dikcoBanuii Tpom6 JIII (xponiu-
HUM, anikanabHi Bigminu ctinku JIIIT).

BucHoBOK: i1 4ac KOHTPOJBHOTO JOCJIiKEH-
Ha 23.09.2021 — mosuTuBHA AUHAMIKA JIIKyBaH-
Hs: MP-o3Haku HaOpsiKy, 3amajibHoi iH(inbrpartii
MioKap/a, repuKkapaa He BuUsABIeHO. HeimeMiuynuit
(micasBananpanil) Miokapaiodiopos JIII (Gisbiie
MIIITI, HCJIII — 8 cermentiB). JIpibuwmii dikcoBa-
Huit TpoM6 y JIII (xpoHiuHwmii, amikagbHi Biaaigin
crinku JIIT). Ilepukapmianpuuii BumitT (Mamauii/
caigm). [IpoTskHe Me3oMiokapaiajbHe BOTHUIIE B

MIMIII (cermentn 2, 3, 8-9, 14), ake 3anydyae i
ITCJIIII (cerment 7); cybeHmoKapaiabHa 3aTPUMKA
koHTpacty B cermenTax 4—10 HCJIIIL; neopropigHa
<«mamucTa» crpykrypa bCJIIILL

22.08.2022 xBopomy TpPOBEIEHO IMILTaHTA-
Iil0 JIBOKAMEPHOTO aBTOMAaTUYHOI'O Kap/ioBep-
tepa-gedibpuaaropa Medtronic Miro MRI DR
SureScan DDME3D4 3 nepBuHHOIO €HAOKAPIiaIb-
HOTO CUCTEMOIO.

Ocratounuii aiarno3d: CrankoBa (TeHETUYHA)
JAKMII (rereposurorna crajkoBicTh), MyTallii B
renax FLNC (¢6907C>T (p.GIn2303)) ta TTN
(c69715+56>C (Intronic)), aBTOCOMHO-TOMiHAHTHA
dbopma. Miokapaiodhi6pos (IoCTMiOKapAUTHYHII).
MiniMasbHa BiffHOCHA HEAOCTATHICTh MiTpasb-
HOTO 1 TPUKYyCHifalbHOTO KJamaHiB. Yacra mwury-
HOYKOBa eKcTpacucrtomiuna aputwmisg. [lapokcusm
HEeCTIHKOI NMIIYHOYKOBOI Taxikapmii. IMmrianrtanis
kapaioseprepa-gediopuastopa (MRI DR SureScan
DDME3D4) (22.08.2022). CH crazii ITA 3i 3um-
xkenoto DB JIII (28 %). CyOkuiniunuii rinotu-
peos, yrepie BUSIBJEHUN, cTajiss cyOKOMITEHCAITil.
Osxupianga | crynensa. [lopyienHa ToaepaHTHOCTI
IO BYTJIEBO/IIB.

[TamienT BunMMcanuit 3i cramioHapy 3 pPeKOMeH-
JAISIMU: HATJISI KapioJora, eHJIOKPUHOJI0Ta, KOH-
TpoJsib apTepiasbHoro Tucky ta YCC; TecT Kapmio-
Beprepa-aediopuastopa yepes 1-3 micsiii.

PexomenoBaHO TPOMOBKUTHU JIKYBaHHS: Kap-
Beanosr — 50 mMr 2 aBiui Ha K00Y; cakyOiTpuJI/Baji-
caprar — 100 Mr 1Biui Ha 100y 3 MABUIIEHHSIM 031
110 200 mr aBivi Ha 106y; amiogapor — 200 mr/moba;
puBapokcaban — 20 Mr/no6a; manariigaosus — 10
mr/noba; Topacemin — 10 Mr BpaHili HaTIe 3a cxe-
MOI0; JTIEBOTHPOKCHHY HaTpiio («Eytupokces) — 12,5
MKT/1006a; etiepeHoH — 25 Mr/mo6a.

3 orangany Ha reHermuHuit Bapiant KMII y
HAIIOro TaIlfieHTa OyJ0 MPOBEIEHO TeHETHYHE Tec-
tyBanusa cuHa 2006 poxy HapomxkeHHs. Pesyabratn
JOCJIJIPKEHHST TTOKa3aju (maoba. 3), 1o B CHHA HAIIIO-

Puc. 2. lesiki pe3ynbrati noBTopHOro MPT-o6¢cre)xeHHs1 xBoporo I. HeiwemiuHui (nicnssananbHuin)
miokappaioci6pos JILl (Ginbwie MLLUM, HCJILW - 8 cermeHTiB), HeoAHOPIAHA «NAAMMCTa» CTPYKTypa BCJILL
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Pe3ynbTat ceKBeHyBaHHS i TecT Ha paeneuii/ aynnikauii 4 reHiB cmHa xsoporo I.
leH BapiaHT 3UroTHicTb Knacndikauis BapiaHTa Pe3ynbTrar
FLNC €.6907C>T (p.GIn2303*) l[eTepo3uroTa MaToreHHU BusiBneHo
TTN €.69715+5G>C (Intronic) [eTepo3uroTa HeBM3Ha4YeHOro 3Ha4YeHHs BuasneHo
AKAP9 €.1682C>T (p.Ala561Val) leTepo3surorta HeBu3HayeHoro 3HaYeHHs BusBneHo
MYLK €.3748C>T (p.Arg1250Cys) [eTepo3uroTa HeBM3Ha4yeHOro 3HaYeHHs BussneHo

rO TIAIliEHTa TaKOX iMeHTUMIKYEThCSI TATOTEHHUMA
Bapiant y reri FLNC (¢.6907C>T (p.GIn2303*))
Ta HeBU3HaueHOro 3HaveHHd B reHax TTN, AKAP9
i MYLK.

OGroBopeHHs

[lyxe wacTo MiOKapAWT Ta 3ama’dbHy Kapio-
MIOTIATII0 PO3TJISAMAIOTh SIK OIHI 3 OCHOBHUX IIPH-
YUH PO3BUTKY KapioMeraiil Ta CHUCTOJIYHOI IuC-
dyHKIii ceprs. IcHye ayMKa, miarBepskena y Gara-
THOX BUIA/IKAX, IO 3aMIAJIbHUH ITpoIlec Y MioKapai i
JAKMII € pisHuM#u cTafliIMU OJTHOTO MATOJOTIIHOTO
MPOILIECY.

OpHak y TemepiiiHiil yac HeMae CyMHiBiB, 1110
JKMII — 1e rereporeHHa rpyna KapioMeramiid.
Tpeba posrisgparu saxsopioBanus JKMII (cnaz-
KOBa, reHeTnyHa dopma) Ta «penorun JKMII» —
«BTOPUHHY>» KapziomeraJiio, Gibpo3 Ta mopyieH-
HS CKOPOTJIMBOI 3/1aTHOCTI Miokapaa. IlaTtosioriuni
MeXaHi3MM, $SKi TPU3BOAATH [0 <«(PEHOTHUIY
I KMII», pisnomanitai. Kpim MiokapauTy, e Moxe
OyTH BILUTMB TOKCHYHUX PEYOBHH, MITOKCUYHI MeXa-
Hi3MW, TTOPYIIEHHS CEPIIEBOTO PUTMY TOI0. YacTo
e MOke OyTH BILUIMB KiJIBKOX MATOJOTIYHUX (hak-
TOPIiB BiJApa3y Ta HasgBHICTh HU3KH KOMOPOIIHUX
CTaHiB, 1K1 IPUCKOPIOIOTh PO3BUTOK KapjioMeraJii
(3amaspHi TIpollecH, IYKPOBHil aiaber, OKUpPiH-
H¢, 37TOBKUBAHHS aJTKOTOJIEM, CIIOPT, apTepiajbHa
rimepTeHsisg Tomo) [3].

Mu ommcanmm Bumamox 40-pigHOTO YOJOBIKA i3
cimerinoro JIKMII ymnacmizoxk matorennoi myTariii
FLNC Ta TNT, B gaxoro possutox CH cmouaTky
MOB’A3yBaJIN JIUIIIE i3 3aMaJbHUM IPOIECOM y Mio-
kapmi. el kKaiHiYHWN BUITQI0OK CBITYUTH TTPO BaK-
JIUBICTh HE TUIBKU CYYACHOTO CHUMIITOMATUYHOTO
JIIKyBaHHS TaKUX XBOPUX, & ¥ MOBHOTO JIiaTHOCTUY-
HOTO OOCTEKEHHSI 3 BUKOPHCTAHHSIM T'€HETUYHOTO
TECTYBaHHSI.

[TommpenicTh ciMeiiHOi (hopMU CTAHOBUTH MTPU-
6ausno 25-35 %. Ilpobiemoro € Toit (akr, 1o
i cmagkoBa (cimeitna) /IKMII e renernuno He-
osHopifHOWL. Tenu, myTallii B SKUX NPU3BOJLTD
no dopmysanusa JKMII, koayooTs myxe pisHi
6imkn (IIUTOCKEJIETHI, capKOMepHi, MiTOXOHApPI-

aJbHi, JecMOcOMaJsibHi, sjepHi MeMOpaHHi Ta
PHK-38 asyBasnbni Oinku. JloBemeHo, mo mpu
JKMII 12 reniB Moxytb OyTu KiaacubikoBaHi
dK Taki, MO MaioTh ocTatouni pokasu (BAGS3,
TPM1, DSP, ACTC1, MYBRC3, FLNC, MYH?7,
RBM20, SCN5A, TNNT2, TTN, LMNA) [3, 13].
[TpoBeeHHSI TEHETHUYHOTO TECTYBaHHS OCOOJUBO
BaXJUBE y TAIEHTIB 3 «imiomatuunoos» [JKMII.
3a OCTaHHIMHU JaHMMU 13 3aCTOCYBaHHAM cydac-
HUX JOCITHEeHb FeHeTUYHOI MiarHOCTUKHU 10 50 %
narienTiB 3 «igionatuunow» JKMII 6yiu BusHa-
YeHi sIK XBOPI 31 CraZIkoBoOIO Kapaiomiomnatiero [15].
HaBiTh KO He BUSBJIEHO reHETUYHUX /1e(DEKTIB,
TO I1€ He 3aBK/IM BiIKU/IA€ MOXKIUBICTH CIIAJIKOBOTO
3aXBOPIOBAHHS, OCKIJIbKM IIl€¢ HE BCi I'eHW 3aXBO-
poBaHb Bimomi. A Tomy He Tpeba 3abyBaTH, IO
«igionmatnyna JKMII» (To6TO KoM NMPUYUHKA HE
BUSBJIEH]) TAaKOXK MOxke OyTH ciiagkoBoio. Lle Mmosxke
OyTH TOB’si3aHe 3 THUM, 1[0 B MaIlieHTa BigOyJacs
HOBa MYyTallisl, CiMeHUI aHaMHe3 1110/I0 HasgBHOC-
Ti Kapmiomiomnatii € HeraTuBHUM, ab0 TeHETHYHA
MIaTHOCTHUKA B OILJBIIOCTI BUMAJKIB € CKJIAIAHOIO i
HeIOCTYTHOIO.

Y mamoro xBoporo Oyjao igeHTHDIKOBAHO
narorennuii Bapiant, ¢.6907C>T (p.GIn2303*) y
reni FLNC Ta BapiaHT HeBM3HAYeHOTO 3HAYEHHH,
¢.69715+5G>C (Intronic) y remni TTN.

FLNC BigHocsaTh 10 Kiacy OiuikiB (imaminiB
(FLN - FLNA, FLNB, FLNC), aki mepexpecHo
3B’3YI0TBCS 3 AaKTHHOM, TTPUKPITIIIIOIOTH aKTHHOBUH
[UTOCKEJIET JI0 JIIMiAHOI MeMOpaHH MLISIXOM TIpsi-
MOTO Ta HEIPSIMOTO 3B’SI3KY 3 iHTerpuHom (puc. 3).
Kowmiuiexe ¢iaMiH—aKTUH TepeBay)KHO PO3TAIIOBA-
Huit Ha Tiepudepii KIITUHA i € BITHOCHO KOPCTKHUM,
110 crpusie crabisbHOCTI uToCcKemera [17].

Binok FLNC (dinamin C) — cTpykTypHUi 610K,
JKAU Ma€ aKTUH3B'SI3yBaJbHI JOMeHU (cailTi)
(ABS) Ta Bimirpae BaKJUBY POJb y MiATPUMaHHI
CTPYKTYPHOI IIJTICHOCTI capkoMepa IILJISXOM 3MIN-
BaHHs aKTUHOBUX HUTOK 1 3aKpiruieHHs GiakiB cap-
KOJIEMU B ITUTOCKeJIETi [4].

OcuoBuumu B3zaemomiamu FLNC e uwactuna
Z-nmicka (MIOTUJIiH, MiO3€HiH, MIOIIOJIUH 1 KaJibcap-
[[1H), CUTHAJIbHI MoJjekyau [24], a Takox OiIKM,
acorrifioBani 3i capkoJsiemoio (imrterpun B1, capko-
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Puc. 3. A - cxema moHoMepy dinamiHy, WO CKIIafAETbCA
3 aKTUH-3B'I3yBasnibHOro fomeHy (ABD). b — cxemaTuyHe
3006pa)keHHs pi3HNX KOH(OopMaLi Nnapy IHTerpuH-
3B'fAI3yBafibHUX AOMEeHIB Ha ¢dinamiHi (IgFLN 20i 21)

3a pi3HMX NPUKIIafleHUX CUN PO3TAryBaHHA. B - cpinamiH
nip Ai€0 LUTOCKENETHUX CUM PO3TArNyBaHHA NpU
3B'AA3yBaHHi iIHTErpuHy/ aKTUHY, WO NPU3BOANUTb

A0 KOH(opMaLUiAHUX 3MiH Yy oro Ig-nofiGHuUX foMmeHax
[23]

TJIiKaH fenabsTa) [ 2, 6]. Lleit mpoTein Bigirpae Kputuy-
HY POJib V (DYHKIIIOHYBAaHHI CepIleBOi Ta CKEJIETHOI
M SI30BUX TKAHWUH.

Ymepite ¢heHOTHUTT 3aXBOPIOBAHHS 3 HOBUM TUIIOM
aBTOCOMHO-AOMIHAHTHOI MiodiOpuasapHoi Miomarii
(MFM), nos’sizanmii i3 FLNC, 6yB onucamnuii y
2005 porti B HiMeIbKill poauti. Y HuUX yrepiie GyJia
BUsABJIeHA HOHceHc-myTamisa (p.Trp2710%) [22]. ¥
TEHETHUIll HOHCEHC-MYTallid — Ile TOYKOBAa MyTa-
mist B mocaigosuocti JIHK, sgxa mpusBoauTh 10
HepeyacHoro CTOM-KOJAOHY ab0 HOHCEHC-KOIOHY B
tpaHckpuboBaniit MPHK, a Takos 10 BKOpOYEHOTO,
HEMOBHOTO Ta He(YHKIOHAIBLHOTO GIJTIKOBOTO TIPO-
AYKTY.

[Tizmimre 1eii BapianT OyB OMUCAHUN Y KOTOPTaX
Pi3HOI eTHIYHOT IPUHAJIEIKHOCTI, GYJI0 TIOKA3aHO, 110
koqo0H 2710 € rapsuoio Toukoio MyTartii [14].

Hocnimxenns, uposeneni @Dongom Amepu-
KaHCBKOTO KOJIEKY KapioJiOTiB, MOKA3yIOTh, IO
micernc-myTaiii y reri FLNC Takox MOXKYyTh OyTH
MOTIePeTHUKAMU PI3HUX KapAioMiomnaTi [4].

Tpapuiitno Bapiantn FLNC acorioBanucs 3
miodibpuspaumu  Miomarismu (MFM; MIM#

609524) 3 mpoKCUMaTHHIM, a 1HOAI 3 AUCTATHHUM
ypakeHHaM [20]. Ognak Ha TenepimHii gac goBene-
Ho 3B’g30k BapianTiB FLNC 3 i3osmboBannMu Kap/iio-
MioIaTisMu.

Bapiantit FLNC moxyTh OyTu moB’si3ami 3 pisHu-
MU cepiieBUMU (DeHOTUTIAMU, TAKUMHE SIK apUTMii 6e3
BUABJICHUX CTPYKTYPHUX aHOMaJiii, BPO/KeH] Bagn
cepilst, 3 aBTOCOMHO-IOMIHAHTHOIO MiO(hiOPHIISIPHOIO
miomarielo 5 (MFMDJ), nucranpHoto miomarieio 4
(MPD4), nunatariiiHoro, TinepTpodiyHoT0, peCTPUK-
THUBHOIO Ta HEKOMIIAKTHOIO Kapaiomionatisamu [21].

[Tommpenicts BapianTis FLNC y marienTis i3
JOKMII cranouts 1-4,5 % [1, 12].

Hatiuacrime mpu JIKMII crioctepiraiors BapiaH-
THU, SKi, 32 TPOTHO3aMU, TPU3BOSATH /10 TIePEIIaCHO-
TO CTON-KOMOHY 1 KJacudikyioTbcd K (MMOBIPHO)
natorenti, ockimbkn FLNC mae Bucoky #moBip-
HICTh BapiaHTIB i3 BTparoio GyHKII (MTOKA3HUK
pLI=1).

Y mamroro marfieHTa 3a pesyJbraTaMu TeHeTHY-
HOTO JIOCJI/IKEHHST TaKoK OyJio izeHTr(hikoBaHO
BapiaHT HeBM3HAYeHOTO 3HaueHHs €.69715+5G>C
(Intronic) y reni TTN.

Ter TTN Gepe y4acTb y CTBOPEHHi [y’Ke BEJTUKO-
ro Ginka Taiituny (KoHeKTHHY). MoJiekyiu TaiiTu-
HY, TlepeKpUBaoyn BificTalb Bix M-miHii 1o Z-nmcka,
dopmytoTh TpeTio (himameHTHY (Pa3oM 3 aKTUHOM Ta
MiozuHOM) crctemy B Miobibpuax. Iicsist miosumy
Ta aKTUHY TalTUH € GIJIKOM, HAHOLIBIIT MOMIMPEHUM
y TIOMEPEYHOCMYTACTOMY M'$131, CTAHOBUTH OJIM3BKO
10 % miodibpusipHOi MacH.

Bapiantu rena TTN acorifioBaHi 3 pi3HOMaHIT-
HOIO TPYTOIO NepudepiiiHuX MiomaTiil, TAKUX IK:

° aBTOCOMHO-pPeEIleCUBHA MOSICHO-KiHIleBa
M's30Ba aucTpodia kinmiBok tuny 2] (LGMD24]
U71:Med3G24]JD) — rpyna nop’si3aHux 3axBOPIO-
BaHb, 10 XapaKTEPU3YIOThCsT CJAAOKICTIO 1 BHUCHA-
JKEHHIM CKeJIeTHUX M’43iB, 0COOJIMBO IJICYOBUX,
Ta30CcTerHoBUX 1 KiHIIBOK. LGMD2] — tun nosicuo-
KIHIIEBO1 M'sI30BO1 IMCTPO(ii, BUSBIEHU TIePEBaK-
Ho B Hacenenna Qinnsnmii (BapianT FINmaj) [19];

° aBTOCOMHO-JIOMiHAaHTHAa M SI30Ba AUCTPOQis
BEJTMKOTOMIJIKOBOI KiCTKM B HE()iHCHKOTO €BPOITEii-
cpkoro HaceneHHsa (TMD) — cran, axuii nepemycim
ypaskae M’g31 repeinboi yacTuau romisaku [10];

* aBTOCOMHO-/IOMIHAHTHA CIAJKOBa MiomarTid 3
paHHbOIO nuxanbHOIO HemocTaTHicTIO (HMERF) —
CITQJIKOBE 3aXBOPIOBaHHS, IO Bpakae M'sI3M, SIKi
BUKOPUCTOBYIOTBCS I PYXy (CKeJeTHI M's31), Ta
M’s131, TOTPiOHI auIst quxaHHs (quxanbHi M'st3u) |5,
8, 18].

esaxi myTarii rera TTN acoriifoBani 3 TakumMu
MaTOJIOTISIMU cepiieBoro M'a3a [7, 9, 11]:

e apTocOMHO-0MiHanTHOIO JIKMII;
° TinepTpohigHOI0 Kap/1ioMioIaTi€ero;
® APUTMOTEHHOIO JIUCILIA3IEI0 TPABOTO MIIYHOUYKA.
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Y mamienta [. Takox BUSBJIEHO BapiaH-
TU HeBU3HaueHoro 3HaueHHs B Tenax AKAP9
(c.1682C>T (p.Ala561Val)) ta MYLK (¢.3748C>T
(p.Arg1250Cys)).

€ monepeHi /10Ka3M, 10 MiATBEPKYIOTh KOpe-
Jisrio Mixk Bapiantamu B reri AKAP9 3 aBrocomno-
JOMiHAHTHUM CUH/IPOMOM TIOJIOB3KEHOTO iHTEPBAIy
QT (LQTS) tun 11 (MedGen UID: 437218) ra
ABTOCOMHO-/IOMIHAHTHOIO TilepTpodivHOI0 Kapaio-
mionatieio (PMID: 28750076).

Bapiantu B reni MYLK acouiifoBani 3 aBTo-
COMHO-JIOMIHAHTHUMH aHeBPU3MaMU Ta PO3IIapy-
Bantsim rpyzaHoi aoptu (TAAD) (MedGen UID:
462427).

HaBenenuii kaiHIYHUN BUINAJOK CBIIYUTH IIPO
BayKJIMBICTD MOBHOTO 00CTEKEHHSI XBOPOT'O 3 Kapio-
MeTami€lo, MO AiaTHOCTOBaHA BIiepIie. BusaBierHs
OMTHOTO 3aXBOPIOBaHHSA (HATIPUKIAA 3aMaJbHO-
ro IpOIleCY B MiOKapji) He BUKJOYAE MOTPeOU B
JIOIATKOBOMY OOCTE/KEHHI Malli€HTa JIJIsT BUSIBICHHS
JOMATKOBUX KOMOpPOimHUX (akTopiB (aprepiaibHa
rinepreHsis, inmeMiuna xBopoba cepiis i3 Garatocy-
JIUHHUM yPa)KeHHSIM KOPOHAPHUX apTePill, TOKCUIHI
i MeTaboTiuHI (haKTOPH TOIIIO), IKI MOKYTh BILTHBA-
TH SIK Ha CTaH XBOPOTO, Tak i Ha mporuo3. Hamr Bumna-
JIOK TaKOXK MOKAa3ye€, 10 HAIBHICTb MIOKApAUTy He
BUKJIIOUAE MOXKJIUBICTh <«CIIBICHYBAaHHS» 3 IHIIUM
3aXBOPIOBaHHSIM — crajkoBoio dopmoio JJKMII y
JIeAKUX Malll€HTIB.

Y mamomy BUIAIKY MIISXOM aKTUBHOTO TIPO-
TU3aNaJIbHOTO TAa CHHIPOMAJILHOTO JHIKYBaHHS MU
JOCATIIN OJTy>KaHHS MAIli€HTA BiJl 3a1TaJIbHOTO TTPOTIe-
Cy B MiOKap/li Ta 03HaK 3BOPOTHOTO PEMO/IETIOBAH-

Kongnixmy inmepecie nemae.

HS — 3MEHIIeHHST TOPOKHUH CePIlS Ta IiABUIIEHHSI
OB JIIII. TIpore mig 4ac MOBTOPHOIO OOCTEKEHHS
MW BUSIBUJIN TIPOTPECYBAHHS KapioMerasii Ta cuc-
tosiunoi aucdynkiii JIIL. Ile nae 3mory cTBepKy-
BaTH, 110 TIOTIpK HaticydacHimy tepamniio CH y Taknx
namienTiB 3 renernynoio gopmoio JKMII mu ne
MOKEMO OYiKyBaTH JIOBIOTPUBAJIOl CTIKOI pemicii,
a TUM I1aye MOBHOTO 3BOPOTHOTO PEMOJIEIOBAHHS
cepis, sAK 11e GyBa€ y BUIAJIKaX 3 «4UCTUM» MiOKap-
autom. 3 orisiy Ha 1ie xBopwii I. 6yB mocraBieHuit
y 4epTy Ha TPAHCIJIAHTAIIITO CEepPIIs.

BCHOBKM

Y mnarienTiB 3 ynepiie BUSBJIECHOIO Kapjliomera-
JIEIO0 Ta CePIEeBOI0 HEJOCTATHICTIO, KPIM BUSIBJICHHS
KOMOPOIZIHUX CTaHIiB Ta 3aXBOPIOBAaHb, MOTPIOHO
TaKOK PETEeNbHO 3'SICOBYBATU CIMEHHUN aHAMHE3 i
MIPOBOIUTH TeHETUYHE TECTYBAHHS IS 1IaTHOCTUKI
cragikoBUX (OpM AUJIaTAIIHOT KapAioMiomaTii.

Taxi marienTH, MOMPU OY>KAHHS Bi/l MIOKapAUTY
Ta MPOBEIEHHST CyYacHOI Teparil i3 3aCTOCYBaHHSIM
IIJTbOBUX J103 ITIpernapaTiB, PEKOMEH/IOBAaHUX st
JIIKYBaHHS CEPIEBOI HEJIOCTATHOCTI, € KaHAUZATaMU
Ha SKHAUTIBU/ILY TPAHCIIJIAHTAIIIIO CEPIIA.

VY 6iosoriyHux poAMYiB TaKMX MAIEHTIB CJIi
PO3TJISTHYTH MOXKJUBICTh HE TIJIbKU ITPOBENEH-
HSI KJIHIKO-(DYHKIIIOHATBHOTO O0OCTEKEHHs, a I
reHeTMYHOro tectyBanus. CUH TMAIli€EHTa, B SKOTO
TaKoK OyJIM BUSBJIEH] reHeTUYHI MyTallii, ckepoBa-
HUP Ha iMIUIaHTalio Kapaioseprepa-mediopuiis-
TOpa, 06GTOBOPIOETHCS MOKJINUBICTD TPaHCILTAHTAILL]
cepus AJsl HbOTO.

Yuacmv asmopie: ozns0 rimepamypu, nanucanis ma opopmaenns cmammi — 0.0., [I.P., O.€., pedazysanms

cmammi — O.€.
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Dilated cardiomyopathy and myocarditis: a clinical case

The article describes a clinical case of a combination of myocarditis and hereditary dilated cardiomyopathy. In a
40-year-old man cardiomegaly and HF, which occurred for the first time, were initially associated with an inflammatory
process in the myocardium. Further genetic examinations showed that pathological processes in the myocardium are
also associated with a pathogenic mutation in the FLNC gene and a mutation in the TNT gene. The myocarditis that
developed on the background of family (hereditary) dilated cardiomyopathy. However, despite the positive effect
of the treatment of myocarditis and contemporary drug therapy, the progression of the pathological process in the
myocardium was noted. This clinical case emphasizes the importance of a complete diagnostic examination with the
use of genetic testing in certain cases.

Key words: dilated cardiomyopathy, heredity, myocarditis.



