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N yNyYLLeHNA SUArHOCTIAKM apuTMOTeHHOI kapanomuonatuu (AKMIT) B npeacTaBneHHoi CTaTbe 0CBeLLeHbl OCHOBHbIE aCMeKTbl MArHOCTUKM
B 2023 . BeayLL1e eBpONeiicKie IKCNepTbl NPUHANN 0OHOB/EHHbIE 11 OMbIT NPAKTMYECKOro NPUMEHEeHUA HOBbIX KpUTepneB ANA pacno3HaBaHuA
peKoMeHZALMM 1 KOHCEHCYCHbIIA JOKYMEHT C YCOBepLIEHCTBOBAHHbIMIA pa3nnuHblx peHoTunos AKMII.
Kputepuamu auarHoctukn AKMIT (Ha ocHoBe MoanduuMpoBaHHbIx 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).

yIpolLleHNs TepPMUHONIOIUY U OJHOBPEMEHHO

BeepeHue TS 06ecTiedeH st KOHIeNTYaIbHO OCHOBDI /st
Ha Konrpecce EBporeiickoro obiectsa kap- | AMATHOCTUKMU U JIeYeHN KapAMOMUOIIATII (1].

nuornoros 2023 ropa (ESC-2023) pabovast rpymia Hau6ornee BakHble U3MEHEHM s B PEKOMEH-

ESC o6HOBUMIA CyllecTBYIOL[Me KIMHNYECKEe TanuAX KaCarTCA TPYIIIbI COCTOHHI/II?[, KOTOpbIE

PeKOMEeHJa NN 10 KapAMOMUOIIATUAM, BKIIIO- BK/II0YA/IICh TOJ 06IIM TEPMUHOM «apUTMO-

4UB HOBble PeHOTUNIMYECKMe OTIMCAHNsA s | TeHHas Kapauomuonarus» (AKMII), xapakre-
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An interesting clinical case .

puU3yoIelics CTPYKTYPHO-(PyHKIMOHAILHBI-
MU HapyLUIEHNAMU MUOKApJa 1 KeNTyL0UYKOBOI
apUTMMUEIL.

Hosonornyeckoe onpepenenne AKMII sas-
J1A€TCA OTKPBITBIM BOIIPOCOM U IIPeCTaBIAET
€o0011 CIOKHBIIT acTieKT. [lepBoHAYaIBHO B KN~
HMYECKOJ IpaKTUKe MCIOIb30BaICA TePMUH
«apUTMOTeHHAs NCIIa31A IPaBOro XKeTymoy-
Ka MM IIPaBOXKeTy/I04KOBas KapAMOMMOTIATIA»
(AKIDK). Xors xmaccuueckas AKIDK pacema-
TPMBaIach Kak 3a00/IeBaHe, CBSI3aHHOE C IIPaBbIM
xxenynoukoM (IDXK), marke mepBble ero onycanms
yKa3bIBa/IM Ha BBICOKYIO pacllpOCTPaHEHHOCTD
(bnOPO3HO-KMPOBOTO 3aMELIEHNS B IEBOM JKe-
nyrouke (JK). Tem He MeHee, TiepBble AMarHo-
CTUYECKVE KpUTEPUMN, IIPEMITIOKEeHHbIe B 1994 ropy
U TIepeCMOTPEHHbIE MEXXIYHAPOLHOI LIeIeBON
rpynmnoii ITF B 2010 r. (International Task Forse,
MexpyHaponHas Lenesad rpynmna, Marcus F,
et al, 2010) 6p1IM COCPEROTOYEHBI HA IIPABOM
JKeNnyfilouKke 0e3 YIOMMHAHUsS O JIEBOM XKeJy-
pouke [2]. VI Tonpko B 2020 ropy 6b11nM Ipesio-
>keHbl [TagyaHckue nuarsocTudeckue Kpure-
puu, OXBaThIBAOIINE KaK IIpaBble, TAK U JIeBble
otgensl cepna mpu AKMIT [3].

OpHaKo B IOC/IeHNX peKoMeHaanuax Es-
poIIeickoro o61ecTBa KapAnoaoros 1o Befe-
HUIO Kapguomuonatuit 2023 r. HaCTOATENIbHO
PeKOMeH/lyeTcs IPUAepXKUBAThCA TEPMUHOIO-
IMJ «apUTMOT€HHas KapJMOMMOIaTHA IIPaBo-
TO JXeIyJodKa» U IIPpUMEHATD A1 JUAarHOCTU-
KJ 9TOTO 3a00/meBaHust MOAU(UIMPOBAHHbBIE
xpurepun ITF 2010 r., nockonbky Ilagyanckue
AVATHOCTUYECKMe KPUTepUM ellje He IPOLIIN
BHEIITHIOW Baaumanuio [1].

Hecmotpst Ha yOennTe/bHble peKOMeH AN
ESC 2023 r. ucrionbp3oBaTh TOIBKO TEPMIHOJO-
TMI0 «<aPUTMOTeHHOI KapAXOMMOIIATUI ITPaBOTO
JKeNMynodKa» M IPMMEHATD B AMAaTrHOCTNYIECKUX
uessax kputepuu ITF 2010 1., psap eBpomeitckux
9KCIIEPTOB IIpeJIaraiT Oojee MINPOKOe OIpe-
nenenyie AKMII, oxBarbiBatolee Bech (eHO-
TUINYECKUII CIIEKTP 3TOTO 3ab0meBaHms. Yuu-
ThIBas PAcTyIyI0 OCBEJJOMIEHHOCTb O Ba>KHO-
CTU JMAaTrHOCTUKMY JIEBOCTOPOHHMX BapMaHTOB
AKMII, pacry1ee mpusHaHue [UarHOCTUYECKOI
LIeHHOCTY MarHUTHO-PEe30HaHCHON TOMOrpa-
¢un (MPT) cepnua fis BeisiBneHus pubpo-
3a (LGE)/ py6ua muoxappa JIXK u goronHurenp-
HOJI JMAarHOCTUYECKO POIM KpUTepueB 3/1eKT-
pokapauorpadun (IKI) neBoro xenymouka
U >KemynoukoBbIX aputmuii u3 JIDK, Bo3HukiIa
HACTOsTe/NbHasl HeOOXOAMMOCTb COOpaTh MeX-
I YHapOZIHO NIPM3HAHHBIX 9KCIIEPTOB AI/IA Iepe-
CMOTpa 1 CTaHZapTU3anuy KIMHNIECKON AN~
arHOCTUKU BCero eHOTUMMYECKOTO CIIEeKTpa
AKMIL

B oxTs16pe 2023 1. 6171 onry611M1KOBaH EBpO-
nelicknit KOHCeHCYCHBIN JOKYMEHT MeXyHa-
POMHBIX 9KCIEPTOB M IPEMII0KEHBI PEKOMEH-
Jaluiu 110 COBPEMEHHOMY [JMarHOCTIYeCKOMY
HOJIXOZY KO BCeMY (PeHOTUIINIECKOMY CIIEKTPY
AKMII [4]. ITpenaraemble KpuTepuu HpejcTas-

JSAI0T cO60J KOHKPETHYIO peann3anuio yryd-
HIeH NI, IIpeJi/IOKeHHBIX B OTYeTe MeXIyHa-
pOmHBIX 9KcnepToB 3a 2019 rop [5], u yrouHe-
Hue [Tagyanckux kpurepues 3a 2020 rog [3],
€ 0cOOBIM BHUMaHMEM Ha UAEHTU(UKAIVIO He-
reHeTHMYeCKuX 3abomeBanuit (peHokommii), KOTO-
pbi€ MOT'yT COOTBETCTBOBATDb AMATHOCTNYECKVIM
kpurepusaM AKMII, B 0CHOBHOM /1€BOCTOPOH-
HIUX BapMaHTOB.

AKMII npepcrasaeT co60it KapauoMmo-
natuio ¢ BosnedeHneM DK, JDK unn ob6onx
JKeTyLOYKOB 1 BKII0OYaeT B cebs Clepyomie
dbenorunsl 3aboneBanus: 1) kaccuaeckuii de-
Hotu AKIDK (Takyke Ha3bIBaeMblil IIPaBOIO-
MUHAHTHBIM), XapaKTepU3YOIIUIICs TOpasKe-
HueM IDDK 6e3 oOHapyXuBaeMBbIX HapyIIeHNI
JIXX; 2) deHOTHUIT apUTMOTEHHOI OMBEHTPUKY-
JIAPHON KapAVOMMOIIATHI, XaPAKTePU3YIOIINIACS
mopakenneM Kak [DK, tak u JIK; 3) denorun
aputTMmorenHoi kapguomuonarun JIK (takxke
Ha3bIBaeMblil JIEBOLOMUHAHTHBIN UV JIeBOXKe-
JTYILOYKOBBII (PEHOTUII), XapaKTePU3YIOUUIIC
nopakenneM JUK 6e3 BoBneuenns ITK. ITo-
IOOHO mpefpIayInM crcTeMaM oreHku 2010 r.
u 2020 r. ;MarHO3 OCHOBAH Ha MHOIOIIapaMeT-
pUYeCKOM IIOfIXOfie, OXBAThIBAIOLIeM 6 KaTero-
puit: 1) Mop¢onorndeckne 1 GyHKIVIOHATbHbIE
JKeJTY/J04KOBbIe aHOMa/INY; 2) CTPYKTYPHbIE aHO-
Majauyn MMOKapia Ha OCHOBE TaHHbBIX O TKaHE-
BOJI XapaKTePUCTUKeE; 3) eNOsIpU3a L IOHHbIE
u 4) penonapusanuonusle JKI-usmenenus;
5) >KeITy/JOYKOBbIe QpUTMMNN 1 6) CEMEIHBII aHaM-
He3/TeHeTUYeCKle JaHHbIE.

Buengpenue MPT ¢ oTcpoyeHHBIM KOHTpa-
CTUpOBaHMeM s ufeHTuUKanuy GeHoTu-
nnyeckux Bapuantos AKMII aBnsercs pema-
IOLIVM 1 Hanborlee BaKHBIM HOBILIECTBOM, B TO
BpeMs KaK OCTa/lbHble OOHOB/ICHNU A IIPECTaB-
JISIIOT CO0OJI [UarHOCTUYECKIIE YCOBEPIIEHCTBO-
BaHMs. B Tabnmune 1 nmpencTaBIeHb KPUTEPUN
nopakerusa IDK un JIXK o xaxpoii kareropun.

[Toporossie 3HaueHus kpurepues KJJO -
KOHeuHOo-guacronndeckoro od6bvéma (KIO)
u ¢pakiym Bei6poca (OB) Eppomneiickoit pabo-
Jell IPYIIbI IpefCTaBIeHbl B Tabmnie 2.

B KoHceHCycHOM JOKyMeHTe IpeficTaB/leHa
MHTepIIpeTalus Ka>KJoro U3 KpuTepues Ayar-
HocTuku (Tabmuua 1).

Mopdopynxyuonanvuvie HaApyueHUus
MOYXHO BBISIBUTB C IIOMOIIb 9XOKapAmnorpaduu,
MPT cepplia 1 Xeny[O4KOBOI aHTHMOTpadum.
Ba)kHO OTMeTUTD, 4TO MOP(HOPYHKIMOHAIBHDIE
HapylIeH s JKEeTyTOIKOB JO/IJKHBI OLI€HVIBATb-
€S C MCIIONIb30BaHMEM KOMIIJIEKCHOTO MY/IbTHU-
MOJIaJIbHOTO MOAXO0Ja K BU3yajau3aluu U pe-
3y/IbTAaThl BU3Ya/TM3aL[MI JOIDKHBI OBITh MHTET-
PUpPOBaHBl B KIMHUYECKMII KOHTEKCT. nsa
AMarHOCTUYECKOI cleuPUIHOCTI OCHOBHOI
MopdodyHKInoHaNbHBIN KpuTepuit IDK Tpe-
6yet, uto6n! gunatauus DK (ocHoBaHHas Ha
u3MepeHNAX o6beMa B 3aBMCUMOCTH OT II0/Ia
U VH/IEKCMPOBAaHHasA IO IJIOLIa/IX IOBEPXHO-
CTH TeJa) WIn cucTonmndeckas gucdynkipys [DK
ObUIN CBSI3AHBI C KPYITHBIMU PETUOHATbHBIMU
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Tabnuua 1.

Kputepun EBponeiickoit
LieneBoil rpynnbl

ANA ANarHoCcTuKn
apUTMOreHHOI
KapAuomMmMonaTim

2170

Kateropun
I. MopdodyHKumo-
HanbHble
aHoManuu
XKenyLoukoB

II. CrpykTypHbIE
aHomanuu
MVOKap/a

Ill. AHomanun
penonspusayum

IV. AHomanun
Aenonspuvsauun
1 HapyLlueHna
NpPoBOANMOCTHU

V. Aputmun

MpaBoxenyao4KkoBbin peHoTUN

bonblme Kputepun

« PernoHanbHas aknHesns MK, gucknHesns

WNn aHeBpr3ma

NJII0C 0OUH U3 C1e0yIoujuX:

- rno6anbHana gunatauma MX (ysennuexune
KOHeYHOo-AnacTonmnyeckoro oobéma (KOO) MK

B COOTBETCTBUM C HOMOTPAaMMOI ANA BO3pacTa,
nona v nnowaam nosepxHoctun Tena (MMT))

Nno JaHHbIM BM3yanunsupytoLlero Metoga
nccnefoBaHus;

unu

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

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

Bonbwon Kputepui

« Onbpo3HOE 3amelleHe MMOKAPAa B OLHOM

1 6onee o6pasue, c unu 6e3 >KMPoBo NHPUIb-
Tpaumu, NOATBEPKAEHHOE NPY FMCTONIOT N,
Manbiin Kputepun

» OfHO3HauHbIN G16pP0O3 MroKapaa MK
(NnopTBEPXKAEH B iBYX OPTOrOHasIbHbIX MPOEKLMAX)
B OHOM U 6onee cermeHTax MK (ncknovas
TPeXCcTBOPYATbIV KNanaH).

Bonblon Kputepuin

+ iuBepcua 3y6LoB T B NpaBbix NpeKopAnanbHbIX
otBegeHuax (V1, V2 n V3) npu otcyTcTBmmn
NosHOM 6110Kafbl NPaBO HOXKM NyyKa Mca
(MBMHMT) n 6e3 npepLwecTByioLWeEro Nnogbema
TouKM J/cermenTa ST.

Manbie Kputepun

+ MHBepcua 3y6L0B T B NpaBbix MpeKopAnabHbIX
otBefeHnax (V1 nV2) y MyxumH ctapuwe 14 net
npw otcyTcTBum MNBIMHMT 1 6e3 npegwecTsyiowero
nogbemMa Touku J/cermeHTa ST;

« inBepcus 3y6uos T nomumo V3 npur Hanmumm
MNBMNHMT;

« inBepcus 3y6uoB T nommumo V3 y My»uuH
ctapuwe 14 ner.

Manble Kputepun

« DNCUNOH BOJIHA (BOCMPOM3BOAVMbIE HU3KOAM-
NAUTYAHbIE CUTHaNbI B KOHLKe Komnnekca QRS
nepep Havyasniom 3y6ua T) B mpaBbix MpeKkopaunanb-
HbIlh oTBegeHuax (V1-V3);

« TepMUHaNbHaa akTUBALMA C 4NTENBbHOCTbBIO
QRS = 55 Mc, M13MepeHHasA OT HU3LWEN TOUKMN
3ybua S K KoHuy nHTepsana QRS Bkntouasa R' B V1,
V2, V3 (npwu otcytcTBmm MBIMHMT).

Bonbon Kputepuii

« YacTble xenypoukoBble sKkcTpacucTonbl (KIC >
500 3a 24 ), ycTo4ymBas Unu HeycTonymsas
»KenynoukoBas Taxmkapama c mopdonoruen
BJIHIT n BepxHen ocblo.

Manbiit Kputepni

« YacTble XenyaoukoBble SKCTpacucTonbl (> 500
3a 24 u), HeyCToNYMBaA UM YCTONYMBAA XKeNy[ou-
KoBad Taxukapama mopdonorum BITHMT ¢ HuxHen
ocblo («naTTepH BTIMXK»).

« OcTaHOBKa cepALa B aHaMmHese BCnefcTamne
GUbPUNNALMM XKeny[oUYKOB UNN YCTONYMBOI
»Keny[oYKOBOW TaxnKapany Hen3BeCcTHOMN
mopdonoruu

JleBoxxenynoukosbiii eHoTMN

Manbin Kputepuin

- [Mob6anbHas cokpaTuTenbHaa AUCHYHKLNMSA,
cunun 6e3 gunatauuu JIXK (ysenmuernve KOO JIXK
B COOTBETCTBUM C HOMOFPaMMOIW /1A BO3pacTa,
nona v MIMT) no AaHHbIM BU3yanu3npyoLero
MeToAa NccefoBaHus.

Bonblion Kputepui

« «KonbLieobpasHbin» prbpo3 JIXK (cybanvkapavianb-
HbIV NN CPeAHEMMOKapAVabHbI NaTTepH
cTpun) B > 3 cermeHToB JIXK (noatBepKaeH

B 1BYX OPTOTrOHabHbIX MPOEKLMAX).

Manbiin Kputepui

+ Dn6po3 Mnokapga JIXK (cy6anukapananbHbii
VNN cpegHeMnoKapananbHbI NATTEPH CTPUI

B OHOM U 6onee cermeHTax JIXK no cxeme
«BblYbero rnasa», 06A3aTenbHO B f1BYX OPTOroHaslb-
HbIX MPOEKLMAX) C TIoKanusauven B 0bnactu
cBobopHom cTeHKkm JIXK n/munun neperopopaku

(3a MCKNIOYEHVEM TOYEK COeIMHEHUA MEXKeny-
foukoBoi neperopogku (M) ¢ xenygoukamm)

Manbiin Kputepun

« inBepcus 3y6uoB T B neBbix NpekopAnabHbIX
oTtBefeHuAx (V4-V6) npu oTCyTCTBUN NOMHOW
6rnokaabl neBoi HOXKY nyyka lca (MBJHM).

Bonbwon Kputepun

« Huskuii Bonbtax QRS (< 0,5 MB oT nrKka Ao nuka)
B OTBe/eHVAX OT KOHEYHOCTEN (MpY OTCYTCTBUN
aMnNona03a, OXNpPeHNs, smdrsembl 1N
nepuKapavanbHoOro BbIMOTa).

Manbiin Kputepui

« YacToTa »KenyaouKoBbIX SKCTPaCcUCTON

(MK3C > 500 3a 24 u) c mopdonormein BITHMT

W MHOXeCTBEeHHbIMU Mopdonoruamm BIHMAT
(3a ncknoyeHnem «pacUMKynApPHOro naTTepHa);
« YCTONYMBbIE UM HEYCTONYMBbIE XKeNyAoUYKOBbIe
Taxvkapaum ¢ mopdonoruen BIHMNT

(3a ncknoyeHnem «pacUMKynApPHOro naTTepHa);
- OcTaHOBKa cepjLa B aHamHe3e BCleAcTBue
GUbPUNNALMM KeNy[oUYKOB UN YCTONYMBOI
XKeny[ouKoBOW TaXUKapAMN Hen3BeCTHON
mopdonorum.
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OKoHyaHue mab6n. 1

Karteropun MpaBoxenyaouKkoBbiit peHOTUN JleBoXXenynouKoBbIii deHOTUN
VI. CemeiHbIn Bbonblwne Kputepun
aHamHes/ - OnpepeneHve NnaTtoreHHoOM MyTauuu, accounnpoBaHHon ¢ AKMI y o6cnepyembix nuu;
reHeTuKa « InarHo3z AKMI noaTBepXeH y poACTBEHHVKOB NePBON JINHWM C ANArHOCTUYECKUMU KpUTEPUAMY;

« AnarHo3z AKMI noaTBep>XAeH rMcTonaTonormyeck Npy ayToncum Uiav MHTPaornepauyioHHo y
POACTBEHHVKA NEPBOW INHUN.

Manbie Kputepun

- OnpegeneHvie BEpOATHO MaTOreHHOW MyTaLuu, accounnpoBaHHoi ¢ AKMITy o6cnepyembix nuw;

- AHamHe3 AKMIy uneHa cemby NepBO IMHUW POACTBA B CJlyYae HEBO3MOXHOCTW ONpeAennTb,
cooTBEeTCTBYET NN GEeHOTUN POACTBEHHMKA ANArHOCTUYECKUM KPUTEPUAM;

- [pexpeBpemeHHas BHe3anHasA cMepTb (B Bo3pacTe Ao 35 net) npu nogosperun AKMIMy poacTBeHHUKa
nepBow IMHWN;

« InarHo3 AKMIT nofgTBep»KAEH MMCTONATONOMMUYECKUMU UM ANArHOCTUYECKUMIY METOAAMN

y UNeHOB CeMbU BTOPOW IMHWN POACTBA.

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
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Tabnuua 2.

[lunatauma xenynoukos
11 CUCTONMYECKaA
AUCHYHKLMA NO AaHHBIM
MPT cepaua
(Homorpammbl

AnA Bo3pacta, nona u M)

Table 2.

Ventricular dilatation
and systolic dysfunction
by CMR (nomograms
forage, sex, and BSA)
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End of table 1

Category

VI. Family Major
history/genetics

RV Phenotype

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

« [dentification 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].

Avnatauuma n cucronunyeckan anchyHkuma MK

MapameTpbi KeHWwmHbI My>KumHbI ATtnetbi
KOO/MNT (mn/m?) > 112 > 121 > 130
[0]3] <51 <52 <52
Aunnatayma n cuctonunyeckan anchyHkuyma JiK
MapameTpbi KeHwWwnHbI MyKunHbi ATtnetbl
KOO/MNT (mn/m?) > 96 > 105 > 122
®B <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

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

AHOMAJIMSAMMU JIBVKEH S CTEHOK (T.€. aKMHEe3 W,
AVICKIHE3M I, aHEBPM3Ma VI BBIIISIYMBAHIE).
J7151 3TOr0 peKOMeHI0BaHO MCIOTb30BaTh JTa-
JIOHHBIe 3HAaYeHNUs pasMepa 1 QYHKIMIT KaMep
cepALa, HOpMa/IM30BaHHBIX 10 IOy, BO3PACTY
U TIOIIAafY MOBEePXHOCTH Tena (Tabnuia 2).
V¥ yactu maumentoB ¢ AKMII He Habnomaer-
cs1 yBenmueHus oovema IDK n/mnu cHyKeHus
cucTonnyeckoil GpyHkun. B rakux crnydasnx
B KayeCTBe MAJIOTO KpUTepus OBIZIO BBEEHO
Haam4dye TOJIbKO aHOMaJINM OBUXEHUA CTCH-
ku IIJK. CnepgyeT oTMETUTD, YTO AMATHOCTH-
YecKas TOYHOCTh aHOMAJINIL JBUKEHUS CTEHKI
IDK mosxeT 6bITh OrpaHMYeHA OTEHI[MATHHO
HeIPaBWIbHOI MHTepIpeTanuei (mubo 3aBbl-
IIeHHOI, T60 3aHV>KEHHOJ) 113-32 HECOBEPILIeH-
HOJI CyO'eKTUBHOIT OLleHKY KuHO-MPT-1306-
pakenuit IDK. OgHOBpeMeHHOE BBISIBIIEHIE
LGE npn MPT ¢ oTcpodyeHHBIM KOHTPAaCTHBIM
ycunenueMm (OKY) maeT BO3SMOXXHOCTD IIOBBI-
CUTb AMATHOCTUYECKYIO CIIelM(pUIHOCTD PETUO-
HA/IbHBIX COKPATUTENbHbIX 3MeHeHmit [DK.
Cmpyxkmypnvie anomanuu Mmuoxkapoa Mo-
ryT 66ITh 06HApY>KeHbI ¢ ToMotbio MPT ceppia
WM 3HIOMMOKapauanpHoit 6uomcuu. MPT
¢ OKY paer yHUKa/NIbHYI0 BO3SMOXKHOCTD MJIEH-
tuuumposarb LGE/ py6en mmuokapma JDK (ta6-
nuna 1). LGE/ pyben; Muokappa BOSHUKAOT

Ha paHHMX CTafuAX 3a00/eBaHMA U MMeeT
BeCbMa XapaKTEePHbIN BUJI, COCTOAIINIL U3 He-
nmemmnyeckoro narrepaa LGE, mopakaromero
cybanukappuanbHble (pexe CpegHIe MUOKap-
nuasbHble ciou creHky JDK), gaire Bcero B HIK-
He-JIaTepaJibHOI 00/1aCTH € IIOpa’KeHueM Iiepe-
roponky unu 6e3 Hee. OOV PHBII MaTTEPH
LGE un3 > 3 cermenToB JIDK, Kak cMe>KHBIX B OfI-
HOM U TOM e KOPOTKOOCEBOM cpese («KOJIb-
1je00pasHbIX»), TaK U MPEPHIBUCTHIX, Kmaccudu-
LUpPYeTCs KaK OOJIbIION KPUTEPHIL 1eBOLOMMU-
nHanTHOM AKMII. B TO Bpems Kak cerMeHTapHbIii
narTepH LGE, nopaxkaromuit 1 nnam 2 cerMeHTa
JIXK (32 McKmoYeHNeM KIMHIYEeCKU 3HaYMMbBIX
IATHYUCTBIX, POKATBHBIX VTN IIePEropOJOIHBIX)
UHTepIpeTUpyeTcs KaK Maiblil KpUTepuil.
«Konbueobpasubiit narrepH» LGE Habnioga-
ercsa npu nesogoMnHa"nTHON AKMII, BbI3BaH-
HoOIt reHeTndecKumn fedexramu DSP, FLNC
wn PLN, X0Ts ero Tak>ke MO>KHO OOHapyXUTb
IpU HereHeTUUYeCKNX PeHOKONusX 3aboena-
HyA. Ovarosslit martepH LGE JIDK cunraetcsa
He3HAYMMBbIM U He MMeeT KIMHNYECKOTO 3Ha-
YeHMA IIPU OTCYTCTBUM SPYTUX OTKIOHEHUI
OT HOPMBI.

JKnpoByio TkaHb MO)XHO OOHAPY>KUTB C ITO-
MOIIbIO CIIeLIMaIbHBIX N1OC/IeJ0BaTeIbHOCTe
c noMoI1bio MPT u yacTo HabmomaeTcs B TeX ke
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obnmactax LGE/ py6ua. Xots xupoBas TKaHb
He CYMTAeTCA AMATHOCTUYECKUM KpUTepUeM,
eCJIM OHA IIPUCYTCTBYeT OT/IEeNbHO, OJJHAKO ee
coueranre ¢ LGE noBblmaer crienudnaHOCTD
AVAaTHOCTUKIL.

Xotsa MPT umeeT HU3KYIO [MaTHOCTHYE-
CKYIO 4YYBCTBUTENBHOCTD K inarHocTuKe LGE
IIPaBOrO >KeNyfodKa M3-3a TOHKON CTEeHKMU
U HeONITMMaJIbHOTO paspemennusa MPT, nanu-
uyne LGE, no kpaiineit Mepe, B 0ffHOIT 061acTn
ITX 6b110 KMaccuguIMpoBaHO B KayecTBe Ma-
noro xputepus [TDK.

M3-3a MHBAa3MBHOI'O XapaKTepa ¢ PUCKOM
OCTIO>KHEHUI SH/JOMIOKapAMaIbHAS O1OIICHS
mrokappaa (OMB) npumeHsieTcst B OTHETbHBIX
Crydasix, Korja guartos (MIm MCK/IYeHne)
AKMII 3aBUCUT OT TUCTONIOINYECKON TEMOH-
crparyn Gpubpo3a 3aMecTUTEIBHOTO TUIIA C JKI-
poBoit TkaHblo uau 6e3 Hee. IMD ABnseTCs
KJII0YEeBBIM T€CTOM [/15 BbIAB/ICHU HETeHeTH-
yeckux apnaHToB AKMII, Takux Kak n3onu-
POBaHHBIN Kap[alIbHbII CAPKOUO3.

Cpenu Hapywenuii penonspusavuu Ha KT
oTpuuarenbHble 3y61pl T B IpaBbIX MPEKOP-
ouanbHbIX oTBeneHuAx V1, V2 u V3 unn 3a ero
npejeaMiu ABIAITCA OONBIINM KpUTepueM
AKIDX y nmu1i ¢ IOMHBIM IyOepTaTHBIM pa3Bu-
tueM (06bI9HO B Bo3pacte 2 14 net). Orpuna-
TeIbHbIe 3yO1Ibl T B IPaBbIX IPEKOPAUATbHBIX
oTBefieHMsX V1, V2 kmaccupuiunpyrorcs Kak
Mmanblit Kputepuit AKMII y my>x4nH cTap-
e 14 et npy OTCYTCTBUM OJIOKafbl IPABO
HoxKy myuka ['mca (BITHIIT) u mopbema TOUKM
J/cermenTa ST. OTpunarensHslie 3y01ib T, BBIXO-
Isue 3a npefensl V3, mubo mpu moaHoit 670-
KaJibl IeBoJt HOKKY 1y4Ka 'ca (BJTHIIT), nu6o
y nu1, Maajine 14 1et TakxKe ABAAITCA MajbiM
kputepuem. Hamrune orpunarensHbix 3yoros T
B JIEBBIX NIPEKOPAMANbHBIX OTBefeHMsX (V4-V6)
C BOBJIeYeHIMEM MM 0€e3 HUXKHUX OTBeNeHMIl
npu orcyrctByuy B/THIIT apnsAeTcsa manbiM Kpu-
TepueM eBogoMyHaHTHOTO henornma AKMIL

HapyweHus denonapusayuu

9KI-Mapkepbl HapylIeHNI IPOBOAMMOCTH
ITDX (upu orcyrcruu BITHIIT) cunrarorcs ma-
JIBIMY KPUTEPUAMMU, KOTOPbIe BK/IIOYAIOT yBe-
JIN4YEeHue HpO,HOH)KI/ITeIII)HOCTI/I HpaBOFO Hpeﬂ-
ceppuoro nHTepsana QRS ¢ 3agepxxkoil mogbema
S-BomHBI (3afep>kKa TEpMUHATbHON aKTHBa-
un > 55 Mc) ¢ dparmenrtanreir QRS nnn 6e3
Hee 11 II0CTBO30Y K10l yie STICUIOH-BOMHBI (T.e.
HI/ISKO&MH}II/ITY}IHI)IC BbBICOKOYAaCTOTHBIC CITHA-
JIBI My oKoH4YaHM:A KoMitekca QRS mo Ha-
gana 3ybua T). [TarTepH «3ICUTOH-BOTHBI»
611 KTacCMGUIMPOBAH KaK MasIblil KPUTEPMUIL,
IIOCKOJIbKY Ha HEro B 3HAYUTE/IbHOI CTeleHN
BIusIOT yacrora guckperusanuu IKI' u ¢pumbt-
paLVs U OH IIOfIBEPKEH BBICOKOI BapnabenbHO-
CTU MeXJy HabmofaeMbiMu aunamu. OCHOB-
HBIM Kputepuem nopaxenus JIJK aBnsaercs
HU3KOBONBTHBIN KoMITITeKC QRS B oTBeieH1AX

oT KoHeuHocTell (< 0,5 MB BO Bcex OTBeJeHUAX
KOHEYHOCTeI), 4TO OTpakaeT 3aMelleHre cyo-
sanmMKapauanbroro Mmuokappa JIDK py6iosoir
TKaHbIO (IIPU OTCYTCTBUU JPYTUX IOTEHI[UAITb-
HBIX IPMYMH, TAKMX KaK aMUJION/I03 CEePALIa, OM-
¢dusema, epuKapfuaNbHBIA BBIIIOT UM OXKU-
peHue). ITO peaKo HAOMIOHAETCSA Y 3TOPOBBIX
IOt U, IO-BUAVMOMY, BBICOKOCIIEIU(DUTHO
ms pybnesanusa Mmuokapga /DK y manueHnros
¢ AKMIL. ITo3gHue moTeHLMA/Ibl HA YCPeLHEH-
Hoit 1o curnany OKI 6onblre He paccMaTpu-
BAIOTCS, YYUTHIBAA UX HU3KYIO JUATHOCTIYe-
CKYI0 TOUHOCTD 10 CPABHEHNIO C COBPEMEHHbBIMU
AMATHOCTMYEeCKVIMM TeCTaMM. BoJbIINHCTBO Kap-
JMOIOTMYECKIX LIEHTPOB I10 BCeMY MUPY 00bIY-
HO He JICIIOJIb3YIOT 9TOT MeTOf, IIpK 00c/IeioBa-
Huy nanueHtos ¢ AKMII. Opnako ycpenHeH-
Hasd no curHany OKI MoxeT urparob omnpepe-
JIEHHYIO0 posnb B cTpatndukanym pucka AKMII
IIyTeM BBbIAABJIEHU IOTEHIIMaTbHO apUTMOI€H-
HOTO py61ia Ha >Kely/i0uKe.

Xenydoukosewlie HapyweHus pumma

CoOracHO CYLeCTBYIOMVM eBPOIeICKUM
PeKOMeHJanuAM, XKeTyLOuYKOBble apUTMUN He-
00XOIVIMO OL[EHIBATD HE TOIKO C TOYKY 3PEHIsI
abCOMTHOTO YKcia (T.e. IIPeXeBPeMEHHBIX
>KenynoukoBeix cokparennit (KOC) > 500/24 )
U CJIOKHOCTY (HEYCTOMYMBAsI MM YCTOMYMBAsT
xenynoukosas taxukapaus (OKT)), Ho u ¢ yue-
toM mop¢omoruu XXIC, koTopas ykasbiBaeT
Ha JKe/TY0YKOBYI0 00/1acTh MPOMCXOX/EHNUA
aputMyn. JemoHcTpanua JKIC, HeycTounBas
wn ycroitunsasg JKT ¢ mopdonorueit BITHIIT
U TIATTEPHOM He HIDKHe OCK UMeeT OOIbIIYIO
creuuduIHOCTD 1151 3a60meBanus (60MbLION
KPUTEPUIl )KeyL04KOBOII apUTMUN), €M XKe-
JIyJ0YKOBas1 apUTMUA, IeMOHCTPUPYIOLas MOp-
¢donoruto B/THIIT/Hm>xHet ocu (Mablit KpuTe-
PWIT SKeNTyJOYKOBOII apPUTMMIII), TOCKOIBKY 9TO
yKasblBaeT Ha MCTOYHUK BBIXOZHOTO TPaKTa
IDK (BTTIJK), KOTOpBIiT SIBIsIETCS Yalle BCETo
u3-3a uamonarnyeckoit aputmuy u3 BTIIK.

st puddepeHanbHOI JUATHOCTUKY ObI-
JIO TIPeJ/I0’KEeHO HEeCKONbKO cucTeM oneHkn IKI,
OCHOBaHHBIX Ha Mop¢onmorun QRS Bo Bpems
JKT. ITo cpaBHennto ¢ ugnonaruveckoir KT
ns BTIDK, npu JXT n3 BTIDXK, cBasanHOM
¢ AKIDX, npopomxutenpHocts QRS 6ompie
(= 120 mc), mpekoppmanbHelit repexor;, QRS mpo-
ucxoaut nosxe (B V5 nn V6), a 3a3ydpunst QRS
BCTpevanTcs vaile. 9Ty MopdoIorndeckue
ocobennocty QRS ABNAIOTCA «3aBUCUMbBIMHI
OT JIOKAQNMU3aLNN», a He «CHeUUIHBIMU IJIs
3a00JIeEBaHSI» U TIO3BOISIIOT OT/IMYUTH CBOOO.-
HYIO CTEHKY OT CeNITa/IbHOro pactonoxenusa JKT
u3 BTTIXK, Ho He uieHTUPUUMPYIOT JIeXKaII I
B OCHOBE CyOCTpAT, T.€. KapAMOMIOIIaTYeCKIIA
OT UAMOIMATNYECKOI. Y OTAe/NbHBIX IMalMeH-
TOB 3/IEKTPOPU3NOTOTNIECKOE UCCTIeJOBAHNE
/14 IPOBEPKY MHAYLMPYEMOCTY KIMHIYECKOI
JKT n/unn muoxxecTBeHHBIX MOpdomnoruit KT
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C IIOMOIIbI0 IPOrPAaMMMPYEMOIl CTUMYIALNN
JKeTyJOUYKOB VIV I JeMOHCTPALUN 3JIeKT-
poanaTommueckoro pyb6ua ITDXK ¢ momoursio
97IEKTPOAHATOMIYECKOTO KapTYPOBaHM A HAIIps-
JKeHVsI MOXKeT ObITh 1mose3Ho st guddepen-
IUaJIbHON ArarHocTuku. Mopgonorns BITHIIT
60 JKIC, mn6o JKT moxer ykaspiBaTh Ha Jie-
BOXXeTyJOUYKOBOE Npoucxoxpenne. Ilarrepn
BITHIIT n BepxHel ocU C INUPOKUM MOTOXKHA-
tTenbHBIM MHTepBanoM QRS B V1 n nmosgaum
IpeKOpAMaNbHBIM IePEeX0IoM K OTPHUIATeNb-
Homy nHTepBany QRS (3a mpegenamu V3) gacto
perucTpupyercs npu Hanumduu pybua 60oxo-
BOII MM HVM>KHenmaTepanbHol crenku JDK, uro
0OBIYHO HaOIIOfaeTCsA Y HAllMeHTOB C OMBEH-
TPUKY/ISAPHBIM MU JIEBOXKETYOYKOBBIM (peHO-
tunom AKMIL

CrenyeT oTMeTUTD, 4T0 JKIC ¢ Takoil Mop-
donormert BITHIIT, mtu6o monomopdHbIe, 1160
acconunposanHuble ¢ JKOC pasnnyHoit Mmop-
¢domorun, 06bIYHO MHAYLMPYIOTCA TECTHPOBa-
HueM ¢ GU3NYIeCKOil Harpy3Koil y HaIlMeHTOB
¢ nesogomyHaHTHBIM AKMII. JIpyrue npu4mHbI
BBI3BAHHBIX (DM3MYECKOIT HATPY3KOIi, B OCHOB-
HOM NTOJIMMOPQHBIX, XKeTyJOIKOBBIX apUTMUIT
BKJIIOYAIOT KaTeX0/laMIHEPIMYeCKYIO TOIMMOp-
(HYIO XKeNyTOYKOBYIO0 TaXMKAPAWIO VN VIIIe-
Muveckyio 6one3ub ceppua. Hannuue sxeny-
JIOYKOBBIX apuTMMit ¢ Mopdonorueir BITHIIT
B IIOKOE VI BO BpeMsA (PpU3NIECKOI Harpy3KM
KJIacCUPUIVPYETCsT KaK MaJIblll JUaTHOCTIYe-
CKMIT KPUTEPUIT 13-3a ero HU3KOil crenndny-
HOCTM He TOJIBKO Ji/Is1 OCHOBHOTO 3a00JIeBaHIL,
HO M IS JIOKaJIM3aluy cybcTpara apuTMUN.
HeiictBurensuo, JKOC umu JKT ¢ mopdonornert
BITHIIT n panauM nepexopom Ha V2 uu jaxke
V3 6bIIM KapTUPOBAHBI U y[jaJIeHbl B alu-
KaJIbHBIX/HIDKHUX CENTaTbHBIX 00/IacTAX -
nmarnposanHoro IDK. Vgnonarnyeckue «dac-
LMKY/IApHbIe» apUTMUM, XapaKTepu3yIoliecs
tunuaHoit mopgonorneit BITHIIT u y3xknmu
(< 130 mc) narepBamamu QRS, uckaroganTcs
U3 IMaTHO3a.

CemenHbI aHaMHe3/ reHeTUKa

XO0Ts IMAarHOCTMYECKVE KPUTEPUY BKIIIO-
YaloT OLIEHKY CeMeIIHOro aHaMHe3a U MOJIeKy-
JIIPHOI TeHeTHKY, PEKOMEH/IyeTCsl COOMIoaTh
OCTOPOYKHOCTD TP MHTEPIIpeTallNN pe3yIbTa-
TOB TeHOTUIIMPOBaHMA B CBEeTe PUCKa OMNO0Y-
HOTO AMarHosa. HempaBuabHas MHTepIpeTa-
11 MOJIEKY/IAPHO-TEHETUYECKIX PE3Y/IbTaTOB
SBJISETCS CIEMICTBYEM HAIllero OTPaHNIEeHHOTO
TeKYIIero IMOHMMaHNA TeHeTUIeCKOI 0CHO-
Bbl AKMII 1 BbICOKOTO T€HeTHYECKOro HIyMa
13-3a YaCThIX I'€HETMYECKMX BApNAHTOB, CB-
3aHHBIX C 3a00/IeBaHMeM, KaK B HOpMa/IbHOII
HOMYJIAINY, TaK ¥ IIPYU APYTUX KapAMOMMOTIIa-
TuAX. bonee Toro, npeBapuTenbHbIE JaHHbIE
MIOKAa3bIBAIOT, YTO €C/IN VICK/TIOUUTD MOJIEKY/IAP-
HO-TeHeTMYeCKe JaHHbIe U3 JUaTHOCTUIECKON
OLIEHK, TO JMAaTrHOCTIYeCKast 9P PeKTUBHOCTD
CHIDKaeTcA ToNbKo Ha 10 % 1 He BiuAeT Ha Ipo-

rHo3 AKMII. CooTBeTCTBEeHHO, IIOKa3aHO MOJIe-
Ky/IApHOE TeHOTUIIMPOBAHNUe J/IS1 BLABICHUS
[IaTOTeHHOTO MM BEPOSTHOTO ITATOreHHOr o Ba-
puaHTa y mpobanza ¢ peHOTUIINYeCKNMU IIPO-
apneHnaMu AKMII ¢ nocnepyomum Kacka-
HBIM CKPMHUHTOM, CleuMUIHBIM A1 Ba-
PUaHTA, Cpefy YICHOB CeMbM J/IA BBIABICHM
HOCHUTeEN TeHa Ha TOKIMHUYECKO CTauu.
VimeHTuduKaIys maTOreHHOTro BapMaHTa TeHa,
acconuuposaHHoro ¢ AKMII, B cooTBeTcTBUMI
¢ xnmaccudukarumeir ACMG 2015 ropa [6] xmac-
cuuIMpPyeTcst KaK 60/IBIION AMarHOCTIYECK U
KpUTepuiL, B TO BpeMs KaK BEepOsTHO IIaTOreH-
HBIVl BApMAHT — KaK MaJjIbllil JUAaTrHOCTUYECKUIA
kputepuit (tabauua 1). Tensl ¢ mpusHakamu
NIpUYMHHO-cnefcTBeHHoi cBasu AKMII B coot-
BETCTBUU C KIMHUYIECKUM TTOJXOIOM K T€HOM-
HOMY peCypCHOMY JIeueHUI0 TeHHBIX 3a0ore-
BaHUI mpeacTaBieHsl B Tabmuue 3. Kpurepun
CeMETHOTO aHaMHe3a TaK>Ke COOTIOA0TCS, eCTU
3abo0/eBaHMe MMOATBEPXKIEHO TMOO MaTOTUCTO-
JIOTMYeCKUMMU, TNOO JUATHOCTUYECKUMY KPUTe-
PUAMU Y POACTBEHHNKA IepBOIL cTeneHu (607b-
MION KPUTEPUIt) UIN POACTBEHHNKA BTOPOI
creneHu (Manblit Kputepuii). BHesamHas cep-
meuHas cmepth (BCC) (< 35 met) us-3a mogo-
spenna Ha AKMII y poficTBeHHMKa e pBOIL
CTeIeHM KIacCUPUIMPYeTCs KaK MasIblil Kpu-
TepUIL.

KnnHnyeckoe 3HauyeHue
ycoBepLIeHCTBOBaHHbIX
ANarHoOCTUYeCKNX Kpunutepues

OrcyrcrBre crienpUYecKux fMarHocTu-
YEeCKMX KpUTEPUEB ISl T€BOJJOMMHAHTHBIX Ba-
puanToB AKMII npuBeno K KIMHIYECKOI Hef0-
OlIeHKe I HeCBOE€BPEMEHHOMY JIe4eHMIO TTal[MeH-
TOB ¢ (PEHOTUIAMMN, OTINYHBIMI OT MICXOTHOI
AKIDXK, B TedeHue 4eTbIpex AECATUIETHUI C MO-
MeHTa OTKpbITHA 3aboneBanus. HepgaBHue uccre-
JOBaHNA [I0KA3a/IM, YTO OTpaHNYeHHAA YyBCTBHU-
tenbHOCTD Kputepues ITF 2010 roga, paspabo-
TaHHBIX TOJIBKO JI/Is1 UATHOCTUKY (PEeHOTUIA
AKIDX, o6ycnoBuia 3Ha4NTENbHYIO ZOTIIO IPO-
nyieHHbIX auarqo3os AKMII B 3aBucumocTtn
OT OTHOCHUTEIBHOI PacIpOCTpPaHEHHOCTH O1-
BEHTPUKY/IAPHBIX U IeBOSOMIHAHTHBIX BapyaH-
toB AKMII cpenu mcciefnyeMpIX KOropT. 9T0
cornacyercs ¢ ilanHbIMu 0 91 manuente B CIIIA
¢ AKMTII, acconnmposannoii ¢ DSP, 49 % c npe-
VIMYIIECTBEHHO JIEBOCTOPOHHUM q)eHOTI/IHOM
He cooTBeTcTBOBaMu kpurepusam ITF 2010 ropa,
BKJIIO4asi 25 % TeX, y KOro Hab/Iofjanach yCToit-
4YMBas XKeTyL0uKoBasA apUTMUA WU CepfiedHast
HeJoCTaToYHOCTh [7]. Bonee Toro, us 679 Hocu-
Teseit BapuaHTa p.Arglddel ¢ neBocTopoHHUM
AKMII, acconyuuposannoi ¢ PLN, 96 % uc-
XOIHO He cooTBeTcTBOBanu Kpurepuam ITF
2010 ropa [8].

Vimerommecs faHHble NOATBEPKJAIOT, 4YTO
9TOT COBPEMEHHBII ITOJIXOJ, MOXKET CYILIeCTBEH-
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Tabnuua 3. Pa3nuunble
TeHeTUYecKme

NPUYNHBI APUTMOTEH-
HOIl KapavoMuMonaTAn

Apyrune (B0O3MOXHble)
deHOTUNNYECKME NPOABNEHNA

[eHeTnYecKkne NpuYnHbI

PKP2 — nnakodunun C AKIMK

Stnonorus TeHbl DeHOTMNNYECKUI BapUaHT

DSP — pecmonnakuH

ApuTMOreHHas

EnBa 3ameTHble OTKITIOHEHUSA

KapanommonaTtuAa 1eBoro B COCTOAHUN BOJTIOC U KOXK

enygouka (AKJTXK) —
BuseHTpuKynapHasa
apuUTMOreHHas
NedekTbl Kapavomuonatus
[eCMOCOMHbIX (BAKMI) — AKITX
reHOB DSC2 - pecMoKonnmH 2 AKJTX - BAKMIN
DSG2 - pecmorneunH 2 AKJTX - BAKMIN
CepoeyHO-KOXHble CUHOPOMbI
JUP - nnakorno6uH (peueccrBHbii)  AKJTXK — AKITK AHOMaNN BOJTOC N KOXW
(6onesHb Hakcoca)
DSP — pecmonnakuH (peueccmsHbi)  AKJITXK AHOMaNNM BONOC N KOXW
(6onesHb Kapsaxans)
JedekTbl TMEM43 (TpaHCMeMOpaHHbIi AKITXK Bbicokuit puck BCCy MyxunH
HeeCMOCOMHbIX  6enok 43 - luma)
reHos PLN (bocdonambaH) AKJTX — BAKMIN - AKX
(renokonuu) FLNC (drnamun C) AKITK - BAKMI CkeneTHas MuopubpunnapHas
MuonaTuma
DES (necmuH) AKJIK - BAKMTI MuodrbpunnapHaa mvonaTs ckeneta.
HapylieHna nposogsLLen cuctembl
LMNA (namuH A/C) AKJTXK - BAKMIN CKeneTHO-MblWeYHasa anctpodus.
[ncdyHKUMA CMHYCOBOrO y3a
1 HapyLLIEHUA NPOBOAALLEN CUCTEMbI
TGFB3 (TpaHchopmupytowmin AKIMK
dakTop pocTa-3)
CTNNA3 (anbda-T-KaTeHMH) AKMXK
CDH?2 (kaprepuH-2) AKIMTXK
SCN5A (epvHnua anbda-Hatprieoro  AKIMK — AKITK
KaHana)
HelipomvblweyHole 3a601e8aHus
MAJ - mblweyHas guctpodus AKJITK
[oweHHa
MblweyuHas guctpodusa bekkepa  AKITXK
DMPK - mroToHuYeckas auctpoous  AKJTK JnchyHKUMA CHYCOBOTO y3n1a n/unu

unu cuHppom LlitariHepra

HapyLeHua AB-npoBogumocT

HereHeTnyeckune npuunHbl (eHokonum)

BocnanutenbHble  [MofocTpbit AV NOAOCTPbIN/

MapasutapHble

XPOHUYECKHI BUPYCHBI MUOKapPAUT

Capkonpos cepaua (XpoHUYecKunin
rpaHynemMaTo3Hbl MMOKapAmWT)

AYTOVMMMYHHbIe MyNbTUCUCTEMHbIE
3aboneBaHuA (CMCTEMHas KpacHas
BOJSIYaHKa; MONMMMNO3nNT/
[epMaTOMMNO3UT; CUCTEMHbIN
CKNnepos)

bonesHb Yaraca

AKITXK

AKJTXK — BAKMI - AKIMX  MonnopraHHoe nopaeHue.
HapyweHwnsa npoBogmmocTy (61okapa
BeTBel nyyka lvica, budacumkynapHas
6nokaga n AB-6nokana)
MonnopraHHoe nopaxeHue.
HapyleHna npoBoanMocTu.
Backynutbl

AKITK

AKJTXK — BAKMIT — AKX

NHdeKL N
HewnsgecTHasA Mpanonatuyeckas AKIMTX - BAKMIT - AKITXK
npuyYnHa
Etiology Genes Phenotypicvariant(s)  Other (possible) phenotypic features Table 3.
CanEiiE CavEEs Different causes
Desmosomal PKP2 - Plakophilin C ARVC of Arrhythmogenic
gene defects DSP — Desmoplakin ALVC-BIV-ARVC Subtle hair and skin abnormalities (ardiomy()pathy
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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End of table 3

Etiology

Genes Phenotypic variant(s)

Non-desmosomal TMEM43 (Transmembrane ARVC

gene defects
(genocopies)

protein 43 - luma)

PLN (Phospholamban) ALVC-BIV-ARVC

FLNC (Filamin C) ALVC-BIV
DES (Desmin) ALVC-BIV
LMNA (Lamin A/C) ALVC-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

ALVC-BIV-ARVC 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 MOB/IMATH HA TOYHOCTb AMATHOCTUKM U TIO-
3BOJIsSIET BCECTOPOHHE UIeHTUUIMPOBATD (e-
HoTunm4eckne pasHopupgHoct AKMII, rnas-
HbIM 06pasoM ¢ momoirbio MPT ceppua ¢ OKY.
KnmHndaeckoe Bo3zelicTBIe OOHOB/ICHHBIX IMAT-
HOCTMYECKMX PeKOMeH/IallMil, BK/II04Yasl KpuTe-
pyn auarHoctuku ¢enorumna JDK, 66110 oneHe-
HO ITyTeM CIIeLVIaJIbHOTO IIPMMeHeHN A IIpenbIy-
et cucteMsl onieHkM «Ilafiyanckme xpurepum»
2020 ropa k 112 manuueHTaM, AMarHOCTUPOBAH-
HbIM B YHuUBepcurere Ilagyn B mepuog ¢ 2015
o 2019 rog, ¢ ucionb3osanueM Kputepues ITF
2010 roga [9]. Bce manyeHThI COOTBETCTBOBAIN
Kputepusam okondarenpuoit (N = 87), morpa-
uuanoit (N = 15) u Bosmoxknoi (N = 9) AKIDK.
VI3 87 manneHTOB, Y KOTOPBIX paHee ObITT fuar-
HoctuposaHa AKIDK, 51 Take cOOTBETCTBO-
Bam HOBBIM kputepusam JIK, moppodyrkuno-
Ha/IbHBIM VIIM CTPYKTYPHBIM, U ObIIN Iepe-
KJIacCUUIVIPOBAHBI KaK OMBEHTPUKYIISIPHBILIA
BapuaHT AKMIL J3 15 nanueHToB, y KOTOPBIX
paHee OB AMATHOCTUPOBAH MOTPAHMYHBIN
AKIIX, 5 6p11n nepextaccuuIiMpoBaHbl Kak
AKIDK, I0CKONIbKY OHY COOTBETCTBOBA/IN KpU-
Tepuio Hamm4ne Gpubposa mroxappa I1K, a 6 -
Kak 6uBeHTpuKynsapHass AKMII us-3a npu-
3HaKoB ¢pubposa JDK. V3 9 marueHTOB, y KOTO-
PBIX paHee GBI AMarHOCTUPOBAH BO3MOXKHBII

AKIDX Ha ocHOBaHMM OOHAPY>KEHNsI IATOTE€H-
HOTO BapuaHTa JeCMOCOMHOTO reHa (4 DSP,
3 FLNCu 2 DSG) npu otcyTcTBuu MOPHOPyHK-
LMOHAIbHBIX U/U/M CTPYKTYPHBIX aHOMAaINIA
ITK, 7 611 nepexnaccupuIMpoBaHbl KaK JIe-
BogoMyHaHTHbIT AKMII, nockonbKy oHM cOOT-
BETCTBOBA/IN CTPYKTYPHBIM KPUTEPUAM BOBJIE-
yenus JIK (LGE JIJK). bonee toro, Bospacra-
I01jasl IIEHHOCTD JJMAarHOCTUYECKUX KPUTEPUEB
6bIJIa IOC/IeIOBATEIbHO MOATBEPKAECHA CPefy
HocuTenel BapuaHToB B reHax DSP, PNL u FLNC,
KOTOpbI€ ABIAKTCA IIPU3HAHHBIMU I'€HAMMU,
BBI3BbIBAIOIIVMMIY JIEBOJOMMHAHTHbIE BAPMAHTBL
B o6 bepuHerHOM aHamm3e nanuentoB ¢ AKMII,
cBasaHHbIM ¢ FLNC, 6oree 4eM B IOJIOBUHE
cIy4aeB ObUI AMAaTHOCTMPOBAH JIEBOJOMVHAHT-
Hblit AKMII B cOOTBETCTBUM C «KPUTEPUAMU
IMagyn», 10 CpaBHEHMIO C MEHbIIMHCTBOM,
ynosnersopsoomuM Kputepuam I'TF 2010 ropa.
W3 72 npobanpnos ¢ AKMII, acconmnpoBaHHO
¢ DSP, 4ucrno narjyeHToB, KOTOPBIM ObUT IIOCTAB-
JIeH oKoH4aTenbHbI quarno3 AKMII ¢ mncmonb-
3oBaHMeM I[lapyaHckux KpuTepues, 10 CpaBHe-
Huto ¢ kputepusamu I'TF 2010 ropa yBenmn4amnnioch
Ha 35 %. OTu [laHHbIE NT03BOIAIOT IIPEJIIOTI0-
KUTb, YTO JIy4IIasi XapaKTepUCTUKa GpeHoTu-
na 3abo0jeBaHus, Befylias K CylL[eCTBEHHOMY

MOBBINIEHNI0 TOYHOCTH guarHoctuku AKMII,
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MOXXeT OBITh aHAaJIOTMYHBIM 00Pa30M IOy de-
Ha € UCIIO/Ib30OBaHMEM IIPEIOKEHHDBIX HOBBIX
kputepues EBponerickoit pabodeil Ipymsl, KO-
TOpBIe IPEeCTAB/IAIT COO0II YCOBEPIIIEHCTBOBA-
Hue npenbiaymux [Tagyanckux kpurepues [4].

[/ meMOHCTpaI UM OIIBITA IIPUMEHEHUA
00HOBIEHHBIX KpuTepues auarnoctTuku AKMII
[peJicTaB/IsieM KIMHIYeCKe HabTIofieH s pas-
MYHBIX (HeHOTUIoB 3ab0eBaHsI, HabMoae-
mbix B PHIIIT «Kapauonorusi».

Knuunyeckoe nHabnomenne 1. [Tamnment-
Ka . - 21-n1eTHAA KeHIMHA, HAPYLIEHNA PUTMa
ceprlia U MPeCUHKOIIe OeCIIOKOUIN C AeTCKMUX
net. B Bo3pacre 21 roga y4acTUINCD IPUCTYIIbI
ceppLieOMeHNIt M CUHKOIIA/IbHbIE COCTOSHUA.
ITpu cyrounom mouutopuposannu (CM) SKT
PErMCTpUpOBaNach MpaBOXKeTyOYKOBas 9KTO-
s (16000 JK9C/24 gaca, rpynnossie JKIC,

anusonbl Heycroitunoit KT, ycroirunsas mMo-
Homopduas JKT). Ha OKT BbIssBIeHBI aHOMA-
MU Je- U perojiApusanyn: nHsepcus syoua T
B IIPaBbIX IPEKOPAMAIbHBIX OTBEeHNAX V1-V2;
3aJlep>KKa TePMIHAILHOM aKTYBHOCTY KOMII/IEK-
ca QRS B npaBbIX NpeKopAMAIbHBIX OTBefe-
Husx (puc. 1). IIpn 9xoKT npusHakos pguma-
TagMy U cuctonmyeckoil auchynknun IDK
He obHapykeHo. ITo ganubsiM MPT cepaua 06-
Hapy>X€HbI JTOKa/IbHbI€ 30HbI aKMMHE3A U T'UIIO-
KIHe3a HIDKHel! 1 60KoBoII cTeHoK crenku IDK,

MUKpPOaHEeBpU3MaTI9eCKOe BBIIIAYMBaHE CBO-
6opguoit crenku IIDK (1 maneiit kpurepui
nna IDK); ymepennas punaranus (uKIO TDK
138 mn/M?) u cuctonudeckas KUCHYHKIMA
IDK - ®B ITK 39 % (1 6onbiioit Kputepuii);
OTCYTCTBME 30H OTCPOYEHHOTO KOHTPACTUPO-
Banus DK (puc. 2). YunrsiBas fanusie MPT

PucyHok 2. MPT ceppua nauuenta I. A. KuHo-u3o6paxeHue cepaua B YeTbipéxkaMepHOi NpOeKLMi B KOHEYHO-ANACTONNYECKYIo
dazy: pacwupenue nonoctu MK (aBycTropoHHAA 6enas cTpenka). b. [locnegoBatenbHOCTb € OTCPOUEHHBIM KOHTPACTHBIM YCUNeHneM
B YeTbIpEXKaMepHOIi MPOEKLMI B KOHEYHO-AMACTONNYECKYI0 da3y: OTCYTCTBIE GUOPO3HO-KUPOBLIX M3MeHeHNii Mrokapaa /K

n ITX. B. Kuno-n306paxkeHue cepaua B npoeKLymi N0 KOPOTKO 0CM B KOHEUHO-CUCTONNYECKYIO Ga3y: MUKpOaHeBpU3MaTMyecKue

BbINAYNBAHNA (B0OOAHOI cTeHKM K (6enble ronoBKm 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)
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PucyHok 1.

JKI-12 naumenrar.
WHBepcua 3ybua T
B NpaBbIX
npeKopANanbHbIX
otBeaeHuax V1-V2
(cunme cTpenkm).
Yka3aHa 3afiepxka
TepMUHaNbHOI
akTusaumm (55 mc)
komnnekca QRS

B MpaBbiX
NpeKopANanbHbIX
otBegeHuax (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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PucyHok 3.

JKI-12 naumenTa P.
PucyHok A. IHBepcus
3y6ua T B oTBEAEHMAX
V1-V6 (uépHble
CTPenKu); 0BMHOYHbIE
M3Cno tuny MBJIHNT
(KpacHble snauncbl).
PucyHok b. Yka3aHa
3a/1epXKa TepMIHANbHOI
akTuBaLuu (60 mc)
komnekca QRS

B MpaBbiX
npeKopANanbHbIX
oteeaeHuax (V1-V3)

Figure 3.

ECG-12 of patientR.
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)

10l 50 v, 050, 035
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ceppua (1 6onbIIol KpuTepuit n 1 Mamblit Kpu-
tepuit gyist IDK), Hanmmdane aprtmMmdeckoro Kom-
noHeHTa (1 6onbInoit Kpurepuit as I1K), aHo-
Masuit perosipusanuu (1 60IbILION KpUTepuit
w1 IDK), anomanmit genonsipusariyu (1 Mablit
kputepuit s I1DK) nanuenTy 6s1 ycTaHOB-
JIeH 1MarHO3 IPaBOJJOMMHAHTHOIO BapyaHTa
AKMIL ITpy reHOTUNIPOBAaHNM BbIAB/IEHA 3a-
MmeHa ¢.1951C>T (p.Arg651Cys) B rene PKP2,
acconnuposaHHas ¢ AKITK.

PucyHok 4. MPT ceppua naumeHTa P. [1306paxeHusa cepaua B ueTbipéxkamepHoii
npoekuyn (puc. A) 1 N0 KOPOTKOI 0CM Ha YPOBHE OCHOBAHMA, CPELHIX U BEPXYLUEYHDBIX
otaenos JIX (puc. b-T) B KoneuHo-guacTonuueckyo dasy, cepun OKY. Oubpo3 muokapaa
00K0BO 11 HiKHe cTeHoK [T (6enble ronoBKM CTPeNOK), LUPKYAAPHbIIA
cybanukapamnanbHblit pubpo3s miuokapaa 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 gBaXkp! (ssHBapb 1 Mait 2023 1.)
IPOBeNNU NPOLeAYPY CYO3HAOKApANANILHOI pa-
nuavactoTHO abmanyy (PHYA) >KemyRoIKoBbIX
aKronuii B BeixopHoM TpakTte IIDK. Ilpu Bbimo-
HEHUM NalMEeHTKe S3HINO0KapAMaTbHOTO 3/IEeKT-
POdM3NOIOrYeCcKOTo UCC/IeJOBAHNU S BbIsBIICH
ncrounnk JKOC B HIKHe-00k0BoI cTeHke [DK,
Ha oHe TUTpALMK afipeHaIHa UHAYIMPOBa-
much ycroitunsble JKT Tpex pasnumyHbIX MOp-
(hormormit 13 pasHbIX 30H IepefHe-60KOBOI CTEH-
K1 BbIHOCsAIIero tpakTa IIDK. JIBakmpl BbInon-
Hena PUA apurmoreHHoro cybcrpara. B cBsisn
¢ BpicoKMM puckoM BCC manmeHTKe Takke
6bl/1a IpOBefieHa YHLOKAPAAIbHASI MMIIIaH-
TAI OGHOKAMEPHOTO KapauoBepTepa-feduo-
punnstopa (MKJI) u Ha3HaueHO Me[jMKaMeH-
TO3HOe ntedeHne (cotakop 80 Mr 1o % Tab. pasa
B CyTKM C NOC/IEAYIOUMM TUTPOBAHMEM JIO3bI
0 MaKCMMAJIbHO [IePeHOCUMOIL).

Kmunandeckoe nabmrogenne 2 Iannent P. —
my>xxunHa 33 net nocrynun B PHIIL «Kapauo-
JIOTHSI» C JUATHO30M «UIMOIIATUIEeCKasl YacTast
JK3IC, neycroitunsble napokcusmbl JKT ¢ pe-
LUAVBUPYIOWIVMHI IPECYHKOIIAJIBHBIMM COCTOS -
HuaMu». Ha OKI-12 BbIABIeHBI XapaKTepHbIe
AaHOMA/NIUM [eNonApusalumM U pernoaspusa-
1uu (puc. 3).

ITpu CM 9KI 3aperucTpupoBaHbl JacTble
JK9C. Ha 9x0oKI BoisiBIeHa guiaTalis 1 CUCTO-
nmaeckas puchynkuus JDK. ITo gpanubiv MPT
cepaua (puc. 4) ompeyensaeTcsi yMepeHHOe pac-
IV peHMe TOIOCTY Y CUCTONMNYeCcKas AUChyHK-
yus JDK ¢ HapymeHueM 10KaIbHOM COKpATH-
MOCTM MMOKapfja B BIfieé MHOTOYMC/IEHHBIX 30H
runokuHesa (11/16 cermenrtos JIJK), a Takke
CHIDKEHIEe TT00aTbHOI CUCTOTNYECKOI PyHK-
MM ¥ HapylLIeHMe JIOKaTbHO COKPAaTUMOCTH
muokappa IIDK B Buze 30H akuHe3a ¥ IUIIOKU-
He3a HIDKHeIT 11 60KOBOIT CTeHOK 6e3 paciimpe-
Hus nonoctu. IIpu OKY onpenensercs Tpanc-
MYpasbHbIT GUOPO3 MIMOKapHAa, IPUHOCSIIETO
U BBIHOCSIIIETO TPAaKTOB, HIDKHel creHku 11K,
a Taxoke 1UQQy3HBIT [UPKYIAPHBII Cy6amu-
KappnanpHbii ¢pubpos muokappa JDK.

HEOTJIOXKHAA KAPAUOJNIOTUA U KAPANOBACKYJIAPHDBIE PUCKU B Tom 8 N°1 2024 .
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YunursiBas ganusie MPT ceppua (2 60mb-
winx Kputepus aast [DK, 1 60/b110ii 1 2 Manbix
kputepus g JDK), Hanmdne apuTMmIecKoro
koMroHeHTa (1 6onbioit kpurepuit gua DK,
1 majsrit kpurtepuii s JIDK), anomanmit pero-
naspusanun (1 6ompmoint kpurtepuit gas [1K
u 1 manbiit kpurepnit g JIXK), anomanuii fe-
nonsgpusanuu (1 manerit kputepuit g IDK)
HaLMeHTy ObUI yCTAaHOBJIEH IUarHO3 OMBEHTPU-
KynapHoro BapuanTa AKMIL

IIpy BbINIO/THEHNM TTALIUEHTY SH/IOKapAUaIb-
HOTO 37IeKTPOQU3NOIOTNIECKOTO NCCIef[0Ba-
HuA BoiABIeHa JKOC IBYX pasIMYHBIX MOp-
¢dosornit, mpu4éM JOMUHUPYIOLIEN AB/IANACH
JK3C B obmacTu 3amHe-6a3anbpHoi crenku JIDK.
Boimonnena PYA apurmorenHoro cybcrpara.
B cBsasu ¢ Bricokum puckom BCC manuenty
TaK>Xe ObI/Ia TPOBe/ieHa dH/JOKAPANANTbHAS UM-
mraHTanuA ogHokamepHoro VK] n HasHave-
HO Me[[MKaMeHTO3HOe jledeHe (MeTOIPOIoa
CYKIIMHAT 0 25 MT 2 pas3a B CYyTKM).

IIpu reneTn4ecKoM TeCTMPOBAHUM Y Ma-
I[VIeHTa BbIABJICH HOBLIJ BEPOATHO MaTOT€HHDIN
BapMaHT MYTalUUI B BUJIE Je/IEeLN c.3494delA
B TeTepO3UTOTHOM COCTOAHMU B 23 5K30HE re-
Ha DSP, npuBonAmMii K CABUTY PAMKU CUUTDI-
BaHUA 11 GOPMUPOBAHMIO IPEX/IeBPEeMEHHOTO
cron-kogoHa p.Lys1165Argfs*10. Takum obpa-
30M, AMarHo3 OMBEHTPUKYISAPHOTO PeHOTHIA
AKMII BepudunuposaH reHetndeckn (60mb-
IOV KpUTEPMIL).

KnuHnyeckoe HabnogeHve 3

[Manuent U. — 32-neTHel My>X4nHa, Ha MO-
MeHT rOCHMTaNM3aLNy KIMHNYeCKas KapTIHa
6ba pencrasnena cumnromamu XCH OK 111
no NYHA. /3 anamMHe3a U3BECTHO, YTO B BO3-
pacre 27 neT emy 6bl1 umitantuposan VK]
II0 TIOBOAY PeLMAVBUPYIOIMX CHHKONAIbHBIX
cocrostunit u ceppuebuennit. Ha 9KTI-12 peru-

crpupoBany HuskosonbHylo IKI' B cTanpgap-
HBIX Y TPYAHBIX OTBEJEHVSIX U NHBEPCHIO 3Y0-
nos T B orBenenmsax V1-V6 (puc. 5). ITo gaHHBIM
MPT ceppia onpepeneHa BIpa>keHHaA AyIa-
ramus JIK u TDK (KOO JIXK 217 mn, KOO TDK
448 M) n cucronuyeckas AUCHyHKIUA 060MX
xenynodkos (OB JIXK 26 %, ©B ITK 10 %);
TPaHCMYPa/IbHOE HAKOIIIEHVIe KOHTPACTHOTO Be-
mecrBa B JDK 1 IDK (puc. 6). BBuay 4acTbix ro-
CIMUTAIU3ALUI [10 TIPUYUHE IPOrPECCUPOBAHMS
XCH, Tpebyroieit MHOTPOITHON MOAAEPXKKIL,
6bUIO Hp]/IHHTO pemeHI/Ie o HpOBe,[IeHI/H/I OpTO-
Tonuveckoit Tpancmiantanun ceppua (OTC).
ITauyeHT 6bI1 BHECEH B JIMCT OXKUIAHMSA, OFHAKO
yepes 1 Mecs1] IPOM30ILIeT TeTaTbHBII MICXOS.

PucyHok 5.

JKI-12 naumenTa U.
HuzkoamnautygHas
K. NHBepcua 3ybua
T B otBegeHuax 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, 306paxeHna cepaua B YeTbIpExkamepHoil npoeKLmn
B KOHeuHo-Auactonnyeckyto dasy (A — kuHo-u3obpaxenue; b — OKY). A. BoipaxeHHoe
pactumpeHue nonoctin MK (ToHkaa benasa crpenka), Tpom6 B nonoctu MK (6enbie ronoskm
CTpenok), BbInoT B NonocTh nepukapaa (benble 38e3g0ukn). b. TpancmypanbHblil gubpo3
muokapaa 6okoBoii creHku MK (6enble crpenkm), cybanukapamanbHbli Gubpos Muokapaa
60okoBoit ceHki JIK n M (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 reHOTUNIMPOBAHNUY Y TTaljeHTa OOHa-
Py>KeH TOMO3UTOTHbII BapuaHT B reHe DSC2
C JOIIOJTHUTE/IbHOI 3aMeHoIt B reHe DSP. Creny-
€T OTMETUTD, YTO MUCCeHC-3aMeHa P.Argl32Cys
B rere DSC2 Habromanach B rOMO3UTOTHOM CO-
crostHuM. ITOCKONBKY NaHHBIN BapMaHT OYEHDb
penkuii (4acTOTa MMHOPHOTO ajjieNisi paBHA
0,00004) n He 06HAPY>KEH B TOMO3UTOTE B OO/b-
HIMX HONY/IALMOHHBIX MCC/IEJOBAaHNUAX, a TAK)Ke
y 9TOrO MaljieHTa UMEIOTCA pyTrue pefKue ro-
MO3UTOTHBIE 3aMEHBbI, MOJKHO IIPEJIIOI0XKNUTD
ero poXKjeHue B OIM3KOPOACTBEHHOM Opake.
Kpome BapmaHnTa B reHe DSC2, y manueHTa
MMeJICS HOBBIM MUCCeHC-BapuaHT ¢.364G>T
(p.Aspl22Tyr, rs756013600) B reTepo3SUTOTHOM
cocrosiHuM B reHe DSP. [Juarnos 6UBeHTPUKY-
nsipuoit AKMII BeprduiimpoBaH reHeTIeCKIL.

HOunaramusa JDK KOO JIDK > 107 mn/m?)
u ero pucyukuusa (OB JIXK < 50 %) BoisBie-
Ha TOJIBKO y HOCKTeIel MyTauuii B renax DSP
n DSC2. Ilpu sTOM y manyeHTa ¢ FOMO3UTOT-
HOJI MyTanueii B rene DSC2 Habmofanacs eie
u pumaranus IDK KO ITDK > 123 mu/m?).
Iucdyrkums IDK (OB IDK < 45 %), uto cBupe-
TEJIbCTBYET O OMBEHTPUKYIAPHOM (peHOTHIIe
AKMIL. I1pu 6usentpuxynapuoit AKIDK mo-
pakeHBbI 00a >KemygodKa cepAla ¢ pa3BUTHEM
CUCTONMNYECKOI BUCHYHKIIUN U [UIaTallel
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