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PE3HOME

Beepenue. [IarHocTka apuTMOreHHOM KapavMOMMONATMM MPABOr0 XKenyaoyka
(AKITXX) npeacTasnser co60il TpYAHYt 3azady. HecmMoTps Ha nepecMOTPeHHbIE B
2010 roay kputepuu Lenesoi rpynnbl ITF 2010 y 60NbLUMHCTBA NALMEHTOB A0 CUX
Mnop BO3HWKAIOT CMOXHOCTM B YCTAHOBMEHMI 3TOr0 3a60/EBaHM.

Llenb. OueHMTb KMHUYECKYIO KapTUHY NALMEHTOB C NpeaBapuTeNbHbIM AUarHo-
30M «AKIXK» C aKLEHTOM Ha OKOHYaTembHbIN A1ArH03, KOTOPbINA BbIN YCTAHOBINEH
nocne yrnyéneHHoro o6cnenosanns B PHIL «Kapauonorusi» n reHeTU4eckoro
nccnenosanua B VHctutyte resetuku v uuronorun HAH benapycu.

Marepuan u metopbl. 06¢neoBaHo 28 naumneHToB (MyX4uH 53,6%, mMeanaHa
Bo3pacra 35 [24; 43] ner), HanpasneHHbix B PHIL «Kapawonorus» ¢ npeasapu-
TenbHbIM AuarHo3om AKIDK. KNMHUKO-MHCTPYMeHTanbHoe 06Cnef0BaHne BK0-
yano 9KI B 12 otBefeHusx (IKI'-12), cytouHoe moHuTopuposatue IKI (CM 3KT),
TPaHCTOpPaKanbHylo axokapauorpacuio (TT3) U MarHUTHO-PE30HAHCHYK0 TOMO-
rpadouto (MPT) cepaua ¢ 0TcpoyeHHbIM KOHTpacTHbIM ycunenuem (OKY). uarHos
AKITX ycTaHaBnmBancs B cooTBeTCTBIN C KpuTepuamu ITF 2010 r. n BblaeneHnem
CreayoLLMX KaTeropuii: JOCTOBEPHbIN, NOrpaHUYHbIA U BEPOSTHBIA AuarHo3. Mo-
UCK MyTaLWiA B KOAMPYHOLLMX NOCNEA0BATENBHOCTAX FEeHOB, aCCOLMMPOBAHHBIX C
pa3BUTUEM KapaMOMMONATHIA U HACNEACTBEHHBIX HAPYLLUEHWA PUTMA, MPOBOANUAM
METOZOM BbICOKOMPOU3BOAMTENLHOMO CekBeHMpoBaHns (NGS).

Pe3ynbtarbl. [Tpy 06¢cnef0BaHNM KOropTbl U3 28 NaLUNeHTOB C NpeABapUTeNbHbIM
anarHozom AKIDK tonbko y 7 (20%) naumeHToB 6bina AUarHOCTUPOBaHA AOCTO-

BepHas AKIMXK cornacHo kputepuam ITF 2010 r. v noATBEpXKAEHA NPY FTEHOTUNNPO-
BaHWUM (BapuaHTbl B reHax PKP2, DSG y 5 nauneHToB, BapuaHT B HELECMOCOMHOM
reHe TMEMA43 y 1 naumenTa u 3ameHbl B reHax ILK v RBM20 y 1 naumenTa). V 8
(28,6%) naumenToB ycTaHosneHa norpaHudHan AKX, ay 4 (14,3%) — BeposiTHas
AKIDK. Y 9 (32,1%) naumeHToB guarHo3 AKIK 6b11 UCK04YEH 13-3a OLUMBOYHON
uHTepnpetaunn MPT cepaua. pu reHOTUNMPOBAHUM He BbISIBNIEHbI BapUaHThI B
reHax, accoummupoBanHble ¢ AKIDK B rpynnax nauneHToB ¢ NOrpaHWUyHoIA 1 Be-
posTHoi AKITXK, a Takxe B rpynne ¢ UCKMOYeHHbIM AnarHo3om AKIMK. B obuien
CNOXHOCTH, 7 (25%) naumneHTam 6bi1 umnnaHTuposad VK, u3 atux cnyyaes 6
MPU3HaHbI LIENnecoobpasHbiMu, y 1 NauMeHTa ¢ HenoATBEPXAEHHbIM AUarHO30M
AKITX - HeLienecoo6pasHbim.

Bbisogbl. Owmn604HbIA AnarHo3 AKIDK yctaHoBneH y 32,1% naumeHToB ¢ nofo-
3peHneM Ha AKIDK. J1oXHble NOA03PEHMA Yalle BCEro Obinu Bbi3BaHbl HeMpa-
BUNbHOW WHTEpnpeTauuenn pesynstatos MPT cepgua, CBSI3aHHbIX C HEBEPHOM
OLIEHKOIA PEernoHanbHOro AMCKMHE3a/aknHesa CTEeHOK npaBoro xenynoyka (MK)
113-3a HaNN4Ns Taknx )akTopoB, Kak nepukapananbHas NepeTskka, AMBEPTUKYN
cTeHKM MK, BOPOHKOOOPa3Has rpynHas Knetka, paciumpenue MKy cnopTcmeHoB
WNN YacTas apUTMKS, BbI3bIBAKOLLIAsA apTedhakTbl. [€HOTUMMPOBAHME NO3BONAET
CBOEBPEMEHHO BepUMLIMPOBATL A0CTOBEPHBIN AnarHo3 AKITK B aaHHON Korop-
T€ NaLUEHTOB.

KntoyeBble coBa: apuTMOreHHas KapauMoMUonaTysi PaBoro Xemynoyka; KpUTepUu ANarHoCTUKI; MarHUTHO-Pe30HaHCHast TOMOTpachust; BbICOKONPOM3BOANTENbHOE

CEKBEHMPOBAHWE; AMArHOCTUYECKIE OLLIMOKM

Bknap aBTOpOB. Bce aBTOPLI COOTBETCTBYHOT kpuTepuam asTopctea ICMJE, npu-
HUManu y4actue B NOArOTOBKE CTaTbu, HA6Ope Matepuana u ero 06padoTke. As-
Topckuil Bknag (no cucteme Credit): Komuccaposa C.M. — koHuenTyanusauns, me-
TOZONOMNS, NPOBELEHUE UCCNEL0BaHNS, PECYPCHI, AAMUHUCTPUPOBAHUE [AHHbIX,
CO3[jaHNe YepHOBMKA PYKOMWUCH, PYKOBOACTBO WCCEAOBAHWEM, afMUHUCTPUPO-
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CO3[jaHKe YepPHOBUKA PYKONUCK, NPoBeeHue uccneosaqns; Ecoumosa A.A. — npo-
BEZIEHVE UCCNEA0BaHIS, CO3aHNe YEPHOBMKA PYKOMUCH, BUSYann3auus.
KoHthnukT uHTepecos. ABTOpbI 3aABASKOT 06 OTCYTCTBUM KOHCHNNKTA UHTEPECOB.
(CTaTbst NPOLLNA NPUHSATYIO B XKYPHANE NpOLELYpY PeLieH3npoBaHns.
Mpo3payHocTb PMHAHCOBO AEATENLHOCTHU. HUKTO 13 aBTOPOB HE UMEET (OUHAHCO-
BOV 3aMHTEPECOBAHHOCTM B NPEACTABEHHBIX MaTepUanax uin MeToaax.
Wnchopmaums n cobniogeHue aTUHECKUX HOPM. LlccrnejoBaHIe BbIMOSHEHO B COOT-
BETCTBMI C NPUHLMNAMK XenbCUHCKOIA aeknapauum. OT KKA0ro naumeHTa nosay-
YeHO MHPOPMMPOBAHHOE COrNacue Ha NpoBeaeHNe NCCNesoBaHus.
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SUMMARY

Introduction. The diagnosis of arrhythmogenic right ventricular cardiomyopathy
(ARVC) remains a challenging task. Despite the revised 2010 criteria of the ITF
Task Force, most patients still face difficulties in establishing this diagnosis.
Objective. To assess the clinical and genetic characteristics of patients with a
preliminary diagnosis of “ARVC,” with a focus on the final diagnosis established
after re-evaluation at the Republican Scientific and Practical Center of Cardiology
(RSPC “Cardiology”).

Material and methods. Twenty-eight patients (53.6% male, median age 35 [24;
43] years) with a preliminary diagnosis of ARVC referred to the RSPC “Cardiology”
were examined. The clinical and instrumental evaluation included 12-lead ECG,
24-hour Holter monitoring, transthoracic echocardiography (TTE), and cardiac
magnetic resonance imaging (MRI) with late gadolinium enhancement (LGE). The
ARVC diagnosis was based on the 2010 ITF criteria and classified into definite,
borderline, and possible categories. Genetic testing for mutations in genes
associated with cardiomyopathies and inherited rhythm disorders was performed
using next-generation sequencing (NGS).

Results. Among the 28 patients with a preliminary diagnosis of ARVC, only 7

(25%) were diagnosed with definite ARVC according to the 2010 ITF criteria and
confirmed by genotyping (mutations in the PKP2 and DSG genes in 5 patients,
mutation in the non-desmosomal TMEM43 gene in 1 patient, and mutations
in ILK and RBM20 genes in 1 patient). Eight (28.6%) patients were diagnosed
with borderline ARVC, and 4 (14.3%) with possible ARVC. In 9 (32.1%) patients,
the diagnosis of ARVC was ruled out due to misinterpretation of cardiac MRI.
Genotyping revealed no ARVC-associated mutations in the borderline, possible,
or excluded groups. A total of 7 (25%) patients received an ICD; of these, 6 were
deemed appropriate, while 1 was considered inappropriate due to an unconfirmed
ARVC diagnosis.

Conclusions. A misdiagnosis of ARVC was found in 32.1% of patients suspected
of having the condition. The most common reason for false suspicion was
misinterpretation of cardiac MRI results, particularly regional dyskinesia/akinesia
of the right ventricular wall due to factors such as pericardial constriction, right
ventricular diverticulum, pectus excavatum, right ventricular enlargement in
athletes, or frequent arrhythmias causing artifacts. Genotyping proved helpful in
timely confirmation of the ARVC diagnosis in this patient cohort.

Keywords: arrhythmogenic right ventricular cardiomyopathy; diagnostic criteria; magnetic resonance imaging; next-generation sequencing; diagnostic errors
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TPYOHOCTYVI OVAMHOCTVIKVI APUTMOIEHHOW KAPOVIOMOMATVI
MPABOIO XKEJIYOOYKA

BBEJJEHVE

AputmoreHHas kapguomuonatua npasoro xenygoydka (AKMXK),
TaKXe Ha3blBaeMas NPaBOAOMUHAHTHAS, NpeacTaBnseT co60M Ha-
CneAcTBeHHOe 3a60NeBaHNe MUOKapAa, XapakTepuayoLleecs du-
OpO3HO-XMPOBbLIM 3aMmellieHneM npasoro xxenygodka (MXK), npo-
ABNAOLLEECH 3M10KA4ECTBEHHbIMM XEYL04KOBbIMU HAPYLIEHUAMM
putma. [uarHoctuka AKITK cnoxHa u TpebyeT KOMMMEKCHOro
noaxona, NOCKOMbKY HET ANArHOCTUYECKOr0 MeToAa, NPy NOMOLLIK
KOTOPOr0 MOXHO 6b1s10 6b1 OJHO3HAYHO NOATBEPAUTB NIMBO UCKITHO-
YWTb 3TOT ANArHO3.

[lnarHoctuyeckne kputepun AKIMK 6bin Bnepsble paspaboTa-
Hbl nog pykosogcteom McKenna WJ. 8 1994 roay [1] n Bkntoyanu
B Ce0S CTPYKTYPHbIE, FMCTONOrMYeCKI1e, apuTMUYECKIe U Hacnes-
CTBEHHble NPU3HAKK 3TOro 3a6osesaHns. OJHAKO 3TN KpUTEpUU He
o6brnaganu 4ocTaToO4HON YyBCTBUTENBHOCTBIO, A TAKXKE HE Y4UTbIBA-
N NOCNEAHNX AOCTUXEHWIA B 06/1aCTW BU3yanu3aLmnm u reHetuye-
CKol amarHoctukn. OHn noageprance nepecmotpy u B8 2010 roay
6binn ony6nukoBaHbl MoaunduumposarHble kputepumn ITF 2010
(MexayHapopHas uenesas rpynna nog pykosogctsom Marcus F.
n ap.) [2]. CornacHo pekomengaumuam ESC 2023 ropa no segeHuto
nauueHToB ¢ Kapanomuonatusamu B kputepun ITF 2010 6binn BBE-
JieHbl AOMNONHUTENbHbIE KONMYECTBEHHbIE NapaMeTpbl (06beM 1 C1-
cTonunyeckas qyHkums MXK, npoLeHT CoXpaHHbIX KapAMOMUOLMTOB
npu puBpO3HOM 3aMELLEHNUN), TOTHA KaK Hann4ne >XXUPOBOWA WH-
unbTpauun B muokapae MK ssnserca Heobs3aTenbHbIM, BBUAY
ero HegocTaTo4HoW cneuudmyHocty ans AKIMK. OaHako, Hecmo-
TPS Ha 3TV YCOBEPLUEHCTBOBAHHbIE KPUTEPUM, Y NALMEHTOB 4acTo
own604Ho amarHocTupyetcs AKITK, 4TO MOXET NMPUBECTU K He-
3(DEKTUBHOI TAKTUKE NIEYEHMS, HEHY)XXHBIM OrPaHUYeHUAM (hn3n-
4eCKOI HarpysKu 1 Ype3mepHoOMY Ncuxosiorndeckomy ctpeccy [3].

MaunerTsl ¢ AKX MOryT MMeTb COBEPLLEHHO Pa3Hble (PEeHOTU-
Nbl, OT 6ECCUMNTOMHOIO TEYEHUS 10 BHE3ANHOW OCTAHOBKW Cepa-
ua [4]. Kpome TOro, MHOrMe OTNNYUTENbHbIE 0COBEHHOCTU AKTDXK,
TaKne Kak aputMuyeckue cobbiTus, BHE3anHas cepieyHas CMepTb
(BCC), Hannyme hubposa MrokapLa HabNO[AOTCA W MPU ApYrux
Kapavmomuonatusx [5].

['eHeTNYeCKOE TECTUPOBAHME TAKXXE He BCEraa No3BonseT Bepu-
(buumposatb ofHo3Ha4HO AKIK [6]. HepmaBHsas nepeoueHka [o-
Ka3aTensCTB reHoB, BbidbiBawowwux AKIK, nposefeHHas [pynnoii
9KCMEepTOB MO FEeHHOMY KYPUPOBAHWIO PECYPCOB KMWHUYECKOrO
reHoma, nokasana, 410 Haubosnee BECKMe A0Ka3aTenbCTBa Npu-
YUHHOCTW 3a60/1EBAHNA CBA3aHbI C BapUAHTAMMW FE€HOB JEeCMOCOM
PKP2,DSP, DSG2, DSC2 n JUP, n HepecmocomHoro reHa TMEMA43,
C YMepeHHbIMI [J0Ka3aTeNbCTBAMU BapuUaHTbl HEJeCMOCOMHbIX re-
HoB PLN v DES [6].

OpHako, okono 40% nauneHtoB ¢ AKX He SBNAKOTCS HOCU-
TeNAMW U3BECTHOTO MPUYUHHOTO FEHETUYECKOro BapuaHTa, 1 Ans
AHaNorn4YHON OONN NaLMEeHTOB NPU M3BECTHOM FEHETUYECKOM Ba-
puaHTe, 3a60neBaHue NpoTekaeT 6eCCUMNTOMHO [7].

Llenb faHHOro MccnefoBaHMs — OLEHUTb KIMHUYECKYHO KapTuHY
NaLmMeHTOB ¢ npeaBapuTenbHbiM AnarHo3om «AKMXK» ¢ akLueHToM
Ha OKOHYaTeNibHblA AWarHo3, KOTOPbLIA Obll YCTaHOBJIEH MOCIe
yrny6nexHoro o6cenenosanus B PHIL «Kapguonorus» u reHetu-
4eCKOro MccnefoBaHus B VIHCTUTYTe reHeTuku u uutonorum HAH
benapycu.

MATEPWAN U METO/Ibl

[lBaauati BOCbMU NaLMeHTam, y KOTOPbIX NOJ03PeBanit AnarHo3
AKMIN (53,6% myx4uH, mefuana sospacra 35 [24; 43] ner), 66110
NPOBEEHO KIMHWUKO-UHCTPYMeHTanbHoe obcneposadne B PHIL
«Kapamonorus», BkntoyasLlee 3Kl B 12 oteeaeHusix (IKM-12) Ha
annaparHo-nporpaMmMHomM Komnnekce «MHTekapa-3» (Pecny6nuka
benapyce), cytouHoe moHuTopuposanue 3KI (CM 3KTI) Ha peru-
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ctparopax «Philips Zimed» (Asctpus) n «Oxford Medilog AR12»
(BenukobpuTaHus), TpaHCTOpakanbHyo axokapaunorpacdmio (TT3)
Ha annaparte |E-33 (Philips, CLLA) n MarHMTHO-pe30HaHCHY0 TOMO-
rpacomio (MPT) cepaua ¢ 0TCPOYEHHBIM KOHTPACTHBIM YCUSeHeM
(OKY) Ha Tomorpadpe «Magnetom Aera» 1,5 T (Siemens, lepma-
HUS) B COOTBETCTBUM C PEKOMEH0BaHHbIM O6LLECTBOM CEpAEYHO-
COCYLUCTOro MarHuTHOro pesoHanca (SCMR) 2020 r. npoTokonom
ans AKMI [8].

OnarHos «AKIMXK» ycTaHaBnuBanca B COOTBETCTBUWM C KpuTe-
pusmm, paspaboTaHHbIM Leneson rpynnoi ITF 2010 roga [2]. 9Ta
CUCTEMA OLEHOK COCTOUT U3 BOSbLUMX U MalblX KPUTEPUEB, pasge-
NEHHbIX Ha 6 KaTeropuit: 1) mopdonoruyeckne n yHKLMOHaNbHbIE
XKeNy04KOBbIE aHOMaNUK; 2) CTPYKTYPHbIE aHOManuu mMuokapaa
Ha OCHOBE [aHHbIX 0 TKAHEBOII XapakTepucTuke; 3) aenonapusaum-
OHHble 1 4) penonspu3aunoHHble uameHenns IKI; 5) xenyaouko-
Bble apUTMUW; 6) CeMeMHbI aHAMHE3/TeHETUYECKME JaHHbIe.

B cootsetcTeuu ¢ kputepuamu ITF 2010 rofa BOSMOXHbI Crie-
Jylowme rpagauum 0THOCUTENbHO BEPOATHOCTU avarHosa ALMK:
JOCTOBEPHbIN AnarHo3 npu 2 60MbLUNX KpUTEpUAX Um 1 60nbLLIOM
1 2 ManblX KpUTEPUs UnK 4 ManbIx KpUTepuax (M3 pasnmyHbiX Ka-
TEropwit); norpannyHbii guarHo3 npu 1 6onsbwom Kputepuu un 1
Manom unu 3 Manbix KpUTEPUsX U3 PasNuyHbIX KaTeropuin; BeposiT-
HbI gnarHo3 npu 1 60MbLLIOM KPUTEPUN UMK 2 MaNbIX KPUTEPUAX
(M3 pasnuyHbIX KaTeropun).

®nbpo3 Mmokapaa oueHnaanca Mmetogom OKY ¢ nomoLLbto fBYX-
MEpHbIX CErMeHTUPOBAHHbLIX MOCNE[0BATENbHOCTEA WHBEPCMS-
BOCCTaHOB/eHMe Yepe3 10 MUHYT Nocne BHYTPUBEHHOrO BBEAEHUS
KOHTPACTHOTO BewlecTBa (ragobytpon, 0,15 MMONb/KI Macchl Tena)
B 4-KaMepHOW, 2-KamMepHO, 3-KamMepHOM NpPOeKUWAX, NPOeKLMn
N0 KOPOTKOW OCW, 3-KamepHOW npoekuuu MK 1 nNpoekuun Bbl-
Hocswero TpakTa MK (BTIMXK). Cuctonnyeckas gucyHkuma MK
onpegensnachk Kak (opakuus Bbl6poca npasoro xenypouka (@B
MK) <45%.

OueHKa KMPOBOW MHGpMAbTpauuu nposogunace Ha T1-
B3BELLEHHbIX M306paXeHusax B nocnegosarensHocTn Turbo Spin
Echo (TSE), KMHO-1306paXeHUAX, NOCTKOHTPACTHbIX cepusx OKY,
a TaKkXXe C NOMOLLbHO HAaTUBHOMO T1-KapTMpPOBaHUS MUOKapAa.

MoateepxaeHne anarHosa AKIX no ganHbim MPT ocyuiect-
BNANOCh ABYMS HE3aBMCUMbIMK 3KcrepTami. OKOHYaTembHbIi
ANarHo3 6bin NOLTBEPXAEH KMMHWUYECKN BpaYamu-kapanonoramu
HaLLero LieHTpa.

Monck MyTaunin B KOAMPYHOLLMX NOCNEe0BaTeSIbHOCTAX FEHOB, ac-
COLMMNPOBAHHbIX C Pa3BUTUEM C CEPLEYHO-COCYAMCTOI naTonorum,
NPOBOAMNN METOLOM BbICOKOMNPOM3BOAUTENLHOIO CEKBEHVPOBAHMS
(NGS) ¢ ncnonbaoaHuem naHenu reHos TruSight Gardio Sequencing
Kit (lllumina, CLUA) n cexkseHaTtopa NextSeq550 (lllumina, GLLA).
VIHTepnpeTaumsa NaToreHHOCTY HOBbIX 1 PaHee OMUCAHHbIX FeHeTUYe-
CKMX BApWaHTOB OCYLLECTBNIANACL COrNMacHo pekomeHgauuam Ame-
PUKAHCKOI KOSIernn MeMLUHCKON reHeTUKM 1 reHoMukm (2015 1)
[9]. TeHoTMNMpPOBaHME 1 aHOHUMHASA Ny6MKaLuMs pesyrbTaToB Npo-
BeZleHbl C MMCbMEHHOr0 COrnacus nawmnexTa.

MpoBeaeHHOe nccnefoBaHue 006PEHO NOKANbHBIM 3TUYECKUM
komuteTom (MpoTokon Ne 9 3acepanus H3K ot 05.07.2022 r.).
Bcemu naumeHTamm MOANMCaHO NMUCbMEHHOE MHGYOPMUPOBAHHOE
[06pPOBONbHOE COrfacue Ha y4acTue B UCCIeA0BaHN.

CTaTUCTMYECKUIA aHaNU3

KonuyecTBeHHble MoKasaTenu WMCCnefoBaHUA NPeACcTaBeHbl
mennaHon n keaptunamu 8 suge Me [UQ; LQ]. KayecTBeHHble no-
KasaTenu npeAcTasrieHbl 4acToTaMu W npoLeHTamu B rpynne. Bee
pacyeTbl NPOBOAWUIUCH C UCMONb30BAHUEM MPUKIALHBIX NPOrPaMm
STATSOFT STATISTICA sepcus 12.0.



CHALLENGES IN THE DIAGNOSIS OF ARRHYTHMOGENIC
RIGHT VENTRICULAR CARDIOMYOPATHY

PE3YJIbTATbI

MaumeHTbl, BKNOYEHHbIE B UCCNEA0BaHMe, Bbinn pa3aeneHbl Ha 3
rpynmnbl 0THOCUTENbHO BEPOATHOCTM AnarHo3a AKITXK: 10CTOBEpHbIN
AMarHo3 6blN YCTAHOBMEH Y 7 NaLWEHTOB; NOTPaHUYHbIA ANarHo3 —y
8 nauneHTOB; BEPOATHbINA AMarHo3 — Yy 4 naumeHToB. YacToTa BCTpe-
4aemoCTI 60MbLUMX U ManblX KputepneB AKITXK cornacHo kputepu-
am ITF 2010 ropa npeacrasneHa B Tabnuue 1.

Mpwn OLEHKE CTPYKTYPHBIX U (PYHKLIMOHANBHbBIX 3MeHeHuid MK no
naHHeiM MPT cepgua 60/bLUIOA KpUTEPUIA YCTAHOBNEH Y 60MbLUMH-
CTBa naumeHTos (71,4%) ¢ noctosepHbIM anarHosom AKX, B 62,5%
Cy4aeB —y NaLMeHTOB € NOrPaHNYHbIM AUArHO30M, B 25% Clyyaes —
Yy MauMeHTOoB C BepoATHbIM auarHozom AKMI (taén. 1). U3 6onbLumx

IKI-kpuTepues Hanbonee 4acTo OTMEYANNUCH HAPYLLEHUS Penonsapu-
3auuu (oTpuuatensHble 3y6upl T B npasbIX rpyaHbIX 0TBEAEHUSX). Y
BCEX NauueHToB ¢ gocToBepHon AKITXK pernctpupoBsanut XXenyao4ko-
Bble apuTMuK, Haule XKT ¢ Tunu4Hoi Mopdonorueit (nonHas 6nokasa
neBomn HoXKN nyyka Muca (MBJTHIT) n BepxHeit ocbio). Konu4yectso
Xenyno4koBblx akcTpacucton (PKAC) 6onee 500 B CYTKM M Hann4me
HeycTon4nBoNM XKT HETUNUYHOM MOPCHONOrUK, YTO ABNSETCH MasbiM
kputepuem AKITXK, peructpuposanu y 37,5% nauneHToB ¢ NorpaHny-
HbIM 1 Yy 50% NauMeHTOB BEPOSTHLIM AUArHO30M.

Mpw reHoTMNMPOBaHWN Y 4 NALMEHTOB C JOCTOBEPHLIM ANArHO30M
AKITXK (Tabn. 2) BbisIBNEHO 4 BapuaHTa HyKNeOTUOHONM Mocnenosa-
TenbHOCTK V-V KNaccoB natoreHHoCTH cornacHo Kputepuam ACMG

Tabnuua 1. Yacrota BcTpeyaemocti 6onblumux M manbix kKputepueB AKMXK y naunentoB ¢ pasnuyHoi BEPOATHOCTbHD AMarHo3a [cO6GCTBEHHbIE

NaHHble]

Table 1. Frequency of major and minor ARVC criteria in patients with varying probability of diagnosis [own data]

Mpuanak HocToBepHbii anarHo3 [orpaHuyHbIA AMarHo3 BeposATHbIA AMarHos
Konnyectso naumeHTos, n (%) 7(25,0) 8 (28,6) 4 (14,3)
bonbLime kputepuun

MPT-kputepuin (MKOO MK >110 mn/m? y MyX4uH

=100 MRy gnguw Winnyt OB 1K <40%). n (%) 5(714) 6(79) 0(0)
OtpuuarensHble T B V1-V3, n (%) 7(100) 0(0) 0(0)
KT TunnyHoi mopchonoruu, n (%) 7 (100) 0(0) 0(0)
MatorexHas mytaums, n (%) 5(71,4) 0(0) 0(0)
Manble kputepum

MPT-kputepum (MKLO MK 100-109 Ma/M? y My>X4uH

] 90-98 Mn/pM2 y(m}éﬁmMH nunn ©B 40-45"):), % (%) Sl - (28] sl
KoHeyHas Yactb QRS >55 mc, n (%) 2 (28,6) 0(0) 0(0)
OtpuuarensHbinn T 8 V1-V2 uamn go V3 ¢ MBIMHM, n (%) 1(14,3) 3(37,5) 2 (50)
bonee 500 YKAC B cyTku unum XKT HeTUNU4HON Mopdponorum, n (%) 0(0) 3(37,9) 2 (50,0)
BCC nnu BepositHas AKIDK B cembe, n (%) 2 (28,6) 0(0) 0(0)

lMpumeyanne: ®B K — cbpakums Bbibpoca npasoro xenynoqka; nkL0 XK — nHAeKc KOHeYHO-ANACTONNYECKOro 00bEMA NPABOI0 XXeNyA04Ka,
KT -xenypoyxoas raxukapans, MPT — maruutHo-pe3orarcHas tomorpagms; [NBITHIT — nosHas 6:10ka4a npaBovi Hoxku ny4ka l'vea; XX9C -
XKeny[04KoBasi akctpacuctonmns, BCC — BHe3anHas cepaeyHas cmeptb,; AKITK — apuTmoreHHas Kapanomuonarusi npaBoro Xesy[oyxa.

Note: RVEF - right ventricular ejection fraction; RVEDV — right ventricular end-diastolic volume index; VT — ventricular tachycardia;, MRl — mag-
netic resonance imaging, CRBBB — complete right bundle branch block; PVC — ventricular extrasystole; SCD — sudden cardiac death; ARVC -

arrhythmogenic right ventricular cardiomyopathy.

Tabnuua 2. PesynbTatbl reHOTHNMPOBAHUS NALMEHTOB C JOCTOBEPHbIM anarHo3om AKIK [co6cTBEHHbIE AaHHbIE]
Table 2. Genotyping results of patients with a definite diagnosis of ARVC [own data]

Nen/n Kop nauuenta Tlen k30  Hykneotuphas 3ameHa/ Rs AmunHokucnotHas 3ameda  Knacc mytauuu MAF (gnomAD)
1 787 PKP2 6 T p.Asn464ThrisTer7 000
¢.971_972insT/ v
) " PKP2 3 AT 0.Ala325GlyfsTer11 0.00
¢.2504T>C I
PRP2 13 5775572104 plLausdPro 0.00001591
4 ¢.1057_1058del p.Leu353GlyfsTer33 3/ 80
3 810 PKP2 5 Ml
c.1951C>T p.Arg651Cys 0.0001273
5 0-52§;;8>§‘9 - 3/ 00001186
1$5532995 :
CoE o6z 15 C.2497T>A Pheg33lle b
1$764461485 p- 0.000005576
¢.1073C>T v
5 9% TMEM43 12 63750743 p-SerdosLeu 0.000001239
C.A57T>A I
o ILK 3 5200336608 p.Leu53Met 0.0002490
C.2357A>G l
FEINED |2 15561904103 p-AspT8GGlY 0.00004318
7 780 — - - - -

[pnumeyanne:* — HOBble, paHee He onucaHHbie mytaymn, MAF (gnomAD) — yacToTa MuHOPHOW ansesnn B 6ase JaHHbIx gnomAD
Note: * — new, previously undescribed mutations; MAF (gnomAD) — minor allele frequency in the gnomAD database
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TPYOHOCTYVI OVAMHOCTVIKVI APUTMOIEHHOW KAPOVIOMOMATVI
MPABOIO XKEJIYOOYKA

(2015) B 2 necMocoMHbIX reHax PKP2 n DSG2, accounmpoBaHHbIX ¢
AKIDK. Y 3 13 3TUX NauneHToB 06HAPYXeHbI JONOSNHUTENbHbIE Ba-
PUaHTBI C HeonpedeneHHoi sHayumocTbio (VUS, Il knacc) B 0gHo-
UMeHHbIX reHax (Ne 781, 810, 736). Y naumeHTkn Ne 935 natoreHHbIi
BapMaHT HaXxoAmMmcs B HeleCMOCOMHOM reHe TMEMA43. 'Y 22-netHeit
naumeHTku Ne 986 HaiipeHsl 2 VUS B reHax ILK v RBM20, accouumnpo-
BaHHbIX NPEUMYLLECTBEHHO C Apyrumu Kapanomuonatuamu (KMIT).

KNWHUKO-reHeTUYeCcKas XapakTepueTIKa naLmeHToB ¢ 40CTOBEp-
HbIM anarHo3om AKITXK npencrasneHa B Tabnuue 3.

MeganaHa Bo3pacta Ha MOMEHT MaHudhecTaumm 3a6onesaHna y
FEHOTMNUPOBAHHBIX NALMEHTOB C LOCTOBEPHbIM AnarHo3om AKITK
coctasuna 28,0 [22,0; 50,5] net. PacnpegeneHne no nony npu-
6nvxanock K 1:1. Y 2-x nauneHToB yCTaHOBIEHA CeMeiHas hopma
3a60neBaHus. Y BCex NaLUWeHTOB PerncTpupoBanach HeycTon4mBas
n yctonymeas XXT TunuyHoin popmbl. AHomanuu 3KI (oTpuuarens-
Hble 3y6Lbl T B MpaBbIX NpeKopAnabHbIX 0TBeAeHnsx V1-V3) perun-
CTPUPOBANMCH Y BCE NALMNEHTOB HE3ABMCUMO OT reHOTUNA.

Mo paHHbIM MPT cepaua megmaHa ®B MK coctasuna 44,0 [38,5;
47,0]%, cuctonnyeckas guccynkuna MK ycraHosnenay 4 (57,1%)
nauuenTos. [unatauus MX sbissnenay 4 (57,1%) nauueHTos, me-
avana nK[o0 MX cocrasuna 99,0 [89,0; 121,5] mn/m2.

Mo paHHbIM MPT cepaua permoHanbHbli AMCKUHES Bbi BbIABIIEH Y
BCex nauueHToB. [unarauus MK (MHBEKC KOHeYHO-AMacToNn4ecko-
ro o6bEma (MKLO0) >110 mn/m2 y my>xHuH 1 >100 MA/M? Y XKEHLLWH)
n aucdyHkuma MK (OB MK <40%) BbisiBneHa y 2-x nauneHTos (Ne
781, 787) ¢ myTaumsmu B reHe PKP2. BaXHO OTMETUTb, YTO Y ABYX
monogpIx nauneHToB Ne 736 1 Ne 810 (18 1 22 roga) ¢ mytaumamm B
reHax PKP2 n DSG2 He 6b1n0 BbIfBNEHO 60nblunx MPT-Kputepues
AKIMX. Hann4ne natoreHHbIX BapnaHToB B reHax PKP2 n DSG2 siBu-
N0Cb JONONMHUTESTbHBIM 60MbLLUM KPUTEPUEM U MO3BOSIUIIO HAPSAY C
JKTA 1 aHomanusmun KT ycTaHOBUTb JOCTOBEPHbINA AnarHo3 AKITK.

Y 22-netHent naumeHTkn Ne 986 6bin yCTaHOBNEH AWArHo3 [o-
ctosepHon AKX npu Hanu4myn perroHanbHOro AMCKUHE3a u auc-
chyHKumn MK (OB MK 37%) npu MPT cepfua. 3nu3onpl yCTORYN-
BOW MOHOMOpPGHON XKT ¢ mopdponorueii MEJHIT conposoxaanuch
cuHKone. Mpu reHoTUNUPOBaHWK ObIN BbISBNEH BapMaHT B reHe ILK B
co4eTaHuu ¢ 3ameHoi B reHe RMB20. TeH ILK (MHTerpuH-ceA3aHHas

KWHa3a) ABNAETCA OLHUM U3 TNaBHbIX KOMMOHEHTOB Nepefayn cur-
HasoB BHYTPb KIETOK Yepe3 B3aumogeincTeue ¢ 6etal-uHterpuHamu.
113B€CTHO, 4TO M3MeHeHue paboTsl ILK npusoaut K Aucperynauuu
KNeTOYHON afresuun u nepefade CUrHanoB BHYTPb KIETKU, CNOCO6-
ctBys passutuo AKX [10]. TeH /LK Hapagy C apyrumn Hefecmo-
COMHBIMUW FeHaMK NoKasas CBOK BOBNEYEHHOCTb B passuTne AKIMK
Kak B MOZeNsx in-vitro u in vivo, Tak 1 B KIIMHUYECKUX YCOBMSIX.

Y 65-netHen naumneHTkn (Ne 935), Ha dhoHe HanMuus UHBEPCUM
3y6uoB T B rpyaHbIX oTBeAeHusax V1-V3 n annu3ofoB Kak HeycToil-
Y1BOIA, TaK U reMOAMHAMUYECKM 3HA4MMOI ycTon4mBOM XKT, noTpe-
6oBasluen umnnadtaumn MK, no AaHHbIM MarHUTHO-Pe30HaHC-
HOI TOMOrpadpuu cepfua BbiSiBIEHA PernoHanbHas LUCKUHE3Us
NpaBoro enyno4ka npu OTCYTCTBUW €ro gunatauun 1 Hanuyqum
YMEPEHHOr0o CHYKeHUs pyHKuUmMM (OB MK — 44%). Ha ocHoBaHMu
COBOKYMHOCTU KJTMHWUYECKUX, 3NEKTPOKapAnorpadomyeckux m Bu-
3yanuaupyroLmMx AaHHbIX Obl YCTAHOBIEH AUArHO3 [OCTOBEPHON
AKIX. TMpu reHoTUNUpOBaHWUN BbISIBNIEH MATOreHHbLIA BapuaHT B
reHe TMEMA43, KoTopblil KOLUPYET TPpaHCMeMOpaHHblid 6enok 43
(TMEM43), y4acTeytoLLmMiA B OpraHusauun afepHoil Mem6paHbl 1
MEXKINETOYHbIX KOHTaKTOB. MyTaLn B 9TOM reHe CBA3aHbl C pas-
BUTMEM apUTMOreHHOR KapauMoMnonaTim npaeoro »xenygoyka [11]
1 MblLLEYHOI aucTpodoun Imepmn-Lperidoyca [12]. MyTaHTHbIi Ge-
nok TMEM43 aktuBmpyeT rnukoreHcuHTasy kuHasbl-3p (GSK3p),
YTO NPUBOLUT K NPOrpeccupyrollen rubenu KapanoMmoumToB M
(pn6p0o3HO-XMPOBOMY 3amelLieHn0 Muokapaa [13].

B rpynne ¢ gocrosepHoi AKIX wwectn naumeHTam ¢ yCTOR4UBON
reMoanHammyecki 3Haqumon XXT 6bin umnnaHtuposad WKL, tpem
nawueHTam BbinonHeHo PYA cybctpara aputmun. PHA 6bina BbInon-
HEeHa nauueHTam C JI0Kal30BaHHbIM SKTOMUYECKMM oyvarom XXT B
LLensxX YMEeHbLLUEHNS YacToTbl SNU30L0B apUTMUN W, KaK CrefCTBUe,
CHUXeHUs yucna cpabatsisannin VK. Mposeaenne PHA nossonuno
ONnTUMU3KUPOBATL BefeHue nauueHToB ¢ VK[, CHU3MB Harpysky Ha
YCTPOWCTBO W YNYYLIMB KIMHUYECKOE TeYEHNe 3a601eBaHNA.

KIMHMKO-reHeTYeCcKas xapakTepucTuka naLumeHToB ¢ NorpaHny-
HbiM anarHo3om AKITXK npeacTasneHa B Tabnuue 4.

MeamnaHa Bo3pacTta NocTaHOBKM AuarHo3a coctasmna 38,0 [26,0;
45,5] neT 1 6bIa CTaTUCTUYECKN 3HAYUMO BOSbLLE MO CPABHEHUIO C

Ta6bnuua 3. KnuHuko-reHeTuyeckas xapakTepucTka nauMeHToB ¢ AocToBepHbIM AuarHo3om AKIK [co6cTBeHHbIE iaHHbIe]
Table 3. Clinical and genetic characteristics of patients with a definite diagnosis of ARVC [own data]

Kop nauvenra 787 781 810 736 780 986 935
Bospact Ha MOMeHT
MOCTAHOBKM AnarHo3a, net 43 28 2 18 52 22 65
Mon M ] X M X X X
CemeitHbIn aHamHe3 AKITK - - + + - - -
HeV)KT/ VXXT + + + + + + +
HeratusHbii 3y6el, T B V1-V3 + + + + + + +
PernoHanbHbIi AUCKNHES + + + + + + +
®B K (MPT) 38 39 47 47 48 37 44
nKOO X (MPT) 140 138 89 89 105 40 99
WKL/ onpaBpaHHble
cpatarbiBams VK[ * * * * * - *
PHA XT + + + - - - -
PKP2 'V PKP2 IV DSG2 IV ILK 1]
l'eH / Knacc BapuanTa PKP2 IV PKP2 Il PKP2 Il DSG2 I H/B RMB20 I TMEM43 Il

[Mpumeyanne: H/B — He BbIABNEHO, AKIIK — apuTMoreHHas kapamomnonatus npaBoro Xenyaoyka; HeY)KT — HeycTonymuBas xenyo4koBas
Taxukapans, YT — yctondnBas xenyfo4ykosas taxukapavs, OB DK — @pakuns Bbibpoca npasoro xenygoyka, MPT — mMardutHo-
pe3oHaticHas Tomorpacbusa; KO DK — uHAEKC KOHEYHO-ANACTONNYECKOro 00bEMa npaBoro Xenynoyka, UKL — nmnnantupyembivi
KkapanosepTep-aecmopunnarop; PYA XT — pagnodactoTHas abnayns XenyL04K0Bo Taxnkapanm.

Note: ARVC - arrhythmogenic right ventricular cardiomyopathy; NSVT — non-sustained ventricular tachycardia; SVT — sustained ventricular
tachycardia; RVEF - right ventricular ejection fraction; MRI — magnetic resonance imaging; RVEDVI — right ventricular end-diastolic volume
index; ICD — implantable cardioverter defibrillator; RFA VT — radiofrequency ablation of ventricular tachycardia.
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CHALLENGES IN THE DIAGNOSIS OF ARRHYTHMOGENIC
RIGHT VENTRICULAR CARDIOMYOPATHY

naumeHTamm ¢ 4ocToBepHbIM auarHo3om AKITK. B rpynne ¢ norpa-
Hu4HOM AKX npeo6naganu Myx4uHsl (87,5%). Y BCex nauneHToB
CEMeiiHbIN aHaMHe3 He oTArouleH. Mo gaHHbIM 3KI-12 'y 4 (50,0%)
nceneayemblx 06HapYXeHb! 0TpULaTenbHble 3y6Lbl T B NPaBbIX Npe-
KopananbHbIX oTeefeHusax V1-V2 B OTCYTCTBUE NOMHOW 6GNOKadb
NpaBoM HOXKKM Nydka lmca. Y Tpex NauMeHTOB 3aperncTpupoBaHbl
napokcnambl HeycTon4meon XKT 13 BbIBOAHOro Tpakta MK wunu ¢
Mopdbosormen 610Kabl 1EBON HOXKM NMy4Ka [1ca U HUXKHER 0Cblo.

Mo naHubiM MPT cepaua pernoHanbHbli AUCKUHE3 6bli Bbl-
fBNeH y Bcex naumeHtos. Meguana ®B DK cocrasuna 42,5
[36,0; 53,8]%, cuctonuyeckas guccyHkums MK yctaHoBneHa y
4 (50,0%) nauneHtos. Y 2 naumenTos (Ne 855, 987) no JaHHbIM
MPT BbisigneHs! gunatauus MK (MKLO 111 mn/m? n 130 mn/m?) u
coxpaHeHHas @B MK (OB X 56% u 53%) 6e3 onpegensemoro
OTCPOYEHHOr0 HaKoNNeHUs KOHTpacTHoro BeLectsa (KB) B Muo-
kapge MX (puc. 1).

Pucynok 1. A-b. MPT ceppaua nauvmenta Ne 855. A. U306paxenus cepaua B YeTbIpEXKamepHON NPOEKLMM B KOHEYHO-[UACTONNYECKYHO tha3y (A -
KMHO-U306paxeHue, b - nocnenoBaTeNbHOCTL C OTCPOYEHHBIM KOHTPACTHbIM yeunenuem). Pacumpenune MK, kA0 111 mn/m?, (ToHKue 6enble
cTpenku) 6e3 onpeaensemoro otcpo4eHHoro Hakonnexus KB B muokappe MX. «CnoptusHoe cepaue». B-I. MPT cepaua nauuenta Ne 987. B.
N3o06paxeHns cepaua B YeTbIpEXKaMepHOii NPOEKLUN B KOHEYHO-AMACTONKMYECKYH tha3sy (B - KuHo-u306paxeHue, I - nocneoBaTeNnbHOCTb
C OTCPOYEHHbIM KOHTpacTHbIM ycuneHuem). Pacwmpenne MK, uKA0 130 mn/m?, (ToHkue 6enbie cTpenku) 6e3 onpefensiemMoro 0TCPOUEHHOr0
Hakonnexus KB B muokappae MX. «CnoptusHoe cepaue».

Figure 1. A-b. Cardiac MRI of patient N2855. A. Four-chamber end-diastolic cardiac images (A - cine image, b - delayed contrast-enhanced
sequence). RV dilation, iEDV 111 ml/m2 (thin white arrows) without detectable delayed CF accumulation in the RV myocardium. «Athlete’s heart».
B-T. Cardiac MRI of patient N2987. C. Four-chamber end-diastolic cardiac images (B - cine image, I' - delayed contrast-enhanced sequence). RV
dilation, iEDV 130 mi/m? (thin white arrows) without detectable delayed CF accumulation in the RV myocardium. «Athlete's heart».

Tabnuua 4. KnuHuko-reHeTUYecKas XxapakTepucTKa NaUMeHToB ¢ norpaHnyHbiM auardo3om AKX [co6cTBEHHbIE AaHHbIE]
Table 4. Clinical and genetic characteristics of patients with a borderline diagnosis of ARVC [own datal

Kop nauventa 859 866 855 906 990 802 987 856
Boapact Ha MOMEHT

I'IOC'IF')aHOBKVI [MarHo3a, net 41 35 2 5 26 67 43 18
Mon X M M M M M M M
CemeliHbin aHamHe3 AKITK - - - - - = = =
HeYXXT/ Y)XT n3 BT K - - + + + - - +
HeratueHbin 3y6ey, T B V1-V2 + - - - - +
PervnoHanbHbIi AUCKMHES + + + + + + + +
®B DK (MPT) 56 36 56 31 36 38 53 47
nKOO X (MPT) 50 58 111 55 42 81 130 57
VKLY onpaspaHHble a ) ) ) ) ) ) )
cpabatbiBaHus VK[

PHA XT - - + + - - - -
Ten/ Knacc Bapwaia DINA Il We - ws UNoNee W ACTNZ W We - We - NKN25 NIV

lMpumedanue: H/B — He BbisBIEHO, AKIIX — apuTMOreHHas Kapanommonatusi npaBoro Xesnyhoydxa; HeYXT — HeycTonnBas Xesy[04koBas
Taxnkapans, YXKT — ycToiymnBas xesny[04koBas taxukapaus; BT [1K — BbIHOCALMI TPaKT npaBoro xenygoyka; @B 1)K — gppakums Bbiopoca
npasoro xenynoyka, MPT — marHntHo-pe3oHaHcHas Tomorpacbusa, KO XK — UHAEKC KOHEYHO-ANACTONNYECKOro 00bEMa MpaBoro
Xenypoyka; VIKL — nmnnaHtupyemsiii kapanoseptep-Aegpmbpunnarop;, PYA XKT — paanoyactoTHas abnaums xeny04K0BoM Taxukapamu.
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TPYOHOCTYVI OVAMHOCTVIKVI APUTMOIEHHOW KAPOVIOMOMATVI
MPABOIO XXEJTYJOYKA

Mpu reHoTunupoBanum B 3Toi rpynne y 5 (62,5%) nauueHToB
ObINN BbISBNEHbI BapUaHTbI reHoB Il knacca, He accoLMMpoBaHHbIe
¢ AKIMX. Y 3-x nauneHToB BapuaHThbl FeHOB, CBA3AHHBIX C CYOKMN-
Huveckumu npossneHnamu apyrux KM u kananonartuin (DTNA,
ACTNZ2, MYBPC3 B codetanuu ¢ CACNB2).

[eym nauueHtam (Ne 855, 906) B 3T0it rpynne ¢ YCTONYMBBLIMM
W HeyCTOM4MBbIMU napokcusmamu XKT u oTpuuatensHeim AKIMK-
FEHOTMNOM BbINOSHeHO PHA 3kTonuyeckoro oyara.

Y naumeHta Ne 856 (Myx., 18 net) 6€3 0TArOLEHHOTO CEMENHOTO
aHamHesa no AKX, 6bin 3aperncTpupoBaHbl 3NU30bl HEYCTO-
4KBOI U/unu yctonuneoii XKT. Ha IKI BbISiBNEHbI MHBEPCUM 3Y6LI0B
T B npasbIx npekopananbHbix oteefeHnax (V1-V2). Mo paHHbIM
MPT ceppua onpefiensinace permoHanbHas guckuHesus MXX c co-
XpaHéHHbIMK pasmepamu (KOO — 57 mn/m2) n ®B MK - 47%. B
XOZie FeHOTUNMPOBAHUSA BbiNl BbIABIEH PEAKUI BapuaHT reHa NKX2-
5, Ans KOTOPOro Ha JaHHbIi MOMEHT OTCYTCTBYIOT YOeauTenbHble
[okasatenscTBa ero accoumnauumn ¢ AKIMK. OgHako faHHbIR Bapu-
AHT BKNIOYEH B NepeyeHb reHoB, PEKOMEH/I0BAHHBIX K aHanu3y npu
nogo3peHnn Ha AKIMXK B COOTBETCTBUM C IKCNEPTHLIM KOHCEHCYC-
HbIM 3assneHnem HRS 2019 ropa [14].

KNnHUKO-reHeTU4eckas xapakTepucTuka nalueHToB C BEPOAT-
HbIM anarHo3om AKITXK npencrtasneHa B Tabnuue 5.

Tabnuua 5. KnMHMKO-TEHETMYECKAs XapaKTepucTMKa NauWeHToB ¢
BepoATHbIM fuardo3om AKIMXK [co6cTBEHHDIE aHHbIE]

Table 5. Clinical and genetic characteristics of patients with a probable
diagnosis of ARVC [own data]

Kop nauuenta 715 919¢ 811 992

Bo3pact Ha MOMeHT

I'IOC'IPaHOBKM AVarHo3a, net 33 54 48 38

Mon X M X M

CemeHbIin aHamHe3 AKITK - - - +

HeV)XT/ Y)XKT u3 BT K - - + +

HeratusHbIi 3y6ew, T B V1-V2 - + + -

PervnoHanbHbIi AUCKNHE3 + + +

®B MK (MPT) 43 47 46 49

nKOO X (MPT) 38 67 44 57

WKL/ onpaspaHHbie ) ) ) )

cpabatbiBaHms NK[

PYA XT - - - -

l'eH / Knacc BapuaHTa H/B - SNTA1 Il ELN 1l JUP Il
MYH7 Il

[Tpumeyanne: H/B — He BbisBNeHO, AKIDK — aputmoreHHas
Kapavomuonarus npasoro Xeny[o4ka; HeYXT — HeycTonnBas
XKeny[oykoBas Taxvkapams;, YXKT — ycTondnBas xesny[04KoBas
Taxukapans, ®B 1K — ghpakyns Bbi6poca npaBoro Xeny[o4ka;
MPT — maruuTHO-pe3oHarHcHas romorpagus; uk0 INXK — ungekc
KOHEYHO-ANACTOSINYECKOr0 00b€Ma npaBoro xenygoyka; KL —
UMINAHTUPYEMbIN KapanoBepTep-aenopunnatop, PYA XT -
PaAn0YacToTHan abnayuns XenyL04K0BON Taxnkapauy.

Note: ARVC — arrhythmogenic right ventricular cardiomyopathy;
NSVT - non-sustained ventricular tachycardia; SVT — sustained
ventricular tachycardia; RVEF — right ventricular ejection fraction;
MRI — magnetic resonance imaging, RVEDVI — right ventricular
end-diastolic volume index; ICD — implantable cardioverter defi-
brillator; RFA VT - radiofrequency ablation of ventricular tachy-
cardia.

Menuasa Bo3pacta MaHudpectaumu 3aboneBaHus COCTaBuna
43,0 [36,8; 49,5] net, Mmyx4nHbl — 50%. Y 2 (50%) nauneHToB 3a-
PErncTpUpoBaHbl NAPOKCKU3Mbl YCTONYMUBOA W HeyCTOM4YMBON XKT.
CeMeiHbIX aHamMHe3 OTArOLLeH Y 0jHOro nauueHTa, y 2 (50%) npu
peructpauuu 3KI-12 onpefensnucb oTpuuatenbHble 3ybubl T B
npasbIX NPeKopAnanbHbIX 0TBeAeHMAX V1-V2.
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MNpu reHoTUNUPOBAHUK Y 2 NALMEHTOB 3TOW rpynnbl 6bIIN Bbl-
fIBNeHbI BapuanThbl reHos Il knacca, He accoummpoBaHHble ¢ AKIK
(SNTAT, ELN). Y opHoro 38-netHero nauweHta (Ne 992) ¢ cemeli-
HbIM aHamMHe30M KMIT 6b11 BbISiBNEHbI BapuanThl Il knacca B reHax
JUP v MYH7. Y nauueHTta He 6b1i0 nNpu3HakoB nopaxeHus MK,
0[HaKO ObIN NocTaBfeH auarHo3 BeposTHoN AKITK Ha 0CHOBaHMM
pernoHapHoi guckuHesum cteHkn MK (OB MK 49%, nKL0 57 mn/
M2), 4acTbix XKIC >500 3a CyTKU U HANUYNA 3NMU300B HEYCTONYU-
Boil XKT atunuyHoi chopmsl no Tuny BIHMT. Kpome Toro, 3aperu-
CTPUPOBaHbI 3NU30/b1 oMBPUINALMKM Npeacepauii co cpeaHern 4CC
119 ya/muH. Ha 3KI pernctpuposanu n3MeHeHUs penonspusaunu
B oTBedeHuax V2-V6. Bo3aMOXKHO, UMEHHO KOMOWHALMSA BapuaH-
TOB B reHax JUP u MYH7 aBunacb nNpu4uHON NepekpblBaroLLmUXCs
theHoTunos. len JUP KoampyeT nnakorno6uH, SBnsoLwniics KoM-
MOHEHTOM [eCMOCOM W afre3nBHbIX COEAWUHEHWA, KOTOpble He-
06X0MMbI AN CTPYKTYPHOM LIENIOCTHOCTU W (DYHKLIMOHUPOBaHUSA
cephedHoit TkaHuu. MyTaumn B reHe JUP BOBneYeHbl B passuTme
AKIMX. MyTauuu B reHe MYH7 cBsi3aHbl C pa3BUTUEM Kapauomu-
onatuia, Bkno4as runeptpodouyeckyto (FTKMIM), aunataumoHHyo 1
HEKOMMNAKTHbIA MWOKapA NeBOro XXenyaoyka. Y4nutbieas Hanu4ue
rMnepTponM MeXOKeNya04KOBOM Neperopodkn no aaHHsiM MPT
[0 13 MM 1 CEMEMHbIN aHaMHE3 NauueHTa, MOXHO NPeanoNoXuTh
Hanu4ue nepekpoiatoLerocs peHoruna ¢ MKMII.

Y naumenta Ne 715 ¢ oTpuuatenbHbiM reHoTunom AKIK no gaH-
HbiM MPT cepAua BbisiBneHbl CHKeHHas OB MK (43%) 6e3 nuna-
Taumum MK (nKO0 38 mn/m2) n mukpoanespusma BTIDK, CUHXpOH-
HO COKpaLLatoLiascs ¢ muokapgom MXX s cuctony (puc. 2).

A B

PucyHok 2. MPT cepaua nauueHta Ne 715. KuHo-u3o6paxexus
cepaua B npoekumn BTIDK B KoHeuHo-gnacTonuyeckyw asy
(A) u KoHeyHo-cucTonuyeckyrw cpasy (b). MukpoaHeBpusma
BTIX (6enbie ronoBku CTPEsiOK), CHHXPOHHO COKPALLAHOLLANCs C
muokapaom MK B cuctony (BPoXXAEHHbIA aHaTOMUYECKUIA BapUaHT).

Figure 2. Cardiac MRI of patient Ne715. Cine images of the heart
in the RVOT projection during the end-diastolic phase (A) and
end-systolic phase (b). RVOT microaneurysm (white arrowheads)
contracting synchronously with the RV myocardium during systole
(congenital anatomical variant).

Y 9 nauneHToB NPUCYTCTBOBASN JINLLb OJMH U3 ManbIX KPUTEPUEB
AKX (pervnoHanbHblil AUCKUHe3/akuHe3 cTeHku MK) 6e3 o4eBua-
HbIX CTPYKTYPHbIX U3MeHeHuin MK unu gunatauun MK (taén. 6).
JIoXXHONONOXMUTENIbHAS MHTEpNpeTauns PeruoHaIbHOro AUCKUHE-
3a/aknHe3a cTeHoK MK Ha MPT 6bi1a Hanbosee 4acToi ownbKon,
KOTOpas HabnAanach y AaHHbIX NauueHToB. Tak, y naunmeHTkn Ne
766 06Hapy>eH AUBEPTUKYN NOJ anuKanbHbIM Bbing4uBaHuem MK,
CBSI3aHHBIA C MOJEPaTOPHbIM MY4KOM, KOTOPbIA NPUBEN K HEeBep-



CHALLENGES IN THE DIAGNOSIS OF ARRHYTHMOGENIC
RIGHT VENTRICULAR CARDIOMYOPATHY

HOMY UCTONKOBAHWIO PErMOHANBHOr0 AMCKUHE3a cTeHok MK (puc. pernoHanbHbIM aucKuHe3om cteHok MK Ha MPT (puc. 3B-T) npu-
3A-b). Y naumenTa No 1M ¢ BOPOHKOOBPA3HOI rPyAHOI KNETKOM 1 cytcTBoBasna yactas XK3C n HeycTonymeas XT.

PucyHok 3. A-b. MPT cepaua naumenta Ne 766. A. KuHo-u306paxeHue cepaua B YeTbIpEXKAMEPHOH NPOEKLUUN B KOHEYHO-CUCTONMYECKYHO
thasy. b. 306paxenne cepaua B YeTbIpEXKaMepHONW NPOEKUMW B KOHEYHO-AMACTONMYECKYH (ha3y B nocnefoBaTeNbHOCTH C OTCPOYEHHbIM
KOHTPAcTHbIM ycunenuem. [usepTukynonofo6Hoe anukanbHoe BbinsuuBaHue MK, cBA3aHHOE AHATOMMYECKM C MOAEPATOPHLIM MY4KOM -
BPOX/EHHbIi aHaTOMUYEcKui BapuanT (6enbie ronosku ctpenok). B-I. MPT cepaua nauuenTa Ne 1m: B. U3o6paxeHue cepaua B TeMHOKPOBHOW
nocnepoBatenbHocT HASTE («dark blood»). I'. NU306paxeHue cepaua B nocneoBaTeNnbHOCTH C 0TCPOYEHHbIM KOHTPACTHbIM YCUNeHnem. Bapuant
aHatomuu rpyaHoil knetku (Pectus excavatum) ¢ komnpeccueil rpyauHoii cBo6oaHoi cTenku MK (6enbie ronosku cTPenok).

Figure 3. A-b. Cardiac MRI of patient No766. A. Cine image of the heart in the four-chamber projection in the end-systolic phase. b. Image of the heart
in the four-chamber projection in the end-diastolic phase in a sequence with delayed contrast enhancement. A diverticulum-like apical protrusion
of the right ventricle, anatomically associated with the moderator bundle, is a congenital anatomical variant (white arrowheads). B-I'. Cardiac MRI
of patient #1m: B. Image of the heart in a HASTE ("dark blood") sequence. I'. Inage of the heart in a sequence with delayed contrast enhancement.
Variant chest anatomy (pectus excavatum) with compression of the free wall of the right ventricle by the sternum (white arrowheads).

Tabnuua 6. KnuHuKo-reHeTHYECKas XapaKTepucTUKa NaLUeHToB ¢ MCKNI0YeHHbIM AuarHo3om AKITK [co6cTBeHHbIe faHHble]
Table 6. Clinical and genetic characteristics of patients with an excluded diagnosis of ARVC [own data]

Kopa nauventa 766 862 889 M 840 834 727 936 945
Boapact Ha MOMeHT
MOCTAHOBKM 33 20 43 40 37 24 38 23 33
QVarHo3a, net
Mon X X X M X M X M M
CemeitHbli ) ) ) ) ) ) ) ) )
aHamHe3 AKIMK
HeYXXT/ V)XT n3 BT K + + + + + + + - -
HeratneHbIi 3y6eL
TBVI-V2 * * ) * - ) ) . -
+
a + MUKpO-
PernoHanbHbIi aHeBpu3Ma- Rl * aHEeBpPN3MbI MUKpO-
JIVICKNHE3 TMYECKoe * (B;'B”gmﬁ?”n“j) B?DOHgggiﬁg?:gﬂ nepeaHe6OKOBON  aHeBpuU3Ma B )
BbINAYMBaHNE ﬂCTel_?KM I'Iy)K PYA CTeHKM MK
®B MK (MPT) 53 49 56 50 49 52 49 45 52
nKOO MK (MPT) 73 84 43 70 66 68 66 90 67
KL/ onpaspaHHble ) ) ) ) ) N ) )
cpabartbiBaHus UKL
PYHA XT + + + - + - - - -
l'eH / Knacc BapuanTta RYR2 IV wu/B - H/B - CA(%'F‘,T . ”: H/B g/%g :” HB - HB - %\@24 ”:

lMpumeyanmne: H/B — He BbIABIEHO; AKIIK — apuTMOreHHas KapanomMnonatus npaBoro Xenynoqka; HeYXKT — HeycTonynBas Xenyno4koBas
Taxukapans, YXKT — ycToinumnsas xenypodkosas taxukapaus;, @B DK — gpakyna Beibpoca npaBoro xenynoyka, MPT — maruuTHo-
pe3oHaHcHaa Tomorpagna; nK0 MK — uHAeKC KOHEeYHO-ANACTO/INYECKOro 00bEMA NPaBoro Xenynoyka, VKL — umnaaHtupyembii
Kkapanoseptep-Aecnbpunnsatop; PYA XT — pagnoyactoTHas abnauyms XenynoykoBol TaxnKkapamn.

Note: ARVC - arrhythmogenic right ventricular cardiomyopathy; NSVT — non-sustained ventricular tachycardia; SVT — sustained ventricular
tachycardia; RVEF — right ventricular ejection fraction; MRI — magnetic resonance imaging, RVEDVI — right ventricular end-diastolic volume
index; ICD — implantable cardioverter defibrillator; RFA VT — radiofrequency ablation of ventricular tachycardia.
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TPYOHOCTYVI OVAMHOCTVIKVI APUTMOIEHHOW KAPOVIOMOMATVI
MPABOIO XXEJTYJOYKA

Y nauueHTku Ne 840 no gaHHbiM MPT cepaua BbISiBNIEHbI MUKpOa-
HeBPU3Mbl 60KOBOW 11 NepeaHeit cTeHok MK (puc. 4). Y ocTanbHbIx
NauyeHToB C 4acTON XKeNyL04KOBOW TaxuapuTMuen CTpYKTYpHbIX
n3meHeHUn Ha MPT He BbISIBNEHO, U BEPOATHO, NOXHOMONOXM-
TeSbHas WHTEpnpeTauns pPeruoHanbHoOro AUCcKuHesa CcTeHok MK
Ha MPT o6ycnoBsneHo apTedpaktamu BCNeACTBUE YACTON apuTMIL.
Mpu reHoTUNMPOBaHUM 3TUX NauueHToB Y 4 (44,4%) U3 HuX Obinn
06HApY)XeHbl BApPWAHTbl B TeHaX, KOAMPYIOLLNX UOHHbIE KaHaSbl:
RYR2 (No 766), CACNA1D (No 1m), SCN1B (Ne 834) n KCNE2 (Ne
945); y 3 naumenToB (Ne 1m, 834, 945) — BapuaHThbl B rexax, acco-
uunposanHbix ¢ KM (TTN n CAVINS).

PucyHok 4. MPT ceppaua nayueHta Ne 840. KuHo-u3o6paxeHus
CepaLua B YeTbIpEXKaMepHON NPOEKLUK B KOHEYHO-AUACTONIYECKYH
(A) 1 KoHeyHo-cucTonMyeckyto thasy (b), B npoeKyun no KOPOTKON
0CM B KOHEYHO-AMACTONMYECKYH (B) M KOHEYHO-CUCTONHMYECKYHO
thasy (I'). MukpoaneBpu3mbl 60KoBOW M nepepHei cteHok MK (A,
b - 6enble ronoBkn cTpenok, B, I' - 4épHble ronoBKM CTPENoK),
BPOX/EHHbIIf aHATOMUYECKUIA BapUAHT.

Figure 4. Cardiac MRI of patient #840. Four-chamber cine images
of the heart at end-diastolic (A) and end-systolic (b) phases, and
short-axis images at end-diastolic (B) and end-systolic (I') phases.
Microaneurysms of the lateral and anterior walls of the right ventricle
(A, b - white arrowheads, B, I' - black arrowheads), congenital
anatomical variant.

Ha ocHoBaHMW NPOBEAEHHOr0 06CNeA0BaHNSA OKOHYATESNbHbI
QMarHo3 B 06CNeyeMoii Koropte NauWeHTOB ¢ NpeaBapUTESIbHbIM
anardo3om AKX npeacrasneH B Tabnuue 7.

Tabnuuya 7. OKOH4YaTeNbHbIA [AMArHo3,
ucecnepyemoii koropte [c06CTBEHHbIE faHHbIE]
Table 7. Final diagnosis established in the studied cohort [own datal

YCTaHOBNEHHbIA B

OKoHYaTeNbHbIA AUarHo3 ‘Men0 naumexTos
(n=28)
JocTosepHbiin gnardos AKIXK, n (%) 7 (25)

MorpannyHbIi/BeposTHbIA anarHo3 AKIDK, n 12 (42,9)
Navonatuyeckas XIC/HKT/DX, n 9(32,1)

lMpumeyanne: AKIIX — apuTmMoreHHas kapanommuonatus rnpasoro
Xenynodka; X3C - xenyno4ykosas akctpacuctonusi; XT —
XKENY[049K0Bas Taxukapansa,; OX — oubpunnayns Xeny[0o4xkos
Note: ARVC - arrhythmogenic right ventricular cardiomyopathy;
VES - ventricular extrasystole; \'T — ventricular tachycardia; VF -
ventricular fibrillation

Y 9 (32,1%) 13 naumeHTOB, y KOTOPbIX ObIN UCKMKOYEH ANArHo3
AKX Habnoganach onpeaeneHHas 3akOHOMEPHOCTb AWarHOCTH-
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4ecKux OLWM60oK. Hanbonee pacnpocTpaHeHHbI NepeyeHb AnarHo-
CTUYECKMX OLUNOOK NpefcTaBeH B Tabnuue 8.

Tabnuua 8. [lpu4MHbl OWMGOYHOrO AMarHo3a WNM NOXHbIX
nopo3penuit Ha AKX [co6¢TBEHHbIE laHHbIE]

Table 8. Causes of misdiagnosis or false suspicion of ARVC [own data]
InarHocTtnyeckue Yucno

OLUMOKH NauneHToB

9 (N2 766, 862, 889,
JToxXHononoXutensHoe aukeHue cteHkn MK, n 1m, 840, 834, 727,

936, 945)
BopoHKoo6pa3Has rpyaHas Knetka, n 1 (Ne 1m)
MepuKapavanbHbIi T, N %1 5()N9 840, 834,
[usepTukyn MX, n 1 (Ne 766)

Cepaue cnopTcmeHa/Hecneumnuyeckoe pacLum- X
peHue MK 663 aHOManuii ABMKEHNS CTEHOK, N 2 (Ne 855, 987)

lMpumeyanne: AKIDK — aputmoreHHas kapamommonarus nesoro
xenynoyka; [1XK — npasbiii xenyno4ex

Note: ARVC-arrhythmogenic left ventricular cardiomyopathy; RV -
right ventricle

JIOXXHOMONOXMTENIbHAA WHTEPNPeTaUns PermoHanbHOro Auc-
KuHesa/akuHesa cTeHok K Ha MPT 6bina Hambonee w4acrtoi
OLLUNGKOI, NOCKONLKY Habmoganack vy 9 (32,1%) naumeHToB. Y 5
NauneHToB OblN ABHbIA (DAKTOP, KOTOPbLIA NPUBES K HEBEPHOMY
UCTONIKOBAHUIO PErMOHAIILHOIO UCKUHE3a CTEHOK, BKITH0Yas nepu-
KapamanbHblil TS (n=3), ansepTukyn MK (n=1), BOPOHKOOOPa3Has
rpyaHas Knetka unu aputmuio (n=1), npuBogALLmMe K apTedakTam.

OBCYXEHUE

Mpu 06CnenoBaHMN KOrOPTbl M3 28 NauUeHTOB, HAMpPaB/eHHbIX B
PHINL «Kapguonorus» ¢ npeaBapuTeNibHbIM AWArHo30M «apUTMO-
reHHas KapAvMoMuonartus npaeoro XXenyaoyka» Tonbko y 7 (25,0%)
naumeHToB 6bifia AuarHoctuposaHa goctosepHas AKITK cornacHo
kputepuam ITF 2010 r. n noaTBepXXAeHHAsS NPU FEHOTUNNPOBAHUM Y 5
nauueHToB reHamu, accounmpoBarHbiMi ¢ AKIK. Y 8 (28,6%) naum-
€HTOB YCTaHoBNeHa norpannyHas AKX, ay 4 (14,3%) — BeposTHas
AKIX, npn 3TOM y NauMeHToB NpW reHOTUNUPOBAHUM HE BbISBSIEHO
BapKaHToB, accoLmmpoBaHHbIx ¢ AKIK. Y 9 (32,1%) naumenTos aua-
rHo3 AKIMXK He 6b1n1 yCTaHOBIIEH cornacHo kputepuam ITF u npu reHo-
TUNUPOBAHUM HE BbIABNEHO BapUaHTOB, acCoLMMpOBaHHbIX ¢ AKIK

AHanna [aHHo KOropTbl M3 28 maumeHTOB C NpeaBapuTebHbIM
Aaunardozom AKIK nossonun caenatb CheaytoLe OCHOBHbIE Bbl-
BoAbl. Bo-nepsbiX, npeasapuTenbHblil auarHo3 AKIMK okasancs
OwWN604HbIM Y 32,1%. Bo-BTOpPBIX, HaKGOJee 4acTo y 3TMX NauueH-
TOB Habnoganuck uanonatnyeckne XXIC/HKT nam ©X npu gans-
Hellem 006Cnef0BaHMN W reHoTUNUpoBaHUK anarHo3 AKIMK 6bin
UCKNOYeH. B-TpeTbiX, Hanbomnee 4acTbiM NOXHbIM MOLO3PEHNEM
Ha AKX y aTMX naumeHToB OblNa HenpasBwibHAA MHTEpMpeTaumns
pesynbTatos MPT cepgua. Hawe uccnefoBaHue BbISIBANO [Ba 0OC-
HOBHbIX TWMa OLWM60K B MHTepnpetauun MPT. MepBblit TMN OWKO0K
CBfA3aH C OWMOO0YHON MHTEpnpeTauueid permoHanbHOro ANCKUHe3a/
aKuHe3a CTeHoK MK n3-3a Hanmuus Takux pakTopos, KakK nepukap-
AnanbHas nepeTsHKka, BOPOHKOOOPa3Has rpyaHas KneTka unu vyacras
apuTMuS, BbI3biBaKOLLAs apTeddakTbl. ITU OTKIOHEHUS COrnacytoTes
¢ faHHbiMmn Quarta et al. [15] 1 NoA4YepKMBaET BAXXHOCTb MOBbILIEHMS
0CBEIOM/EHHOCTN 06 3TUX (pakTopax. Bropoi Tvn OLNOOK CBA3AH C
ucnono3osaHnem MPT-kputepnes, KOTOpble He BKo4eHb! B ITF 2010
r. Hanpumep, AnarHocTnka HecneLmgUYecKUX X1pOBbIX OTNOXKEHN,
MCTOHYeHNe cTeHOK MK 1 pazsuTue gunarauum MKy cnopTcMeHOoB.
3™ pyHKumMu MPT He cymTanuchb AOCTATOMHO HAAEXHbIMU, Y4TOObI
6bITb BKMtO4eHHbIMK B ITF 2010 r. P nccnegoBaHuni Takxe onucanm
JaHHble MPT Kak npuyuHy HenpasunbHOMo anarHosa [16, 17].



CHALLENGES IN THE DIAGNOSIS OF ARRHYTHMOGENIC
RIGHT VENTRICULAR CARDIOMYOPATHY

Own604HbIA AnarHo3 paHee 6Oblf OTMEYEH B APYrMX MCCnedo-
BaHMAX, B KOTOPbIX MPK AONONHUTENbHOM 06CNeA0BaHMM AUarHo3
AKITX 6bin BnOCneacTBuM UcknoyeH. Hanpumep, Sampognaro u
coasT. [18] coobLiaioT 06 uccneaoBaHUM, NPOBELEHHOM B 60JIb-
Huue [hxoHa XonkuHca, KoTopas ¢ 1999 rofa sBseTcs 0CHOBHbIM
LLleHTpOM 06cnefoBaHusa naumeHtos ¢ AKIK. B TeyeHue 6onee
yem 8,5 net (c aHaps 2011 no centabps 2019 roga) o6cnenosaqo
726 naumeHtoB ¢ AKIXK. /13 HUX anarHo3 b1 noATBepXxaeH y 361
(49,7%) naumeHTa n nuckntoyeH y 365 (50,3%). CpeaHuit BospacTt
nauueHToB coctasun 41+15,9 net; 66,3% 6binK My>X4nuHamu. Ham-
0onee pacnpocTPaHeHHbIM CUMNTOMaMK BbINN YyaLleHHOe cepa-
Le6ueHune y 38,1% nauueHToB U Xenya04KoBble aputMun y 17%;y
10% — cemeitHbIii aHamHe3 BCC.

B o6uieii cnoxHocTn 87 naumeHTam 6bin yctaHosned VKL npu
nepen4HOM o6paLLieHumn. A3 aTux cnyd4aes 54 6binn Npu3HaHbl No
Ha3HA4YeHNO, B TOM 4ucne y 4 nauueHToB Obin AMArHOCTUPOBAH
capkongo3s. Y 33 naumeHtos umnnantauus VK[ npusHaHa Heue-
necoo6bpasHoM, N PeKOMeH0BaHO U3B/eYeHMe yCTpoiicTea. Y na-
LIMEHTOB, KOTOPLIM NpOBEAeHa HeLenecoobpasHas WMNnaHTauus
VK[, 6b1110 60MbLLIOE KONIMYECTBO OCNOXHEHWNIA, BKNOYas Heonpas-
AaHHble cpabaTtbiBaHKs, MHULMPOBAHUE YCTPONCTBA U Apyrue oc-
NOXHEHUS, CBA3AHHbIE C MMMNNAHTALUMEN YCTPOICTBA.

ANCUNOH-BONHA, KOTOpas SIBNSETCS OCHOBHbIM [AUArHOCTMYe-
ckum Kputepuem B ITF 2010, HenpaBunbHO onpefeneHa y 24 u3
365 nauuenTos (6,6%), y KOTOPbIX 6bina NTOXHO AMArHOCTUPOBAHA
AKIMXK. B uccneposaHum Sampognaro v coasT. [18] nog4epkuBaet-
CA BOXHOCTb MEXAMCLMNIMHAPHOrO Noaxofa npu o6cneaoBaHum
nalneHToB ¢ nofo3peHnem Ha AKIK.

MNpumenenue kputepues ITF 2010 No3BONAET YCTAHOBUTBL AUArHo3
J0CTOBEPHOM, norpaHnyHos unn BeposaTHon AKIMK. YuuTbias, 4TO
tpeHoTun AKITK MOXET W3MEHATLCA B TEYEHWE HECKOJSIbKUX JIeT,
BO3HWKAET BOMPOC, MOYT MW NaLUWEHTbI, Y KOTOPbIX NPW NOBTOPHOI
oueHke anarHo3 AKIMK He 6bin BbICTaBNEH KaK JOCTOBEPHBINA, B
JanbHeNLeM MMeTb 3T0 3a60/1eBaHNe. 3TO HEOOX0AMMO YYUTbIBATDL
Y NaUNEHTOB C NOMOXXMTENbHbIM FEHOTUNOM/OTPULLATENbHBIM (DEHO-
TUMNOM, a TAKXXe Y TeX, Y KOro Oblfin BbIsIBIEHbI HEKOTOPblE aHOManui
K, KoTopble He cooTBeTCTBOBaNM Kputepuam ITF 2010.

Mony4eHHble AaHHble NOATBEPXAAOT BAXHOCTb NPOBEAEHWUS MO-
NeKyNAPHO-reHeTUYECKOr0 UCCneoBaHUs METOAOM BbICOKOMPOU3BO-
QNTENbHOrO CEKBEHUPOBaHMS reHOB, accoLunpoBaHHbix ¢ AKITK ans
BEpUCMKaLN AnarHo3a. Hanu4me natoreHHbIX BapUAHTOB B reHaXx, ac-
couumpoBaHHbix ¢ AKIK, paccmatpreanoch A0NOMHUTENbHbIM 60STb-
LM KPUTEPUEM W MO3BONMUNO HAPAAY C XKENy[o4YKOBbIMM TaxapuT-
mMusiMn 1 aHomanmamu IKI yCTaHOBUTb JOCTOBEPHbIA AnarHo3 AKITK.

3AKJNTHOYEHUE

Owwn604HbIA anarHo3 AKIK yctaHosneH y 32,1% nauneHToB ¢
nogo3peHnem Ha AKITXK. J1oXHble N0J03PeHNs Yalle BCEro 6binu
BbI3BaHbI HENPaBUbHON UHTEpNpeTaumeit pesynbTtatos MPT cepa-
L1a, CBA3AHHbIX C HEBEPHOW OLEHKOW PEernoHanbHOro AUCKuHesa/
aKnHesa CTeHoK MK n3-3a Hanuyusa Takux DakTopoB, Kak nepu-
KapavanbHas NepeTsxka, AUBepTUKYN CTeHKM MK, BOPOHKO06pas-
Has rpyaHas KneTka, paclumpeHue MK y cnopTCMEHOB UNK YacTas
apuTMUS, Bbl3blBatOLLAs apTeakTbl. [eHOTUNUPOBAHWUE CYLLlE-
CTBEHHO MoMoraet Bepuduumposat goctosepHyto AKIDK cpeau
nauueHToB C npeasapuTesibHbIM anardozom AKIMXK.
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