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A1 YNYYLLEHNA AMArHOCTUKM QpUTMOTeHHoI Kapanomuonatin (AKMIT) B npeacTaBneHHoil cTaTbe 0CBeLLeHbl OCHOBHbIE aCNeKTbl AMArHOCTUKM
B 2023 . BeayLL1e eBpONeiiCcKne IKCNepTbl NPUHANN 0OHOBNEHHbIE 11 ONbIT NPAKTMYECKOro NPUMEHEeHMUA HOBbIX KpUTepueB ANA pacrno3HaBaHuA
peKoMeHZALMM U KOHCEHCYCHDIIA JOKYMEHT C YCOBepLIEHCTBOBAHHbIMIA pa3nnuHblx peHoTunos AKMII.
Kputepuamu auarHoctukn AKMIT (Ha ocHoBe MoANGULMpoBaHHbIX ITF

kputepues 2010 . u MagyaHckux kputepues 2020 1.).
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n order to improve the diagnosis of arrhythmogenic cardiomyopathy (ACM) The article highlights the crucial aspects of diagnosis and prac-
in 2023, leading European experts validated new recommendations | tical experience of novel criteria for the recognition of various phenoty-
and a consensus report with augmented criteria for diagnosis of ACM (based pes of ACM.

on modified ITF criteria 2010 and Padua criteria 2020).

YIpOIeHNA TePMUHOIOTUN X OFHOBPEMEHHO
BeepeHue IVt 06ecTiedeH s KOHIIENTYaIbHOI OCHOBBI TS
Ha Konrpecce EBporeiickoro o61ecTsa kap- | AUATHOCTUKM U JIeYeHNA KapANOMUOIATIIA (1].
avororos 2023 ropa (ESC-2023) pabouasi rpymira Haub6onee BaxHble NISMEHEHNS B PEKOMEH-
ESC o6HOBUIA CyllecTBYIOL[/e KIMHNYECKEe [anyAX KacaloTCA IPYIIIIbI COCTOHHI/II?[, KOTOpbIE
PeKOMEHJal UM 10 KapAMOMMOIIATUAM, BKIIIO- BK/TI0YA/IICh TOJ 06IIM TEPMUHOM «apUTMO-
4UB HOBble PEeHOTUIMIeCKNe OMMCAHNsA AN | TeHHas Kapunomuonatns» (AKMII), xapaxre-
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An interesting clinical case .

pusyoIelics CTPYKTYPHO-(PyHKIMOHAIbHBI-
MU HapyLUIEHNAMI MUOKApJa I KeTyL0UYKOBOII
apUTMUeI.

Hosonornueckoe onpepenenne AKMII sas-
J1A€TCA OTKPBITBIM BOIIPOCOM U IIPeCTaBIAET
€o0011 CIOKHBII actieKT. [lepBoHAYaIBbHO B KITN-
HMYECKOJ IpaKTUKe MCIOIb30BaICH TePMUH
«apUTMOTeHHas IMUCIIa31A MPaBOro XKeTymoy-
Ka VM TIPaBOXKeNTy/I04KOBas KapAMOMMOTIATA»
(AKIDK). Xors xmaccuueckas AKIDK pacema-
TPMBaIach Kak 3a007IeBaHe, CBSI3aHHOE C IIPaBbIM
xxenynoukoM (IDXK), marke mepBble ero onycanms
yKa3bIBa/IM Ha BBICOKYIO pacllpOCTPaHEHHOCTDb
bnOPO3HO-KMPOBOTO 3aMEIIEHNS B IEBOM JKe-
nypouke (JIK). Tem He MeHee, IiepBble AMArHO-
CTUYECKVE KpUTEPUMN, TIPEMITIOKEeHHBIE B 1994 ropy
U TIepeCMOTPEHHbIE MEX/IYHAPOJHOI LIeIeBOI
rpynmnoii ITF B 2010 r. (International Task Forse,
MexpyHaponHas nenesad rpynmna, Marcus F,
et al, 2010) 6pUIM cOCpefOTOYEHBI Ha IIPABOM
KeNnyflouKke 0e3 YIOMUHAHUS O JIEBOM XKeJy-
pouke [2]. VI Tonpko B 2020 ropy 6b11M Ipefso-
>keHbl [TagyaHckue guarHocTudeckue Kpure-
puu, OXBaTbIBAOIINE KaK IIpaBble, TAK U JI€Bble
otgensl cepaita mpu AKMIT [3].

OpHaKo B IOC/IeHNX peKoMeHaanuAx Es-
poreickoro o61ecTBa KapAnoaoros 1o Befe-
HUIO KapguoMmuonaTuii 2023 I. HaCTOATEIbHO
PpeKOMeH/lyeTcs IPUAepXXUBAThCA TEPMUHOJIO-
TN «aPUTMOTEHHAas KapAMOMMOIATUA TIPaBO-
TO XKeTyLOo4Ka» U MPUMEHATD IS AMAarHOCTU-
K 9TOTO 3a00/meBaHus MOAU(UIMPOBAHHBIE
kputepun I'TF 2010 r., mockonbky ITagyanckue
AMATHOCTUYECKMEe KPUTepUN ellje He IPOLIIN
BHEIITHIOW Baaumanuio [1].

Hecmortpst Ha ybemuTebHble peKOMEHAALINN
ESC 2023 r. ucrionbp3oBaTh TOTBKO TEPMITHOJO-
TUIO0 «apUTMOTEHHOM KapAMOMIOIIATH IIPABOTO
JKeJTyJOYKa» U IPUMEHATDb B IUATHOCTUIECKIX
uesnax kputepuu ITF 2010 1., psap eBpomeitckux
9KCIIePTOB IIpefIaraiT 6ojee MNPOKOe OIpe-
nenenyie AKMII, oxBarbiBatoee Bech (eHO-
TUINYECKUI CIIEKTP 3TOTO 3ab0meBaHms. Yuu-
TBIBasA PacTyIyI0 OCBEJOMIEHHOCTb O Ba>KHO-
CTU JMAaTrHOCTUKIY JIEBOCTOPOHHUX BapMaHTOB
AKMII, pacry1nee mpyusHaHue [UaTHOCTUYECKOI
I[eHHOCTY MarHUTHO-Pe30HaHCHON TOMOrpa-
¢un (MPT) cepaua s BeisiBneHus pubpo-
3a (LGE)/ py6ua mmnokapna JDK n gorronuuTen-
HOJI JMAarHOCTUYECKOM POIM KpUTepUeB 3/1eKT-
poxapanorpaduu (9KI') nmeBoro xenypmouxa
U XeNnyouKoBbIX apuTMuii us JIDK, BosHuka
HACTOsATe/NbHasA HeOOXOAMMOCTb COOpaTh MeX-
IYHapOJIHO NPU3HAHHBIX 9KCIIEPTOB /I/IA Iepe-
CMOTpa U CTAaHJAPTU3ALUM KIMHUYECKO Tu-
aTHOCTMKU BCero PeHOTUIINYIECKOTO CIEeKTpa
AKMIL

B oxTs16pe 2023 1. 66171 ony6111K0BaH EBpo-
nelicknit KoHCeHCYCHBIN JOKYMEHT MeXyHa-
POMHBIX 9KCIEPTOB U MPEeI0KEHBI PeKOMEH-
Jaluiu 110 COBPEMEHHOMY [JMarHOCTIYeCKOMY
HOJIXOZY KO BCeMY (PEHOTUIINIECKOMY CIIEKTPY
AKMII [4]. ITpennaraemble KpuTepyuu MpejcTas-

JIAI0T cO60J KOHKPETHYIO peann3anuio yryd-
IIEHUI, PeJ/IOXKEHHBIX B OTYETe MEeX/yHa-
pomHBIX aKcnepToB 3a 2019 rop [5], u yrouHe-
uue [Tagyanckux xpurepues 3a 2020 rog (3],
€ 0cOOBIM BHUMaHMEM Ha UAEHTU(UKAIIO He-
reHeTMYeCKux 3abomeBanuit (peHokommii), KOTO-
pble MOTYT COOTBETCTBOBATH UATHOCTUIECKIM
kpurepusaM AKMII, B 0CHOBHOM /1€BOCTOPOH-
HUX BapMAaHTOB.

AKMII npepcraisaeT co60i KapauoMuo-
natuio ¢ BosnedeHneM DK, JIDK unn ob6onx
JKeTyLOYKOB 1 BKIII0OYaeT B cebs Clepyomiye
dbenotunsl 3aboneBanus: 1) kmaccuaeckuii de-
Hotu AKIDK (Takyke Ha3bIBaeMblil IIpaBOKO-
MIUHAHTHBIM), XapaKTepU3YOIIUIICs TTopasKe-
HueM IDDK 6e3 o6Hapy>XuBaeMbIX HapyIIeHNI
JIXK; 2) peHOTHUII apuUTMOTEHHOI OMBEHTPUKY-
JIAPHON KapAVOMMOIIATHI, XaPAKTePU3YOIINIACS
nopakenneM Kak [DK, tak u JUK; 3) denorun
aputTMmorenHol Kapguomunonarun JUK (Takxke
Ha3bIBaeMBIIl IEBOJOMIHAHTHBII UIN JIEBOXKE-
JTYILOYKOBBII (PEHOTUII), XapaKTePU3YIOUUIIC
nopakenneM JUK 6e3 BoBneuenus ITK. Ilo-
IOOHO MpefpIAyINM crcTeMaM orfeHku 2010 .
u 2020 r. ;MarHO3 OCHOBAH Ha MHOIOIIapaMeT-
PUYECKOM TOAXOfie, OXBAaTBIBAIOI[EM 6 KaTero-
puit: 1) Mop¢onorndeckne 1 GyHKIVIOHATbHbIE
JKeJTY[J04KOBbIe aHOMa/INN; 2) CTPYKTYPHbIE aHO-
Maauyn MMOKapia Ha OCHOBE TaHHbBIX O TKaHeE-
BOJI XapaKTePUCTUKE; 3) eNOIpU3ALMOHHbIE
u 4) penonapusanuonusle IKI-usmenenus;
5) >KeITyJOYKOBbIe QpUTMMIN 11 6) CEMEIHBIN aHaM-
He3/TeHeTUYeCKIe JaHHBIE.

Buengpenne MPT ¢ oTcpoyeHHBIM KOHTpa-
CTUpOBaHMeM [ ufeHTuuKanuu GeHoTu-
nnyeckux Bapuantos AKMII aBnsercs perma-
IOLIVM 11 Hanbosiee BaKHBIM HOBILIECTBOM, B TO
BpeMs KaK OCTa/lbHble OOHOB/ICHNU A IIPECTaB-
JISIIOT COOOJI IUarHOCTUYECKIE YCOBEPIIEHCTBO-
BaHUs. B Tabnnue 1 mpefcraBieHbl KpUTEPUN
nopaxenusa IDK n JIXK o xaxpoii kareropun.

[Toporossie 3HaueHus kpurepues KJJO -
KOHeuHOo-guacronndyeckoro od6bvéma (KIO)
u ¢pakiym Bri6poca (OB) EBpomneiickoit pabo-
Yeif IPYIIIBI IPeJCTaB/IeHBbI B TabIuIIe 2.

B KoHceHCYyCHOM IOKYMEHTe IIpefiCTaBIeHa
MHTepIpeTanus KakK/oro 13 KpUTepues Auar-
HocTuku (Tabmuna 1).

Mopdopynurxyuonanvnovie HaApyuweHus
MOXXHO BBISIBUTB C IIOMOIIb 9XOKapAMrorpadu,
MPT cepplia u Xeny[04KOBOI aHTMOTrpadum.
Ba)kHO OTMeTUTD, 4TO MOP(HOPYHKIMOHAIBHBIE
HapylIeHMs JXXEeTyTOIKOB JO/IJKHBI OLI€HVIBATb-
Cs1 C UCIIO/Ib30BaHMEM KOMIIIEKCHOTO MYJIbTHU-
MOJa/IbHOTO TOAXO0Ja K BU3YaTU3a UL U pe-
3y/IbTAaThl BU3ya/TN3aL[ MU JOIKHBI OBITH MHTET-
PUpPOBaHBl B KIMHUYECKNMII KOHTEKCT. Jmsa
AMarHOCTUYECKOI clelnUIHOCTI OCHOBHOI
MopdodyHKLMoHaNbHBIN KpuTepuit IDK Tpe-
6yet, uto6n! gunatauus DK (ocHoBaHHas Ha
u3MepeHNuAX o6beMa B 3aBMCUMOCTH OT II0/Ia
U MHAEKCHPOBaHHAsA MO IJIOLIA/M TTOBEPXHO-
CTH TeJa) WiIn cucTonmdeckas pucynkiys [DK
ObUIN CBSI3AHBI C KPYITHBIMU PETMOHATbHBIMU
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. IHTepecHbIV KNMHWUYECKWIA Cryydai

Tabnuua 1.

Kputepun EBponeiickoit
LieneBoli rpynnbl

ANA ANarHoCTuKN
ApPUTMOTEHHOIA
KapAuomMmonaTim

2170

Karteropun
|. MopdodyHKumo-
HanbHble
aHomanuu
XKenynoykos

Il. CrpykTypHbIE
aHomanuu
MVOKapzaa

Ill. AHomanun
penonspusayun

IV. AHomanun
fenonapusaymmn
1 HapyLlueHna
NpoBOANMOCTH

V. Aputmunn

MpaBoxenyaouKkoBbii peHoTUN

bonblne Kputepun

« PernoHanbHas aknHesns MK, gucknHesns

WNn aHeBpr3ma

NJII0C 0OUH U3 C/1e0YIoU4UX:

- rnobanbHana gunatauma MX (ysenmuexune
KOHeYHO-AnacTonmnyeckoro oobéma (KOO) MK

B COOTBETCTBUYM C HOMOTPaMMOI ANA BO3pacTa,
nona v nnowaam nosepxHoctu Tena (MMT))

Nno JaHHbIM BM3yanun3unpytoLlero Metoga
nccnefoBaHns;

unu

- rnobanbHana cokpaTuTenbHas ancoyHKuma MK
(ymeHbLeHune dpakunm Boibpoca (PB) MXK B cooT-
BETCTBUM C HOMOFPaMMOW ANA Bo3pacTa 1 nona).
Manbin Kputepui

« PernoHanbHas akuHesns MK, gucknHesns nnmn
aHeBpr3Ma CBOOOLHON CTeHKM XK.

Bonbuwon Kputepui

+ QMOpPO3HOE 3ameLleHrie MMOKapaa B OQHOM

1 6onee obpasue, c Unn 6e3 >KMPoBo NHPUIb-
Tpauwmu, NOATBEPKAEHHOE NPY FMCTONIOT N,
Manbii Kputepuin

» OpgHO3HauHbIV $pr1bpPo3 MroKkapga MK
(nopTBEPXKAEH B iBYX OPTOrOHasIbHbIX MPOEKLMAX)
B 0AHOM U 6ornee cermeHTax MK (ncknouas
TPEeXCcTBOPYATbIV KNanax).

Bonblon Kputepuin

« iHBepcua 3y6uoB T B NpaBbIx MpeKopananbHbIX
otBegeHuax (V1, V2 n V3) npu otcyTcTBmmn
NosHOM 6110Kafbl NPaBO HOXKM NyyKa ca
(MBMHMT) n 6e3 npepLwecTByioLWero nogbema
TouKM J/cermenTa ST.

Manbie Kputepun

« iHBepcus 3y6uoB T B NpaBbix NpeKopAuanbHbIX
otBefeHnax (V1 nV2) y MmyxuumH ctapuwe 14 net
npw otcyTcTBum MBIMHMT v 6e3 npepwecTsyiowero
nogbemMa Touku J/cermenTa ST;

+ iuBepcus 3y6uos T nomumo V3 npur Hanmuum
MNBMNHMT;

« iHBepcus 3y6uoB T nommumo V3 y My»umnH
ctapuwe 14 ner.

Manble Kputepun

+ DNCUNOH BOJIHA (BOCNPOM3BOAVMbIE HU3KOAM-
NAUTYAHbIE CUTHaNbI B KOHLKe Komnnekca QRS
nepep Havyasnom 3y6ua T) B npaBbix NpeKkopaunanb-
Hbllh oTBegeHuax (V1-V3);

« TepMuUHanbHaa akTUBALMA C 4INTENBbHOCTbIO
QRS = 55 Mc, M13MepeHHanA OT HU3LWEN TOUKMN
3ybua S K KoHuy nHTepsana QRS Bkntouaa R’ B V1,
V2, V3 (npwu otcytcTeumm MBMHMT).

Bonbwoin Kputepuii

« YacTble xenypoukoBble sKkcTpacucTonbl (KIC >
500 3a 24 u), ycTonumBasn Unn Heyctonymeas
KenyAoukoBas Taxukapama ¢ mopdosnoruen
BJTHII n BepxHe ocblo.

Manbiin Kputepni

« YacTble XenyaoukoBble sKCTpacnucTonbl (> 500
3a 24 u), HeyCToNYMBaA UIIN YCTONYMBAA XKeNy[ou-
KoBadA Taxukapamna mopdonorum BITHMT ¢ HuxHen
ocblo («naTTepH BTIMXK»).

+ OcTaHOBKa cepALa B aHamHe3e BClieACTBUe
GUbPUNNALMN XKeny[oUYKOB U YCTONYMBOI
KeslyJ0UKOBOW TaxmKkapamm Hen3BecTHom
mopdonorum

JleBoXXenyaouKoBbliii peHoTnn

Manbin Kputepuin

- [Mob6anbHas cokpaTuTesnbHaa AUCHYHKLMSA,
cunun 6e3 gunatauuu JIXK (ysenmuernve KOO JIXK
B COOTBETCTBUM C HOMOTFPaMMOIWA /1A BO3PacTa,
nona v MIMT) no AaHHbIM BU3yanu3npyoLero
MeTOAa UCCiefoBaHUA.

Bonbon Kputepui

« «KonbLieo6pasHbin» Gpropo3 JIXK (cybanvkapavanb-
HbI UK CpeaHeMMOKapAVaNbHbIN NaTTePH
cTpun) B = 3 cermeHToB JIXK (noatBepKaeH

B 1BYX OPTOTrOHabHbIX MPOEKLMAX).

Manbiin Kputepun

+ Dnbpo3 mnokapga JIXK (cy6anukapananbHbin
VNN cpegHeMMoKapamranbHbI NAaTTEPH CTPUI

B OHOM U 6onee cermeHTax JIXK no cxeme
«BblYbero rnasa», 06A3aTeNbHO B [1BYX OPTOroOHasb-
HbIX NPOEKLKAX) C ToKanu3auvei B 06nactu
cBobOfHOM cTeHKM JTXK n/unn neperopogKu

(3a UCKNIOYEHVEM TOUEK COEIMHEHUA MEXKeny-
foukoBoi neperopogku (M) ¢ xenygoukamm)

Manbiin Kputepun

« inBepcus 3y6uoB T B neBbix NpeKopAnabHbIX
oTtBefeHuAx (V4-V6) npu oTCyTCTBUN NOMHOW
6rnokaabl neBoi HOXKY nyuka lca (MBJTHM).

Bonbwon Kputepun

« Huskuii Bonbtax QRS (< 0,5 MB oT nrKka fo nuka)
B OTBEeAeHMAX OT KOHEYHOCTEN (MpY OTCYTCTBUN
aMunNona03a, OXUPeHNs, sSmdrsemMbl NN
neprKapananbHoOro BbINOTA).

Manbiin Kputepui

« YacToTa »KenyaoUKoBbIX SKCTPacUCToN

(K3C > 500 3a 24 u) c mopdponorueit BIHMATN

VSN MHOXeCTBeHHbIMU Mopdonoruamu BIHMNM
(3a ncknoyeHnem «pacuMKynapHOro naTTepHa);
« YCTOMYMBbIE NN HEYCTONYMBbIE XeNy[0YKOBble
Taxukapauu c mopdonoruert BIMHMT

(3a ncknoyeHnem «pacuMKynApHOro naTTepHa);
« OcTaHOBKa cepfLia B aHaMHe3e BCNeAcTBre
GUbPUNNALMN XKeNy[oUYKOB UNN YCTONYMBOI
»KeslyJ0UKOBOW Taxmkapamm Hen3BecTHom
mopdonorum.

HEOT/IOXKHAA KAPAUONOTNA U KAPAUOBACKYJIAPHDBIE PUICKU B Tom 8 No1 2024r.



An interesting clinical case .

OKoHyaHue mab6n. 1

Karteropun MpaBoxenyao4KoBbiit peHoTUN JleBOXXenynouKoBbIli peHOTUN
VI. CemeiHbIn Bbonblwne Kputepun
aHamHes/ - OnpepeneHve NnatoreHHoOM MyTauuu, accounnpoBaHHor ¢ AKMI y o6cneayembix nuu;
reHeTuKka « Inarno3z AKMI noaTeBepXeH y poACTBEHHVKOB NePBON JINHWM C ANArHOCTUYECKUMU KPUTEPUAMY;

« narHo3z AKMI noaTBep>XAeH rmcTonaTonormyeck Npy ayToncum Uian MHTpaonepauioHHo y
POACTBEHHMKA NEPBO INHUN.

Manbie Kputepun

- OnpepfeneHvie BepOATHO MaTOreHHOW MyTauumu, accounnpoBaHHon ¢ AKMITy o6cnepyembix nuu;

- AHamHe3 AKMIy uneHa cemby NepBO IMHUW POACTBA B CJlyYae HEBO3MOXHOCTW ONpeaennTb,
cooTBeTCTBYET NN GeHOTUN POACTBEHHMKA ANArHOCTUYECKUM KPUTEPUAM;

- [pexpeBpemeHHas BHe3anHasA cMepTb (B Bo3pacTe Ao 35 net) npu nogo3perun AKMIy poacTBeHHUKa
nepBow IMHWK;

« InarHo3 AKMIT nogTBepP»KAEH MMCTONATONOMMYECKUMU UV ANArHOCTUYECKUMI METOAAMN

Y YJIEHOB CEMbM BTOPOW JINHWW POACTBaA.

Category RV Phenotype LV Phenotype Table 1.
| ventricular Major Minor European Task Force
abnormalities - Regional RV akinesia, dyskinesia, or aneurysm plus « Global LV systolic dysfunction, with criteria for diagnosis
one of the following: or without LV dilatation (increase of LV ofArrhythmogenic

- global RV dilatation (increase of RV EDV according EDV according to the imaging test specific
to the imaging test specific nomograms for age, sex nomograms for age, sex, and BSA)

and BSA) or

- global RV systolic dysfunction (reduction of RV EF

according to the imaging test specific nomograms

for age and sex)

Cardiomyopathy

Minor
« Regional RV akinesia, dyskinesia or aneurysm of RV
free wall
II. Structural Major Major
alterations - Fibrous replacement of the myocardium in > 1 sample, « “Ring-like” LV LGE (subepicardial or
with or without fatty tissue, at histology midmyocardial stria pattern) of > 3 segments
Minor (confirmed in 2 orthogonal views),
- Unequivocal RV LGE (confirmed in 2 orthogonal Minor
views) in = 1 RV region(s) (excluding tricuspid valve) « LV LGE (subepicardial or midmyocardial
stria pattern) of 1 or 2 Bull's Eye segment(s)
(in 2 orthogonal views) of the free wall, sep-
tum, or both (excluding patchy, focal
or septal junctional LGE)
Ill. Repolarization Major Minor
abnormalities « Negative T waves in right precordial leads (V1, V2, « Negative T waves in left precordial leads
and V3) or beyond in individuals > 14 year-old (V4-V6) (in the absence of complete LBBB)

(in the absence of complete RBBB and not preceded
by J-point/ST-segment elevation)

Minor

« Negative T waves in leads V1 and V2 in males > 14 year-
old (in the absence of RBBB and not preceded

by J-point/ST-segment elevation)

- Negative T waves beyond V3 in the presence

of complete RBBB

- Negative T waves beyond V3 in individuals < 14 year-old
IV. Depolarization Minor Major
and conduction -« Epsilon wave (reproducible low-amplitude signals - Low QRS voltages (< 0.5 mV peak to peak)
abnormalities between end of QRS complex to onset of the Twave) in all limb leads in the absence of other

in the right precordial leads (V1 to V3) causes (e.g. cardiac amyloidosis, obesity,

- Terminal activation duration of QRS = 55 ms measured emphysema, or pericardial effusion)
from the nadir of the S wave to the end of the QRS,
including R’ in V1, V2, or V3 (in the absence

of complete RBBB)

V. Arrhythmias Major Minor
- Frequent ventricular extrasystoles (> 500 per 24 h), « Frequent (> 500 per 24 h) or exercise-induced
non-sustained or sustained ventricular tachycardia ventricular extrasystoles with a RBBB
of LBBB morphology with non-inferior axis morphology or multiple RBBB morphologies
Minor (excluding the “fascicular pattern”)
« Frequent ventricular extrasystoles (> 500 per 24 h), + Non-sustained or sustained ventricular
non-sustained or sustained ventricular tachycardia tachycardia with a RBBB morphology
of LBBB morphology with inferior axis (“RVOT pattern”) (excluding the “fascicular pattern”)
- History of cardiac arrest due to ventricular « History of cardiac arrest due to ventricular
fibrillation or sustained ventricular tachycardia fibrillation or sustained ventricular tachycardia
of unknown morphology of unknown morphology

Vol.8 \°1 2024 M EMERGENCY CARDIOLOGY AND CARDIOVASCULAR RISKS 2171



. IHTepecHbIV KNMHWUYECKWIA Cryydai

Tabnuua 2.

Dlunatauna xenyaoukos
11 CUCTONMYECKaA
ANChYHKLNA NO JaHHbIM
MPT cepaua
(Homorpammbl

AnA Bo3pacta, nona v M)

Table 2.

Ventricular dilatation
and systolic dysfunction
by CMR (nomograms
for age, sex, and BSA)

2172

End of table 1

Category RV Phenotype
VI. Family

history/genetics

Major

LV Phenotype

« Identification of a pathogenic ACM-gene variant in the patient under evaluation

+ ACM confirmed in a first-degree relative who meets diagnostic criteria
+ ACM confirmed pathologically at autopsy or surgery in a first-degree relative

Minor

« Identification of a likely-pathogenic ACM-gene variant in the patient under evaluation

- History of ACM in a first-degree relative in whom it is not possible or practical to determine whether
the family member meets diagnostic criteria

- Premature sudden death (< 35 years of age) due to suspected ACM in a first-degree relative

+ ACM confirmed pathologically or by diagnostic criteria in second-degree relative

Note:according to D. Corrado et al., 2023 [4].

AnnaTtayna u cuctonnyeckan auchyHkuyma MK

MapameTpbi KeHWwmHbI My>KumHbI ATtnetbi
KOO/NNT (mn/m?) > 112 > 121 > 130
OB <51 <52 <52
AunnaTtayua n cncronnyeckas anchyHkuma JXK
MapameTpbi KeHwnHbI My>KunHbi Atnetbi
KOO/NNT (mn/m?) >96 > 105 > 122
OB <57 <57 <58
Right ventricular dilatation and systolic dysfunction
Parameters Women Men Athletes
EDV/ BSA (ml/m?) > 112 > 121 > 130
EF <51 <52 <52
Left ventricular dilatation and systolic dysfunction
Parameters Women Men Athletes
EDV/ BSA (ml/m?) >96 > 105 > 122
EF <57 <57 <58

No te:according to D. Corrado et al., 2023 [4].

AHOMa/IMAMM IBVKEHMS CTEHOK (T.e. aKMHe3u,
IAMCKUHe3NsI, aHeBpU3Ma WM BBIIISIYMBAHUE).
[7151 3TOr0 peKOMEHJ0BaHO MCIIOTIb30BaTh JTa-
JIOHHBIE 3HAUeHM A pa3Mepa U QYHKUINIT KaMep
cepplia, HOpMann30BaHHBIX MO TIOTY, BO3PACTy
U TJIOIIAafY MTOBEPXHOCTH Tena (Tabnuia 2).
Y wactu mayuedtoB ¢ AKMII He Habmomaer-
cs1 yBennuenus oovema IDK n/mnm cHyxeHus
cucTonnyeckoil GpyHkiun. B rakux crnydasnx
B KayeCTBE MAJIOTO KpUTepusi OBIZIO BBEJEHO
Ha/IM4yye TOTbKO aHOMaJIUM JBVKEHWs CTEH-
ku IIDK. CnefgyeT OTMETUTBD, YTO MAaTHOCTH-
YecKasi TOYHOCTb aHOMAJINIT IBVKEHNS CTEHKI
IDK mosxeT 6pITh OrpaHMYeHA IOTEHI[MATHHO
HeIPaBUIbHOI MHTepIpeTanuei (m1bo 3aBbl-
IIEHHOI, T160 3aHM>KEHHOIT) 113-32 HeCOBEPILIeH-
HOJI CyO'beKTUBHOIT OLleHKY KuHO-MPT-1306-
paxennit IIDK. OgHOBpeMeHHOe BBIsSIBICHME
LGE npun MPT ¢ oTcpoueHHBIM KOHTPAaCTHBIM
ycunenneMm (OKY) maeT BO3SMOXXHOCTD IIOBBI-
CUTD AMATHOCTUYECKYIO CIIelM(pUIHOCTD PETHO-
Ha/TbHBIX COKpATUTETbHBIX n3MeHeHmit [DK.
CmpykmypHvle aHOMATUU MUOKApOa Mo-
TyT 66ITh 0OHApY>KeHbI ¢ ToMotbio MPT ceppia
WM 3HEOMMOKAapAuanbHoOit 6moncuu. MPT
¢ OKY paeTr yHUKa/NIbHYIO BO3SMOXKHOCTD MJIEH-
tiuunposarb LGE/ py6en myuokapma JIDK (Ta6-
nuna 1). LGE/ py6en Muokappa BOSHUKAIOT

Ha paHHUX CTafuiAX 3a00TeBaHMSA U MMeeT
BeCbMa XapaKTEPHbBIN BUJI, COCTOAIINI U3 He-
nmemmndeckoro narrepaa LGE, mopakaromero
cybanukappuanbHble (pexe CpegHIe MUOKAp-
nuasbHbIe cou creHky JDK), gamre Bcero B HIK-
He-JIaTepaIbHOI 00/1aCTH € IIOpaKeHUeM Iiepe-
roponky unu 6e3 Hee. OOV PHBIN MaTTEpPH
LGE u3 > 3 cermenToB JIJK, Kak cMe>KHBIX B OfI-
HOM J TOM K€ KOPOTKOOCEBOM Cpese («KOJIb-
11e00pasHbIX»), TaK M MPEPHIBUCTHIX, Kmaccudu-
LUpyeTcs KaK OOJIbIION KPUTEPUIL 1eBOLOMMU-
nHantHOM AKMII. B TO Bpems Kak cerMeHTapHbIii
narTepH LGE, nopaxkaromuit 1 unm 2 cerMeHTa
JIXK (32 McKmoueHNeM KIMHIYEeCKU 3HaYMMbIX
IATHYCTBIX, (OKATBHBIX VI IIePEropOJOIHBIX)
MHTEPIPETUPYETCA KaK MaJbll KPUTEPUIL.
«Konbueobpasubiit narrepH» LGE Habmioga-
ercsa npu nesogoMnHa"nTHON AKMII, BbI3BaH-
HOIt reHeTndeckumn fedexramu DSP, FLNC
wn PLN, X0Ts ero Tak>ke MO>KHO OOHapyXUTb
pY HereHeTU4eCKNX peHOoKommsx 3aboeBa-
HuA. Ouvarosblit martepH LGE JIK cunraercsa
He3HAYMMBbIM U He MMeeT KIMHNYECKOTO 3Ha-
YeHMUA IIPU OTCYTCTBUM SPYTUX OTKIOHEHUI
OT HOPMBL.

JKnpoByio TkaHb MO)XHO OOHAPY>XUTB C ITO-
MOIIbIO CIIeL|MaIbHbIX NTOC/Ie0BaTeIbHOCTEN
¢ noMoIbio MPT u yacTo Hab/mOmaeTcs B TeX e
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obnmactax LGE/ py6ua. Xors xupoBas TKaHb
He CYMTAeTCA AMATHOCTUYECKUM KpUTEpUeM,
eCJIM OHa IIPUCYTCTBYeT OT/IeNbHO, OJJHAKO ee
coueranue ¢ LGE nmosblnaer crenuduyHOCTb
AVMAaTHOCTUKIL.

Xotsa MPT umeeT HU3KYIO [MaTHOCTHYE-
CKYIO0 YYBCTBUTENBHOCTD K AuarHoctuke LGE
IIPaBOrO >KeNyfodKa M3-3a TOHKON CTEHKMU
U HeONITMMaJbHOTo paspemennus MPT, nanu-
ure LGE, no kpaiiHeit Mepe, B OfHOIT 061acTn
ITX 6b110 K/MaccuuIMpoBaHO B KadyecTBe Ma-
noro kputepus [DK.

M3-3a MHBa3MBHOI'O XapaKTepa ¢ PUCKOM
OCTIO>KHEHUI SH/IOMIOKapAMaIbHas 61OTICHS
Muokapga (OMDB) npuMeHsieTcsl B OT/ie/IbBHBIX
C/ydasix, Korjja Auaruos (MIm MCKIIoYeHne)
AKMII 3aBUCUT OT TUCTONIOINYECKON TEMOH-
crpanuu Gpubpo3a 3aMeCTUTENBHOTO TUIIA C KN~
poBoit TkaHbIo Uau 6e3 Hee. IMD ABnsAeTcs
K/II0YeBBIM TECTOM [ BbIAB/ICHU HeTeHeTH-
yeckux papnaHToB AKMII, Takux Kak 1301u-
PpOBaHHBIN KapMalIbHbIN CAPKOUO3.

Cpenu Hapywenuii penonapusavyuu Ha KT
oTpuuarenpHble 3y61pl T B IpaBbIX MPEKOP-
ouanbHbIX OTBeneHuAX V1, V2 u V3 unn 3a ero
npenenamMmun ABIAOTCA 60}II)L[II/IM Kputepuem
AKIDX y mu1i ¢ IOHBIM IyOepTaTHBIM pa3Bu-
tieM (06bI4HO B Bo3pacTe 2 14 net). Otpuua-
TebHbIE 3y61Bl T B IPaBbIX IPEKOPAUATbHBIX
oTBefieHMsX V1, V2 kmaccupuiunpyrorcs Kak
Mmanbiii kputepuit AKMII y my>xuun crap-
e 14 yieT mpy OTCYTCTBUM OJIOKafbl IPABOL
HoxKy myuka ['mca (BITHIIT) u mopbema TOUKM
J/cermenTa ST. OTpunarensHsblie 3yo1ib T, BBIXO-
AALIMe 33 mpefensl V3, mubo mpu MoIHoI 6710-
KaJibl IeBOJT HOKKY 1y4Ka 'ca (BJTHIIT), nu6o
y nmui, Maajine 14 et Takxke ABAAITCA MajabIM
kpurepuem. Hannane orpunarenpHbix 3y61os T
B JICBBIX NIPEKOPAMANbHBIX OoTBefeHMsX (V4-V6)
C BOBJIeYeHVEM VY 6e3 HMDKHUX OTBeJleHUl
nipu orcyTctBuy BITHIIT siBnseTcsa ManbiM Kpu-
TepueM eBogoMuHaHTHOTrO herornma AKMIL

HapyweHus denonapusayuu

9KI-Mapkepbl HapylIeHNI IPOBOAMMOCTH
ITDX (upu orcyrcruu BITHIIT) cunrarorcs mMa-
JIBIMM KPUTEPUAMIY, KOTOPbIe BKITIOYAIOT yBe-
NMVYeHMe IPOROIKUTEIBHOCTI NIPABOTO Mpefi-
ceppHoro uHTepBana QRS c 3aep>xkoit mogbeMa
S-BomHBI (3afep>kKa TEpMUHATbHON aKTHBa-
un > 55 Mc) ¢ pparmenrtanueir QRS nnn 6e3
Hee U I0CTBO30Y K jatoli[yie SICH/IOH-BOMHBI (T.€.
HU3KOAMIIIUTYAHbIE BbICOKOYACTOTHBIE CUTHA-
JIBL MeX]Iy OKOH4YaHM: KoMIutekca QRS po Ha-
gana 3ybua T). ITarTepH «3MCUTOH-BOTHBI»
611 KTacCcMGUIIMPOBAH KaK MasIblil KPUTEPMHIL,
HOCKOHI)KY Ha HEro B 3Ha‘~II/ITeHbHOﬂ CTEIIEeHU
BusoT yacrora guckperusanuu IKI' u ¢pubt-
PALVsi U OH IIOfIBEPIKEH BBICOKOI BapnabenbHO-
CTU MeXJy HabmofaeMbIMy aunamu. OCHOB-
HBIM KputepueMm nopaxenus JIK asnsercs
HU3KOBOJNBTHBIN KoMITsTeKC QRS B oTBeieH1AX

oT KoHeuHocTel (< 0,5 MB Bo Bcex oTBefieHnAX
KOHEYHOCTeI), 4TO OTpakaeT 3aMelleHue cyo-
anukapauanbHoro muokapaa JIXK py6uosoir
TKaHbIO (IIPU OTCYTCTBUU APYTUX IIOTEHI[MAITD-
HBIX IIPMYMH, TAKUX KaK aMUJION/I03 CEePALIa, OM-
¢dusema, mepuKapfManbHLI BBIIIOT UM OXKU-
peHue). ITO peaKo HAOMIORAETCSA Y 3TOPOBBIX
IOt U, IO-BUAVMOMY, BBICOKOCIIEIU(DUIHO
mns pybrnesanusa Mmuokapaa /DK y manuenros
¢ AKMII. ITo3gHne noTeHLIMa/Ibl HA YCPeLHEH-
Hoit o curnany 9KT 6osbire He paccmarpu-
BAIOTCS, YYUTHIBAA UX HU3KYIO JUATHOCTIYe-
CKYI0 TOUHOCTD 10 CPABHEHNIO C COBPEMEHHbIMU
AMATHOCTMYEeCKVMM TeCTaMU. BoJbIINHCTBO Kap-
AMOIOTMYECKYX LIeHTPOB I10 BCeMY MUPY 00bIY-
HO He MCIIONIb3YIOT 3TOT METOJ, Ipy 06CIefjoBa-
Huy nanueHtos ¢ AKMIIL. Opnako ycpenHeH-
Has no curHany OKI MoxeT urparnb omnpepe-
JIEHHY10 pornb B crpaTudukanuy pucka AKMIIT
IIyTeM BBbIAABJIEHM IOTEHIIMaTbHO apUTMOI€H-
HOTO py61ia Ha >Keyfi0uKe.

Xenydoukosewle HapyweHus pumma

CoOrJIacHO CYLIeCTBYIOMIVM eBPOIeICKUM
PeKOMeHJanVAM, XKeTyLOuYKOBble apUTMUN He-
06X07;IMO OLIeHMBATD He TOJIBKO C TOUKM 3PeHMs
abCcoMTHOTO Yncna (T.e. MPeXeBPeMEeHHBIX
XKenynoukoBeIx cokparennit (KIC) > 500/24 )
U CJIOKHOCTY (HEYCTOMYMBAsI MM YCTOMYUBAs
xenynoukosas taxukapaus (OKT)), Ho u ¢ yue-
toM mop¢onoruu XXIC, koTopas ykaspiBaeT
Ha JKe/Ty0YKOBYI0 00/1acTh IPOMCXOX/EHUA
aputMyn. Jemonctpanua JKIC, HeycToumBas
wn ycroitunsasg JKT ¢ mopdonorueit BITHIIT
¥ IATTEPHOM He HYDKHeI 0CY MMeeT OOJIBIIYIo
crenuduIHOCTD 1151 3a60meBanus (60mbLION
KPUTePUIl )KeyL04KOBOI apUTMUN), €M XKe-
JIyJOYKOBas1 apUTMUA, IeMOHCTPUPYIOLas MOp-
¢donoruto B/THIIT/Hu>xHet ocu (Mablit KpuTe-
PWIT SKeITyJOYKOBOTI apPUTMMI), TOCKOIBKY 9TO
yKasbIBaeT Ha MCTOYHUK BBIXOZHOTO TPaKTa
IDK (BTTIJK), KOTOpBIiT SIBISIETCS Yalle BCETo
u3-3a uanMonaruyeckoit aputmMuu u3 BTTIK.

st puddepeHanbHOI JUATHOCTUKA ObI-
JIO TIpeJI0’KeHO HEeCKONbKO cucTeM oneHkn IKI,
OoCHOBaHHBIX Ha Mopdomorun QRS Bo Bpems
JKT. ITo cpaBuennto ¢ ugnonarndeckoir KT
ns BTIDK, npu JXT n3 BTIDK, cBasanHOM
¢ AKIDXK, npopomxutensaoctb QRS 6onbiue
(= 120 mc), mpekoppmanbHelit repexor, QRS mpo-
ucxoaut nosxe (8 V5 nm V6), a 3a3ydpunet QRS
BCTpevanTcs vaie. 9Ty MopdoIorndeckue
ocobennocty QRS ABNAIOTCA «3aBUCUMBIMUI
OT JIOKA/IM3aLNN», & He «CHeNUIHBIMU [JIs
3a00JIeBaHIISI» U TIO3BOISIIOT OT/IMYUTH CBOOO.-
HYIO CTEHKY OT CeNITa/IbHOro pacrnonoxenusa JKT
u3 BTTIXK, Ho He uileHTUPUUMPYIOT JIeXKaII I
B OCHOBE CyOCTpaT, T.€. KapAOMIOIIaTYeCKII
OT UAMOIMATNYECKOI. Y OTAe/NbHBIX Mal[MeH-
TOB 9/1eKTPO(PU3NOIOrYecKOoe UCCTIefOBaAHNE
/1A IPOBEPKY MHAYLMPYEMOCTH KIMHIYECKOI
JKT n/mnn muOXecTBeHHBIX MOpdomnoruit KT

Vol.8 N°1 2024 m EMERGENCY CARDIOLOGY AND CARDIOVASCULAR RISKS

2173



. IHTepecHbIV KNMHWUYECKWIA Cryydai

2174

C TIOMOII IO TPOTPAaMMUPYEMOIl CTUMYIALNUN
JKeTyJOUYKOB MM IS JeMOHCTPALUN 3JIeKT-
poanatomuyeckoro pyb6ua IIJK ¢ momoursio
97IEKTPOAHATOMIYECKOTO KapTYPOBaHM A HAIps-
JKeHVsI MOXKeT ObITh 1mose3Ho st guddepen-
IUaTbHON ArarHocTuku. Mopgomorns BITHIIT
60 JKIC, mn6o JKT moxer ykassIBaTh Ha Jie-
BOXeTyJO0uYKOBOE Npoucxoxpenue. Ilarrepn
BITHIIT n BepxHel 0CU C INMPOKUM MOTOXKH-
TenbHbIM MHTepBanoM QRS B V1 u nosgaum
IpeKOpAMaNbHBIM IEePEeX0IoM K OTpPUIATeNb-
Homy nHTepBany QRS (3a mpepenamu V3) gacro
perucTpupyercs npyu Hanuduu pybua 6oxo-
BOJI MM HVDKHenmaTepanbHolt crenkn JDK, uro
00BIYHO HaOIIOfaeTCA Y HAllMEeHTOB C OMBEH-
TPUKYIAPHBIM WM JIEBOXKETYLOYKOBBIM (heHO-
tunom AKMIL

Crnenyer oTMeTUTD, 4T0 JKIC c Takoit Mop-
¢donornert BITHIIT, mtu6o monomopdHsIe, 1160
accouunposanuble ¢ JKOC pasnuyHoil Mop-
¢domnmorum, 06bI9HO MHAYLMPYIOTCA TeCTHPOBa-
HueM ¢ GU3NYIeCKOil HarPy3Koil y HaIlMeHTOB
¢ nepogomyHaHTHBIM AKMIL. [Ipyrue npudmHbl
BBI3BAHHBIX (PM3MYECKOIT HATPY3KOIL, B OCHOB-
HOM NTOJIMMOPQHBIX, XKeTyJOIKOBBIX apUTMUITL
BKJIIOYAIOT KaTeX0/IlaMIHEPIIMYeCKYI0 IOIMMOp-
(HYIO JXKeNyIOYKOBYIO0 TaXMKAPAWIO VN VIIIe-
MuYeckyio 6one3ub ceppua. Hanmuue sxeny-
JIOYKOBBIX apuTMMit ¢ Mopdonorueir BITHIIT
B IIOKOE VI BO BpeMA QpU3NIECKON Harpy3KM
KJIacCUPUIVPYETCs KaK MaJIblll AUaTHOCTIYe-
CKMIT KPUTEPUIT 13-3a ero HN3KOIl crenndny-
HOCTH He TOJIBKO Ji/Is1 OCHOBHOTO 3a00/IeBaHIL,
HO M IS JIOKaJIM3alluy cybcTpara apuTMUNL.
HevictBurensHo, KOC nmm XXT ¢ mopdomnoruert
BITHIIT n panHuM nepexogoM Ha V2 uin jaxe
V3 6blnM KapTHPOBAaHBI M y[jaJleHbl B all-
KaJIbHBIX/HIDKHUX CENTaTbHBIX 00/IacTAX -
narnposanHoro IDK. Vgnomarnyeckue «dac-
IUKYIAPHDBIE» apUTMUM, XapaKTepU3yIOIMecs
tunuvHoit Mmopdonorueit BITHIIT u y3xkumu
(< 130 mc) nnTepBanamu QRS, uckmovanorcs
U3 IMaTHO3a.

CemenHbI aHaMHe3/ reHeTuKa

XoTA JMaTHOCTUYeCKMe KPUTePUN BKIIIO-
YaloT OLJeHKY CeMeIHOrO aHaMHe3a 1 MOJIeKY-
JIIPHOJ TeHeTHKY, PEKOMEH/IyeTCsl COOMIoNaTh
OCTOPO>KHOCTD IIPY MHTEpIIpeTalluy pe3y/IbTa-
TOB T€HOTUIIMPOBAHMS B CBETE PUCKa OUINO0Y-
HOTO uarHosa. HempasunibHas nHTEpIpera-
M1 MOJIEKY/LAPHO-TeHeTUYeCKIX Pe3yIbTaTOB
ABJISITCA CIeCTBUEM HalIero OrpaHNYeHHOTO
TEeKyIlero IOHMMaHMsA TeHeTUYeCKOil OCHO-
Bbl AKMII 1 BBICOKOTO IreHeTNYecKOro uryma
13-3a 9aCThIX I'€HETMYECKMX BAPpNAHTOB, CB-
3aHHBIX C 3a00/1eBaHMeM, KaK B HOPMaJIbHOI
MO Y/IALNY, TaK U IIPYU JPYTUX KapAUOMMOIIa-
TuAX. bosee Toro, mpegBapuTenbHble JaHHbIE
IIOKA3bIBAIOT, YTO €C/IM MICK/TIOUUTD MOTIEKYIAp-
HO-TeHeTHYecKye JaHHbIe U3 NMarHOCTIYeCKO
OLIEHK, TO JMAaTrHOCTIYeCcKast 3P PeKTUBHOCTD
CHIDKaeTCA ToNbKO Ha 10 % 1 He BiuAeT Ha Ipo-

rHo3 AKMII. CooTBeTCTBeHHO, OKa3aHO MOJIe-
Ky/IsipHOE TeHOTUIIMPOBaHMe /151 BbIABIEHNU A
IIATOT€HHOTO MY BEpPOSATHOTO TATOT€HHOTO Ba-
puaHTa y mpobaHza ¢ peHOTUINIeCKIMIY [IPO-
apneHnaMu AKMII ¢ nocnepyomumM Kackaj-
HBIM CKPMHUHTOM, CIelUuUIHBIM A/ Ba-
PMaHTA, Cpefy YICHOB CeMbM /1A BBIABICHMS
HOCUTeJEN TeHa Ha JOKJIMHUYECKO CTaIun.
VimeHTuduKays naToreHHOro BapMaHTa reHa,
acconuuposanHoro ¢ AKMII, B cooTBeTcTBUMI
¢ xnmaccudukarumeir ACMG 2015 ropa [6] xac-
cuUIpPyeTCcst KaK GO/IBIION AMarHOCTIYECK I
KpUTepuii, B TO BpeMs KaK BepOSTHO IIaTOreH-
HBIVl BApMaHT — KaK MaJjIblil JMAaTrHOCTUYECKUIA
kputepuit (tabnuua 1). Tensl ¢ mpusHakamu
IpUYMHHO-cnefcTBeHHoi cBasu AKMII B coot-
BETCTBUU C KIMHUYIECKUM TTOJXOIOM K T€HOM-
HOMY peCypCHOMY JIeUeHUIO TeHHBIX 3abore-
BaHMIT ipefcrapensl B Tabnuie 3. Kpurepun
CEMEITHOTO aHaMHe3a TaK>Ke COOTTIOIAl0TCS, eCTIN
3aboieBaHNMe TOATBEPKIEHO T1MO0 MATOTUCTO-
JIOTMYeCKUMIU, TNOO JUATHOCTUYECKUMY KPUTe-
PUsIMU Y POAICTBEHHUKA T1epBOii cTerenn (60/b-
MION KPUTEPUit) TN POACTBEHHNKA BTOPOI
creneHu (Manblit Kputepuii). BHesamHas cep-
meuHast cmeptb (BCC) (< 35 met) us-3a mogo-
spenna Ha AKMII y poficTBeHHMKa I1epBOIL
CTeleHM KIacCUPUIMPYeTCs: KaK Masiblil Kpu-
TepUIl.

KnnHnyeckoe 3HauyeHue
ycoBepLIeHCTBOBaHHbIX
ANArHOCTNYECKNX KpuTepues

OrcyrcrBre crienpUYecKux AMarHocTu-
YECKUX KpUTEPMEB /1A TIEBOJOMIHAHTHBIX Ba-
puanros AKMII npuBeno K KIMHINYECKOI Hefo-
OlIeHKe 11 HECBOE€BPEMEHHOMY JIEYeHMIO TTal[MeH-
TOB C peHOTUIAMY, OT/IMYHBIMA OT UCXOLHO
AKIDXK, B TeyeHue 4eTbIpex AECATUIETHUI C MO-
MeHTa OTKpbITHA 3aboneBanus. HeaBHue uccre-
JOBaHNA [I0KA3a/IM, YTO OTPaHNYeHHAA YyBCTBHU-
tensbHOCTb Kputepues ITF 2010 roga, paspabo-
TaHHBIX TOJIBKO /ISl UATHOCTUKY (eHOoTuIa
AKIDX, o6ycnoBuia 3Ha4MTE/IbHYIO FOJIIO IPO-
nymeHHbIX auarqo3os AKMII B 3aBucumocTtn
OT OTHOCHUTEIBHOI PacHpOCTPaHEHHOCTHU OuU-
BEHTPUKY/IAPHBIX U JIeBOSOMIHAHTHBIX BapyaH-
toB AKMII cpenu mccnenyeMpIX KOropT. 9T0
cornacyercs ¢ lanHbIMu 0 91 manuente B CIIIA
¢ AKMTII, acconnmposannoii ¢ DSP, 49 % c npe-
VMYII[eCTBEHHO JIEBOCTOPOHHUM (PeHOTUIIOM
He cooTBeTcTBOBaMu kpurepusam ITF 2010 ropa,
BK/IIO4as 25 % TeX, y KOro Hab/IIofjaiach yCToii-
4YMBas XKeNyL0uYKoBasA apUTMUSA WU CepfiedHast
HEeJ0CTaTOYHOCTS [7]. Bonee Toro, us 679 Hocu-
Tesieit BapuaHTa p.Arglddel ¢ neBocTopoHHUM
AKMII, accouunposanHnoit ¢ PLN, 96 % uc-
XOZHO He cooTBeTcTBOBanu Kpurepuam ITF
2010 ropa [8].

Vmerommecs faHHbIE NOATBEPK/AIOT, 4TO
3TOT COBPEMEHHBII ITOJIXON, MOXKET CYIIeCTBEH-
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dTunonorna leHbl

Apyrune (B0O3MOXHble)

DeHOTUNNYECKUIA BapNaHT
deHoTUNNUECKNe NnposBneHusn

[eHeTnyeckne NnpuYnHbI

PKP2 — nnakodunun C
DSP — pecmonnakur

HedexTbl
[1€CMOCOMHbIX
reHoB DSC2 - pecMOKoNnH 2
DSG2 - pecmorneunH 2
CepOoeyHO-KOXHble CUHOPOMbI
JUP - nnakorno6vH (peLeccmBHbIi)
DSP — pecmonnakmH (peLeccmBHbI)
NedekTbl TMEM43 (TpaHCcMeMOpaHHbIi
HeIeCMOCOMHbIX  6enok 43 — luma)
reHoB PLN (docdonambaH)
(reHokonun) FLNC (dpvnamun C)
DES (necmuH)
LMNA (namuH A/C)

TGFB3 (TpaHchopmupytowmin
dakTop pocTa-3)

CTNNA3 (anbda-T-KaTeHMH)

CDH2 (kaprepuvH-2)

SCN5A (epvHnLa anbda-HaTprEBOro
KaHana)

HelipomvblweyHble 3a601e8aHus
MAJ - mblweyHas guctpodus
[oweHHa

MblweyHasa guctpodusa bekkepa
DMPK - Mr1oToHMYeCKas auctpodus
vunu cuHapom LranHepTa

AKIMK

ApuUTMOreHHas EfBa 3ameTHble OTKJIOHEHMSA

KapAMOMMONATUA NEBOFO B COCTOSIHUMN BOJIOC U KOXN

xenypouka (AKITK) —

BruBeHTpUKynapHas

apuUTMOreHHas

Kapavomuonartus

(BAKMIM) — AKIT>K

AKJTXK - BAKMIN

AKJTK - BAKMIN

AKJTXK — AKIMK AHOMannm BoONIOC N KOXN
(6onesHb Hakcoca)

AKJITK AHOManMM BONIOC N KOXN
(6onesHb Kapsaxans)

AKX Bbicokuin puck BCC y my>XunH

AKJTXK - BAKMIT - AKX

AKJI>K — BAKMI CkeneTHasa MModprnbpunnapHas
muonaTusa

AKJTXK - BAKMIN MwuodunbpunnapHaa mmonaTtyia ckenera.
HapylieHna nposogsLLen cuctembl

AKJTK — BAKMI CKeneTHO-MblWeYHasa anctpodus.
[ncdyHKUMA CMHYCOBOrO y3a
1 HapyLlUeH1A NpoBOAALLEN CUCTEMDI

AKIMK

AKIMK

AKIMK

AKX — AKITXK

AKITK

AKITK

AKITK JUchyHKUMA CHYCOBOTO y3na u/unu

HapylweHuna AB-npoBogmumocTu

HereHeTnyeckne npuumHbl (beHokonuwm)

BocnanutenbHble  [MofocTpbint Uav NOAOCTPbINA/
XPOHWYECKUI BUPYCHBIA MOKApANUT
Capkonpos cepaua (XpoHUYeckunin
rpaHynemMaTo3Hbl MUOKapAnT)

AYTOVIMMYHHbIE MYNbTUCUCTEMHbIE
3aboneBaHuA (CMCTEMHas KpacHas
BOJIYAHKA; NOIMMNO3NT/
1€epMaTOMUO3NT; CUCTEMHbBIN
CKnepos)

Mapa3uTtapHble bonesHb Yaraca

AKITXK

AKJTXK — BAKMIT - AKIMX  MonnopraHHoe nopaeHue.
HapyweHwnsa npoBoammocTy (61okapa
BeTBel nyyka lvica, budacumkynapHas
6nokana n AB-6nokana)
MonnopraHHoe nopaxeHwe.
HapyLeHua npoBogumocTu.
Backynutbl

AKITK

AKJTXK — BAKMIT — AKX

NHdeKL N

HeunssecTHas Manonatnueckas AKX — BAKMI - AKJTXK

npuyrHa

Etiology Genes Phenotypic variant(s) Other (possible) phenotypic features
Genetic causes

Desmosomal PKP2 - Plakophilin C ARVC

gene defects DSP - Desmoplakin ALVC-BIV-ARVC  Subtle hair and skin abnormalities
DSC2 - Desmocollin 2 ARVC-BIV
DSG2 - Desmoglein 2 ALVC-BIV
Cardio-cutaneous syndromes
JUP - Plakoglobin (recessive) ARVC-ALVC Hair and skin abnormalities (Naxos disease)
DSP - Desmoplakin (recessive) ALVC Hair and skin abnormalities (Carvajal disease)
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Tabnuua 3. Pa3nuunble

reHeThyeckne

NPUYKHBI aPUTMOTEH-
Hol Kapauomuonatiin

Table 3.
Different causes

of Arrhythmogenic

Cardiomyopathy
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End of table 3

Etiology Genes Phenotypic variant(s)
Non-desmosomal TMEM43 (Transmembrane ARVC
gene defects protein 43 - luma)
(genocopies) PLN (Phospholamban) ALVC-BIV-ARVC
FLNC (Filamin C) ALVC-BIV
DES (Desmin) ALVG-BIV
LMNA (Lamin A/C) ALVG-BIV

TGFB3 (transforming growth factor-3) ARVC
CTNNA3 (alpha-T-catenin) ARVC
CDH?2 (cadherin-2) ARVC
SCN5A (Sodium channel alpha unit) ARVC-ALVC
Neuromuscular disorders

DMD-Duchenne muscular dystrophy ALVC
DMD-Becker muscular dystrophy ALVC

Other (possible) phenotypic features
High risk of SCD in males

Skeletal myofibrillar myopathy.
Skeletal myofibrillar myopathy.
Conduction system abnormalities
Skeletal muscular dystrophy. Sinus
node dysfunction and conduction
system abnormalities.

DMPK-Myotonic dystrophy or Steinert ~ ALVC

Sinus node dysfunction
and/or AV conduction abnormalities

Non-genetic causes (phenocopies)

Post-acute or subacute/chronic viral
myocarditis

Cardiac sarcoidosis (chronic
granulomatous myocarditis)

Inflammatory

Auto-immune multisystem diseases
(systemic lupus erythematous; polymyositis/
dermatomyositis; scleroderma)

Parasitic infectious Chagas disease
Unknown cause  Idiopathic

ALVC-BIV-ARVC

ALVC

Multiorgan involvement. Conduction
abnormalities (bundle branch block,
bifascicular block and AV block)

ALVC Multiorgan involvement. Conduction

abnormalities. Vasculitis.

ARVC-BIV-ALVC
ALVC-BIV-ARVC

Note:according to D. Corrado et al., 2023 [4].

HO NOB/IMATDH Ha TOYHOCTb AVATHOCTUKY U TIO-
3BOJISIET BCECTOPOHHE UeHTUGULNPOBATH de-
HoTunudeckme pasHopupgHoct AKMII, rmas-
HBIM 06pasoM ¢ momoibio MPT ceppua ¢ OKY.
KnuHndaeckoe Bo3zelicTBUe OOHOBICHHBIX JIMAT-
HOCTMYECKMX PeKOMEeH/IallMil, BK/II0Yasl KpuTe-
pyn ayuarHoctuku ¢enorumna JDK, 66110 oeHe-
HO ITyTeM CIIelVIaJIbHOTO IIPUMeHeH N IIpenbIy-
mielt cucteMsl oleHkM «Ilagyanckue xputepun»
2020 roga k 112 maumeHTaM, IMarHOCTUPOBAH-
HbIM B YHuUBepcurere Ilagyn B mepuog ¢ 2015
o 2019 rog, ¢ ucnonb3osanueM kputepues ITF
2010 ropa [9]. Bce manmeHTbI COOTBETCTBOBAIN
Kputepusam okondarenbHoit (N = 87), morpa-
unaHoit (N = 15) u Bosmoxkuoi (N = 9) AKIDK.
V3 87 manneHTOB, Y KOTOPBIX paHee ObIT fuar-
HoctuposaHa AKIDXK, 51 Takxe cooTBETCTBO-
Baym HOBBIM kputepusam JIK, moppodyrkuno-
Ha/IbHBIM VIU CTPYKTYPHBIM, U ObIIN Iepe-
KJIacCUPUIVPOBAHBI KaK OMBEHTPUKYISPHBII
BapuaHT AKMIL J3 15 nanueHToB, y KOTOPBIX
paHee OB AMATHOCTUPOBAH MOTPAHMYHBIN
AKIIX, 5 6pu1n nepexntaccuuIiMpoBaHbl Kak
AKIDK, I0CKONbKY OHM COOTBETCTBOBA/IN KPU-
Tepuio Hannuue pubposa muokappa IDK, a 6 -
Kak OuBeHTpuKynsapHass AKMII us-3a npu-
3HaKoB ¢ubposa JIK. VI3 9 marueHTOB, y KOTO-
PBIX paHee OB AMAaTHOCTUPOBAH BO3MOXKHBII

AKIDX Ha ocHOBaHMM OOHAPY>KEHNsI IATOTE€H-
HOTO BapuaHTa JeCMOCOMHOTO reHa (4 DSP,
3 FLNC n 2 DSG) ipu otcyTcTBUM MOPGODYHK-
L[MOHAIbHBIX U/U/IN CTPYKTYPHBIX aHOMa/INIA
ITX, 7 6111t iepexnaccuuumpoBaHbl Kax jle-
BofoMMHaHTHbIT AKMII, nockonbKy oHM cOOT-
BETCTBOBA/IM CTPYKTYPHBIM KPUTEPUAM BOBJIE-
yenus JIXK (LGE JIJK). bonee toro, Bospacra-
I0Ia sl [EHHOCTD JMArHOCTUYeCKUX KpUTepleB
ObI/Ta MOCIe{OBATENIBHO IO TBEPK/IeHA CPefyt
HocuTenel BapuaHToB B reHax DSP, PNL u FLNC,
KOTOpble ABIAITCA NPU3HAHHBIMU T'eHaMI,
BBI3BbIBAIOIIVMMY JIEBOJJOMMHAHTHbIE BAapMAHTBL
B o6benuHerHOM aHammse nmanuestos ¢ AKMII,
cBasaHHbIM ¢ FLNC, 6ojee 4eM B IOJIOBUHE
cIy4aeB ObUI AMATHOCTMPOBAH JIEBOJOMVHAHT-
Hb1l1 AKMII B cOOTBETCTBUM C «KPUTEPUAMMU
IMagyn», 0 CpaBHEHMIO C MEHbIIMHCTBOM,
ynosneTsopsomuM Kputepuam I'TF 2010 ropa.
W3 72 npobannos ¢ AKMII, acconmmpoBaHHO
¢ DSP, 4ucrno naijyeHToB, KOTOPBIM ObUT IIOCTAB-
JIeH oKoH4aTenbHbIi quarno3 AKMII ¢ ncmonb-
3oBaHueM I[lafyaHCcKIUX KpUTepues, 10 CpaBHe-
Huto c kputepusamu I'TF 2010 ropa yBenmm4amnnioch
Ha 35 %. OTu flaHHbIE NT03BOIAIOT MIPEJII0I0-
KUTb, YTO JIy4IIast XapaKTepUCTUKa GpeHoTu-
na 3abojeBaHus, Befylias K CylL[eCTBEHHOMY
MOBBINIEHNIO TOYHOCTU AuarHoctuku AKMII,
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MOXXeT OBITb aHAaJIOTMYHBIM 00Pa30M IOy de-
Ha € UCIIO/Ib30OBaHMEM IIPEMJIOKEHHbIX HOBBIX
KkpurepueB EBpormeiickoit pabodeit IpyIInsl, Ko-
TOpBIe IPeCTAB/IAIT COO0II YCOBEPIIEHCTBOBA-
Hue npenbiaymux [Tagyanckux kputepues [4].

[ meMOHCTpaI Uy OIIBbITA IIPUMEHEHUA
06HOBIEHHBIX KpuTepues auarnoctTuku AKMII
IpefcTaB/IsieM KIMHIYeCKe HaOIofieH s pas-
An4HbIX (HeHOTUIoB 3ab0eBaHsI, Habmoae-
mbix B PHIIIT «Kapauonorusi».

Knuunyeckoe nHabnomenne 1. [Tanment-
Ka . - 21-1eTHAA KeHIVMHA, HAPYLIEHN A PUTMa
ceprlia U MPeCUHKOIIe OeCIIOKOUIN C TeTCKIX
neT. B Bospacre 21 roga y4acTUINCh NPUCTYIIbI
cepaieOMeHnit ¥ CMHKONATbHbIE COCTOSHIS.
ITpu cyrounom mouutopuposannu (CM) SKTI
PEruCTpupoOBanach MpaBoXKeTyOYKoBas 9KTO-
s (16000 JK9C/24 gaca, rpynnossie JKI3C,

anusonbl Heycroitunpoit KT, ycroitunsas mo-
Homopduas JKT). Ha OKTI BbisiBIeHBI aHOMA-
TV [le- Vi peno/isipu3ari: MHBepcus 3yona T
B IIPaBbIX PEKOPAMAIbHBIX OTBEJEHNAX V1-V2;
3aJiep>KKa TePMIHAIBHOI aKTYBHOCT KOMITJIEK-
ca QRS B mpaBbIX IPEKOPAMATbHBIX OTBeEME-
Husx (puc. 1). IIpn 9xoKT npusHakos guma-
Tauuyu u cucronudeckoi auchynxuuu DK
He obHapysKeHo. ITo ganubsiM MPT cepzpua 06-
Hapy)KeHbI JIOKaJIbHbI€ 30HbI aKMMHE3a U T'UIIO-
KIHEe3a HIDKHET 1 60K0oBoiT cTeHoK crerku [TK,
MUKPOAHEBPU3MaTHNIeCKOe BBIIISTYMBAHNE CBO-
6opnoit crenku IIDK (1 maneiit kpurepui
nna IDK); ymepennas punaranusa (uKIO TDK
138 mn/M?) u cuctonudeckas HUCHYHKIMA
IDK - ®B ITK 39 % (1 6onbuiolt Kputepuii);
OTCYTCTBYE 30H OTCPOYEHHOTO KOHTPACTHUPO-
Banus DK (puc. 2). YunrsiBas fanusie MPT

PucyHok 2. MPT ceppua nauuenta . A. KuHo-u3o06paxeHue cepaua B YeTbipéxkaMepHOi NPOeKLMN B KOHEUHO-ANACTONNYECKYI0
dazy: pacwupenue nonoctu MK (aBycropoHHAa benas cTpenka). b. llocnegoBatenbHOCTb € OTCPOUEHHBIM KOHTPACTHBIM YCUNeHneM
B YeTbIPEXKaMepHOI NPOeKLMN B KOHEYHO-ANACTONNYECKYI0 Ba3y: 0TCyTCTBIUE GUOPO3HO-KUPOBBIX M3MeHeHUil MuoKapaa JIXK

n 1. B. Kuno-n306paxkenue cepaua B npoeKLyvi N0 KOPOTKO 0CM B KOHEUHO-CUCTONNYECKYI0 Ga3y: MUKpOaHeBpU3MaTUyecKue
BbINAYMBaHNA (BOO0AHON cTeHKu XK (6enble ronoBKu cTpenok)

Figure 2. Cardiac magnetic resonance imaging of patient G. A. Cardiac magnetic resonance cine imaging, four-chamber view,
end-diastolic phase: right ventricular dilatation (two-sided white arrow). B. Sequence with late gadolinium enhancement,
four-chamber view, end-diastolic phase: absence of fibrofatty infiltration in the LV and RV. C. Cardiac magnetic resonance cine
imaging, short axis view, end-systolic phase: microaneurysms of the RV free wall (white arrow heads)

Vol.8 N°1 2024 m EMERGENCY CARDIOLOGY AND CARDIOVASCULAR RISKS

PucyHok 1.

JKI-12 naumenra .
WHBepcua 3ybua T
B NpaBbIX
npeKkopAnanbHbIX
otBeaeHuax V1-V2
(cunme cTpenkm).
YKa3aHa 3afiepxKa
TepMUHaNbHOI
akTusaumm (55 mc)
Komnnekca QRS

B NpaBblX
npeKopAnanbHbIX
otBeeHuax (V1-V2)

Figure 1.

ECG-12 of patient G.

T wave inversion

in the right precordial
leads V1-V2 (blue arrows).
Terminal activation
duration of the QRS

55 ms in the right
precordial leads (V1-V2)
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Pucynok 3.

JKI-12 naumenta P.
PucyHok A. iHBepcus
3y6ua T B oTBEAEHMAX
V1-V6 (uépHble
CTPenKu); 0AMHOYHbIE
¥3Cno tuny MBJIHNT
(KpacHble snauncer).
PucyHok b. Yka3aHa
3aflepXKa TePMIHaNbHON
akTuBaLuu (60 mc)
komnnekca QRS

B MpaBbiX
npeKopANanbHbIX
oteeaeHuax (V1-V3)

Figure 3.

ECG-12 of patient R.
Figure A. T wave inversion
in leads V1-V6 (black
arrows); LBBB-type
premature ventricular
contraction (red ellipses).
Figure B. Terminal
activation duration

of the QRS 60 ms

in the right precordial
leads (V1-V3)

ceppua (1 6onbinoit Kputepuit n 1 Manblit Kpu-
tepuit st IDK), Hammdane aputmmdeckoro Kom-
noHeHTa (1 6onbInoit Kpurepuit ans IDK), aHo-
manuit perosspusanuu (1 601bLION KpUTEPUIL
nys1 [DK), anomanmit genonsipusariyu (1 Manbiit
kputepuit s I1DK) nanuenTy 6s1 ycTaHOB-
JIeH 1MaTHO3 IPaBOJJOMMHAHTHOIO BapyaHTa
AKMIL ITpy reHOTUNIIPOBaHNM BbIAB/IEHA 3a-
mena c.1951C>T (p.Arg651Cys) B rene PKP2,
acconuuposaHHas ¢ AKITK.

PucyHok 4. MPT ceppua nauueHTa P. [1306paxeHusa cepaua B ueTbipéxkamepHoii
npoekumn (puc. A) 1 N0 KOPOTKOI 0CK Ha YPOBHE OCHOBAHMA, CPLHIX U BEPXYLUEYHDBIX
otaenos JIX (puc. b-T) B KoHeuHo-guactonuueckyto dasy, cepun OKY. Oubpo3 muokapaa
00K0BO 11 HiXKHe cTeHoK [T (6enble ronoBKM CTPeNOK), LUPKYAAPHbIIA
cybanukapamnanbHblit pubpos muokapaa JK u MK (KpacHble ronoBKm cTpenok)

Figure 4. Cardiac magnetic resonance imaging of patient R. Four-chamber view (Fig. A),
short axis view, level of the basal, middle and apical LV segments (Fig. B-D), end-diastolic
phase, sequence with late gadolinium enhancement. Myocardial fibrosis of the lateral

and inferior wall of RV (white arrow heads), circular subepicardial fibrosis of the LV

and interventricular septum (red arrow heads)
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[Taumentke gBaXkpl (ssHBapb 1 Mait 2023 T.)
IPOBeNNU NPOLefyPY CYOSHTOKApANANIbHOI pa-
auadactoTHOI abmanuu (PYA) sxemymoukoBbIX
akTonuii B BbrxogHoM TpakTe IDK. ITpn BpImION-
HeHNU MaI[MieHTKe 9HIOKAPJMATbHOTO 3/IeKT-
POPU3NOIOrNYeCKOTO UCC/IeJOBAHNUS BbIsB/ICH
ncrounnk YKOC B HiKHe-60Kk0BoII cTenke [DK,
Ha (1)0He TUTpaluN agpeHaaHa MHAYOpOBa-
much ycroitunsble JKT Tpex pasnu4HbIX MOp-
(ormornit 13 pasHbIX 30H IepefHe-60KOBOI CTEH-
K1 BbIHOCsAIero tpakTa IIDK. JIBakapl BbINON-
Hena PUA apurmorenHoro cybcrpara. B cBsisn
¢ BpicokuM puckoMm BCC manmeHTKe TakKke
Obl/1a IpOBefieHa YHLOKAPAaIbHAsI MMIIIaH-
TaIys OHOKaMEPHOTO KapanuoBeprepa-feduob-
punnsaropa (MKJI) u Ha3HaueHO Me[jMKaMeH-
TO3HOe j1edeHne (corakop 80 Mr 1o ¥ Tab. pasa
B CYTKU C NTOCNEAYIOUINM TUTPOBAHUEM JO3bI
10 MaKCUMAJIbHO IIePeHOCUMOIL).

Knnanyeckoe Ha6nropenne 2 [Tanuent P. -
my>xxunHa 33 net nocrynun B PHIILT «Kapauo-
JIOTHSI» C IUATHO30M «UIMOTIATUIeCKasl yacTasi
JK3C, neycroitunsbie napokcusmbl JKT ¢ pe-
LUAVBUPYIOMIVMHI IPECYHKOIIAJIbBHBIMM COCTOS -
HuaMu». Ha OKI-12 BbIABIeHBI XapaKTepHbIe
aHOMAIUM AeMONAPU3ANNY U peronapusa-
nuu (puc. 3).

ITpn CM OKI 3aperucTpupoBaHbl JacTble
JK3C. Ha 9x0oKT BbIsiBNIeHa qumaTaiius u CUCTO-
maeckas gucoyukuys JDK. ITo ganabiv MPT
ceprua (puc. 4) onpeyensaeTcsi yMepeHHOe pac-
IV peHMe TIOIOCTY Y CUCTONMMYeCcKast AUChyHK-
yus JDK ¢ HapymeHueM 10KaabHOM COKpATH-
MOCTY MHOKapJa B BUJIe MHOTOYMC/IEHHBIX 30H
runokuHesa (11/16 cermenrtos JIJK), a Takke
CHIDKeHIe T100aIbHOI CUCTOMNYECKOT PyHK-
oum mn HapymeHI/[e JIOKa/IbHOM COKPAaTUMOCTU
muokappa IIDK B Buze 30H akuHe3a ¥ I'MIIOKU-
Hesa HIDKHeIT 11 60KOBOIT CTeHOK 6e3 paciimpe-
Hus nonoctu. IIpu OKY onpenensercs Tpanc-
MYpasbHbIT GUOPO3 MIMOKapHa, IPUHOCAIIETO
U BBIHOCSIIETO TPaKTOB, HIDKHell creHku 11K,
a Taxoke 1 QPy3HBIT [UPKYIAPHBIA Cy6a1In-
KappuanpHbii ¢pubpos muokappa JIK.
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YunursiBas ganusie MPT ceppua (2 60mb-
winx Kputepus aas [DK, 1 60o1b1ioii 1 2 Mansix
kputepus g JDK), Hanmdne apuTMmIecKoro
koMroHeHTa (1 6onbioit kpurepuit gua DK,
1 mabiit kpurtepuii s JIDK), anomanmit pero-
nspusanun (1 6ompmoint kpurtepuit gas [1DK
u 1 manbiit kpurepnit g JIXK), anomanmii me-
nonsipusanuu (1 manbiit kpurepuit g IDK)
HaLMeHTy ObUI yCTaHOBJIEH IUarHO3 OMBEHTPY-
KynspHoro BapuaHta AKMIL.

IIpy BbINIO/THEHVM TALIUEHTY SH/IOKApAMaIb-
HOTO 97IeKTPO(U3MO0NTOTNIECKOTO NCCIe0Ba-
HuA BoiABIeHa JKOC [IBYX pasIMYHBIX MOp-
¢dosornit, mpu4éM JOMUHUPYIOLIEN AB/IANACH
JK3C B obmacTu 3amHe-6a3anbpHoi crenku JIK.
Boimonnena PYA apurmorenHoro cybcrpara.
B cBsasu ¢ Bricokum puckom BCC manuenty
TaK>Xe ObI/Ta TPOBe/ieHa 9H/JOKAPANaNbHas UM-
mraHTanuA ogHokamepHoro VK] n HasHave-
HO Me[IMKaMeHTO3HOe jledeHle (MeTOIpPOIoya
CYKIMHAT 10 25 MT 2 pa3a B CYyTKMN).

IIpu reHeTn4ecKoM TeCTMPOBAHUM Y Ta-
I[VIeHTa BbIABJIEH HOBLIY BEPOATHO MaTOT€HHBIN
BapMaHT MyTaluu B Bufe fenerun c.3494delA
B T€TEPO3UTOTHOM COCTOSHUU B 23 3K30HE Te-
Ha DSP, npuBonAmMii K CABUTY PAMKU CUUTHI-
BaHUA 11 GOPMUPOBAHUIO IIPEX/IeBPeMEHHOTO
cron-kogoHa p.Lys1165Argfs*10. Takum obpa-
30M, AMarHo3 OMBEHTPUKYISAPHOTO PpeHOTHUIIA
AKMII BepudunmuposaH reHetndeckn (60mb-
IOV KPUTEPMIL).

KnuHnyeckoe HabnogeHve 3

[Manuent V. — 32-nmeTHeit My>X4nHa, Ha MO-
MeHT rOCHUTaNM3anNy KIMHINYeCKas KapTIHa
6b1a pencrasneHa cumnromamu XCH OK 111
no NYHA. V3 anaMHe3a U3BECTHO, 4TO B BO3-
pacre 27 neT emy 6bl1 umiutantuposan VK]
II0 TIOBOJY PelMAVBUPYIOIMX CHHKONAIbHBIX
cocrostumit u ceppuebuennit. Ha 9KTI-12 peru-

cTpupoBany HU3KoBonbHyI0 IKI' B cTangap-
HBIX ¥ TPYAHBIX OTBEJEHVSIX U NHBEPCHIO 3Y0-
uoB T B orBemenusix V1-V6 (puc. 5). ITo ganHbIM
MPT ceppiia onpefesieHa BbIpa>keHHas [uia-
ramus JIK u TDK (KOO JIXK 217 mn, KOO TDK
448 M) n cucronnyeckas AUCHyHKIUA 060MX
xenynodkos (OB JIXK 26 %, OB ITDK 10 %);
TPaHCMYpPa/IbHOE HAKOIIIEHVIe KOHTPACTHOTO Be-
mecrBa B JDK 1 IDK (puc. 6). BBuny yacTbix ro-
CIIUTAIU3ALUI 110 TIPUYMHE IPOrPECCUPOBAHMS
XCH, Tpebyroieit MHOTPOITHON MOAAEPXKKIL,
OBIJIO IPUHSATO pelleHye O IPOBELEHNN OPTO-
tTonuveckoil Tpancmiantanun ceppua (OTC).
ITauyeHT 6bI1 BHECEH B JIMCT OXKUIAHMSA, OGHAKO
4yepe3 1 MecsII] IpOMU30ILIeTT JIETANbHBII UCXO.

PucyHok 5.

JKI-12 naumenTa 0.
HuzkoamnnutyaHas
3KT. MiuBepcua 3ybua
T B otBegenuax V1-Vé6
(cunne cTpenkn)

Figure 5.

ECG-12 of patient I.
Low ECG voltage. T-wave
inversion in leads V1-V6
(blue arrows)

Pucyxok 6. MPT cepaua naumenta W, 1306paxeHna cepaua B YeTbIpExkaMepHoil npoeKLmn
B KOHeuHo-Auactonnueckyio dasy (A — kuHo-nsobpaxenue; b — OKY). A. BbipaxenHoe
pacwmpeHue nonoctin MK (ToHkaa 6enaa crpenka), Tpom6 B nonoctu MK (6enbie ronoskm
CTpenok), BbINoT B NonocTh nepukapaa (benble 38e3g0ukn). b. TpancmypanbHbiil gubpo3
muokapgaa 6okoBoii cteHku MK (6enble crpenkm), cybanukapamanbHbli Gubpos Muokapaa
6okoBoii cTeHkn JIXK u MK (6enble ronoBKm cTpenok)

Figure 6. Cardiac magnetic resonance imaging of patient I. Four-chamber view,

end-diastolic phase (A — cine imaging; B —

late gadolinium enhancement). A. Severe RV

dilatation (thin white arrow), thrombus in RV (white arrow heads), pericardial effusion
(white asterisks). B. Transmural myocardial fibrosis of RV lateral wall (white arrows),
subepicardial fibrosis of the LV lateral wall and interventricular septum (white arrow heads)
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ITpy reHOTUNIMPOBAHNUMY Y TAljMeHTa OOHAa-
PYy>K€H TOMO3UTOTHBI BapuaHT B rene DSC2
C IOTIOTTHUTe/IbHOI 3aMeHolt B reHe DSP. Creny-
€T OTMETUTD, YTO MUCCeHC-3aMeHa p.Argl32Cys
B rene DSC2 Habomanach B rOMO3UTOTHOM CO-
crossHuu. ITOCKONBKY NaHHBI BapMaHT OYEHD
penkuil (4acTOTa MMHOPHOTO ajjieNsi paBHA
0,00004) » He 06HAPY>KEH B TOMO3UTOTE B OO/b-
HIMX HONY/IALMOHHBIX MCC/IEJOBAaHNUAX, a TAK)Ke
y 9TOrO0 MaljMeHTa UMEIOTCA [pyTrue pefKue ro-
MO3UTOTHBIE 3aMEHBbI, MOXKHO IIPEJIIOI0XNUTD
ero poXKjeHye B O/IM3KOPOACTBEHHOM Opake.
Kpome Bapuanra B reHe DSC2, y mauneHTa
MMeJICS HOBBIM MUCCeHC-BapuaHT ¢.364G > T
(p-Aspl22Tyr, rs756013600) B reTepOo3SUTOTHOM
cocrosiHuM B reHe DSP. [Iluarnos 6UBeHTPUKY-
nsipuoit AKMII BeprduiimpoBaH reHeTIeCKI.

Hunaramusa JDK KOO JIDK > 107 mu/m?)
u ero pucyukuusa (OB JIXK < 50 %) BoisaBie-
Ha TOJIBKO y HOCKTeIeN MyTauuii B renax DSP
u DSC2. Ilpu s3TOM y nalyeHTa ¢ TOMO3UTOT-
Holt MyTanueii B rene DSC2 Habmrofanacs eire
u pumaranus IDK uKJO TDK > 123 mu/m?).
Iucdyrkums IDK (OB ITDK < 45 %), uto cBupe-
Te/IbCTBYET O OMBEHTPUKYIAPHOM (peHOTHIIe
AKMIL. I1pu 6usentpuxynapuoir AKIDK mo-
pakeHBbI 00a >KeyaouKa cepALa C pa3BUTHEM
CUCTONMMYECKON AUCHYHKIUY U fUIaTaLen
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