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APUTMOTI'EHHA Sl KAPIMOMUOIIATUSA Y JIETEN: TEHETUYECKHUE OCHOBBI
U ®EHOTUIINYECKHUE IMPOSABJIIEHN . OIIBIT OAHOI'O LIEHTPA
0.A.Kodeiinukona, K.A.UyeBa, A.A.Kocrapesa, C.I.®eTucosa, /I.C.JIebenen,
T.M.IlepBynuna, E.C.Bacnukuna
DI'BY «<HMHI] um. B. A. Anmazoea» Munzopaea Poccuu, Poccusa, Cankm-Ilemepoype, yn. Akkypamosa, o. 2.

Heapb. M3yunTh KIMHUYECKHE MPOSBICHUS, (DEHOTUITMYECKHE BAPUAHTHI M TE€HETHYECKUE 0COOCHHOCTH, a TaKKe
HCXOJIBl Y JIeTel ¢ apuTMOreHHOH kapauomuonaruiit (AKMIT).

Marepuan u MeToObI Hccaen0Banus. [ pynny uccienoBanus cocTaBuin 24 namnuenta <18 et ¢ ycTaHOBJIEHHBIM
muarHozom AKMII, naxonusiuxcs B o HaoronerueM ¢ 2011 o 2024 rr. Meauana Bo3pacra quarsoctuka AKMIIT co-
craBmwia 13 net [12-15]. Bputn mpoaHaaTu3upoBaHbI CICIYIONIUE TaHHBIC: JKAI00bl M aHAMHE3, JJa00opaTopHbBIC MTOKa3aTe-
71 (OMOXMMHYECKHX MapKepbl BOCIIAJIICHHS ¥ CBIBOPOTOYHBIE MapKephl IIOBPEXIACHUSI MUOKapAa, ypoBeHb NT-proBNP),
ANIEKTPOKapArOrpamMma, cyrounoe Monuroprposanne DKI, pe3ynabrarsl sxokapauorpaduu, MarHuTHO-pe30HAHCHOH TO-
Morpaduu cep/ia, CeJIeKTHBHOW KOopoHaporpadyu, rUCTOIOTHYECKOTO H MOJICKYJISIPHO-TEHETHUECKOTO HCCIIEIOBAHMS.
Menuana JMTenbHOCTH HaOroneHus 3a naruentramu AKMIT coctaBuia 27 mecsies [16,5-38].

Pe3yabraThl. Bee nanneHTs OblM HEPOICTBEHHBIMU IIpoOaH1aMu. Y Beex JieTeid 1e010ToM 3a00J1eBaHuUs SIBUIINCH
O6eccumnToMHsbIe xenynoukoBsie aputvun (JKA). J[Baauars tpu (95,8%) nauneHTa sxanoBaiuch Ha: cepaueOnenus - 21
(87,5%) pebenox, cuHKonasbHble cocTosiHU - 14 (58,3%) nereit, cuMnToMBI cepiedHO# HerocTatouHocTH - 12 (50,0%),
4 (16,7%) orMeuanu n3oaupoBaHHyto 601k B rpyau. [1sate (20,8%) nereit umenu «ropsiayio» ¢a3zy. [Ipu ananuze aputmu-
YECKHX JIAHHBIX ObLT BBIsSABIICH psifi ocobeHHocTeir AKMII B nerckom Bo3pacre: JKA Hocwim moauMopHBIA XapakTep,
cyTouHas m1oTHocTh JKA cocrasisiina MmeHee 20% Ha MOMEHT IMAarHOCTUKY, HAJTMYME TO3JHUX MTOTEHIIMAIOB XKETya04-
KOB y OOJIBIIMHCTBA TALIMEHTOB, PSIJI KPUTEPUEB 3a00I€BaHUS U3 TPYIIIBI KAHOMAJIMH PEeNOIsIpU3aLiy» 001a1aIu HU3KOU
nHopMaTHBHOCTHIO. B miporiecce Habmronenus 9 (37,5%) nereit umenu npaBogomuHatayto Gopmy AKMII, 7 (29,9%) -
AKMII ¢ nopaxkennem sieBoro sxenynouka u 8 (33,3%) - OMBEHTpUKYISIpHYIO GopMy. JlecMOCOMHBIE MyTaluuu ObUIN
oOHapyxeHbl y 16 nereit (66,7%), reHeTHUECKHE BApUAHTHI B HEJIECMOCOMHBIX IreHax - y 8 manuenTtos (33,3%)

3akJrouenue. [Tokazano, uto AKMII MoxeT mposiBISATHCS B paHHEM BO3PAcTe, UTO CBA3AHO C pa3BUTHEM apUTMHU-
YECKHUX COOBITHI M/WIIN TSDKEJIBIM TEUCHHEM CEPACYHON HEAOCTaTOUHOCTH.

KaroueBnlie ciioBa: APUTMOT'CHHAsA KapAWUOMHUOIIaTHA; ACTHU; BHE3AIIHAA CCPACUHAA CMEPTh; KECIYTOYKOBBIC apUT-
MHHU; CEpACUHAsA HCAOCTATOUYHOCTh, TCHETUYCCKU-ACTCPMUHHUPOBAHHAA KapANOMHUOIIaTUA
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ARRHYTHMOGENIC CARDIOMYOPATHY IN CHILDREN: GENETIC BASIS AND PHENOTYPIC
MANIFESTATIONS. A SINGLE CENTER EXPERIENCE
0.A.Kofeynikova, K.A.Chueva, A.A.Kostareva, S.G.Fetisova, D.S.Lebedev, T.M.Pervunina, E.S.Vasichkina
Almazov National Medical Research Center, Russia, Saint-Petersburg, 2 Akkuratova str.

Aim. To investigate clinical manifestations, phenotypic variants, genetic features, and outcomes in children with
arrhythmogenic cardiomyopathy (ACM).

Methods. The study group consisted of 24 patients (< 18 years of age) with ACM, who were under observation from
2011 to 2024. The median age at ACM diagnosis was 13 years [12-15]. The following data were analyzed: complaints
and medical history, laboratory parameters (biochemical markers of inflammation and serum myocardial damage mar-
kers, NT-proBNP levels), electrocardiogram, Holter monitoring, echocardiography results, cardiac magnetic resonance
imaging, selective coronary angiography, histological and molecular genetic studies. The median follow-up duration for
ACM patients was 27 months [16.5-38].
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Results. All patients were unrelated probands. All children presented with asymptomatic ventricular arrhythmias
(VA) as the initial manifestation of the disease, 23 (95.8%) patients had complaints: palpitations in 21 (87.5%) children,
syncope in 14 (58.3%) children, heart failure symptoms in 12 (50.0%), and isolated chest pain in 4 (16.7%) patients. 5
(20.8%) children had a “hot” phase. Analysis of arrhythmic data revealed several features of ACM in childhood: VAs
were polymorphic, daily VA density was less than 20% at the time of diagnosis, presence of late ventricular potentials
in most patients, and several criteria from the «repolarization abnormalities» group had low informativeness. During
follow-up, 9 (37.5%) children had the right-dominant ACM, 7 (29.9%) had ACM with left ventricle involvement, and 8
(33.3%) had biventricular form. Desmosomal mutations were found in 16 children (66.7%), non-desmosomal gene vari-
ants in 8 patients (33.3%).

Conclusion. It has been shown that ACM can manifest at an early age and is associated with the development of
arrhythmic events and/or severe heart failure. Increasing awareness among physicians about the early onset of ACM is
crucial for timely treatment of heart failure, prevention of sudden cardiac death, and family screening.

Key words: arrhythmogenic cardiomyopathy; children; sudden cardiac disease; ventricle arrhythmias; heart failure;
genetic cardiomyopathy
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ApurmorenHas kapauomuonarus (AKMIT) - penxas
HACJICICTBEHHAs KapJUOMHOMATUS, XapaKTepU3yIOLascs
(bUOPO3HO-KUPOBBIM 3aMEIICHUEM MHOKapIa OOOMX JKe-
nynoukoB [1-3]. TIo coBpeMeHHBIM Mpe/ICTaBICHHUSIM pac-
npoctpaneHHOCTs AKMII y B3pocibIx MallueHTOB Bapbu-
pyercs ot 1:1000 mo 1:5000 [4].

Hecmortps Ha 10, uro AKMII BeTpeuaercs Hewacto,
e¢ KIMHMYECKOEe 3HaueHHe KpaiHe BBICOKO BBHJY BBICO-
KOTO PUCKA PA3BUTHUS JKU3HEYTPOXKAIOIIUX OCIIONKHEHUH,
BKJTIOYast skesrynoukoBbie aputMun (JKA), cepiednyro He-
nocrarouHocts (CH) n BHe3amHyr0 cepiieuHylo0 CMepThb
(BCC) [1-3]. ComnacHO OmyOJIUKOBAaHHBIM JAHHBIM, CPEIH
JieTelt 1 OJPOCTKOB A0 25% 3MU3010B BHE3AMHOMU cepey-
Hol cMepTH oOycioBieHsl AKMII [5].

Hecmotpst Ha 3HaYUMOCTH MIPOOJIEMBI, B COBPEMEH-
HOW NefnaTpuueckoi MpakTUKe OTMEYAeTCsl HEJ0CTaTou-
Hasi OCBEJOMJIGHHOCTb O JaHHOH KapAMOMHUOINATHH, YTO
00yCIIOBJIEHO HECKOJIbKUMH PUYUHAMH.

Bo-nepBbix, nonroe Bpemsa AKMII cuuranaces 3a-
OosieBaHUEM, TTOPAKAIOIIUM [TPEUMYILECTBO JIUI] CTaplie
30-40 ner u kpaiiHe penKo BCTpevarommumes y aerei [1-3,
6-7]. Ha cerogusiHuii IeHb MUpPOBas JIUTEpaTypa Cozuep-
JKUT JIUIIb OTPAaHUYEHHOE YUCJIO UCCIIEIOBAHUN, OMUCHI-
Baromux HeOospmme rpynmsl gereid ¢ AKMII, npuyem
Nepuoyl HaOIIOAEH!s B 3TUX paboTax ObLI OTHOCHUTEIBHO
KOpoTKuM [8-14]. B oTeuecTBEeHHbIX UCTOUHUKAX HAM y/a-
JIOCh BCTPETUTS JIUIIb €TUHUYHBIC OMIUCAHUS CIIy4aeB 3TO-
ro 3a0oneBanus y aereit [15-17].

Bo-Bropeix, 10 2019 roma paHHas KapAMOMHUOIA-
TSI paccMaTpUBajIach MCKIIOYUTENILHO KaK 3a00JieBaHue,
nopaxaroriee mnpasbiii kenygpouek (IDK) [2]. Omnako
MOCIIIYIOIINE HCCIIeIOBATeNId J0Ka3ald BO3MOXKHOCTb

nopaxxeHust U Jjieporo sxenynouka (JIXK), uro nmpuseno x
BBIJICJICHUIO HOBBIX (DEHOTUIIOB 3a0O0JICBaHUS - JIEBOJIO-
MHUHATHOTO U OuBeHTpuKyssipHoro [2, 18-20]. BaxHo oT-
METUTh, YTO paHee Kpurepuu auarnoctuku Task Force
Criteria 2010 (TFC 2010) Obuin OpreHTHPOBAHBI HAa BEpH-
¢duxanuro uckimountesibHo [1DK popmel, 4To cylecTBeHHO
OrpaHMYMBAJIO BBISIBICHUE JPYTHX ()EHOTHIIOB 3a00IeBa-
Hus [18-21]. dnsa ycrpanenus 3toro Hepocratka B 2020
roxy Obutn paspaboranbl Kputepun [lagyu, BKItoUMBIINE
JIUarHOCTUYECKHE MapaMeTpsl JUIsl OLEHKU IOPaKEHUs
000X JKETYJOUKOB, TEM CaMbIM PacIINPHUB BO3MOXKHOCTH
nuarHoctukw [18, 22].

B-Tperhux, cymecTByromue JUarHoCTHYeCKUE Kpu-
TE€pPUU HE aJlalTHUPOBAHBI JJIsl UCIONb30BaHUS UX y AeTel
[23-24]. Tak, nus ouenku psga kpurepueB AKMIT tpeOy-
eTCs TPOBE/ICHHE MarHUTHO-PE30HAHCHOW TOMOrpadun
(MPT) cepaua ¢ KOHTPaCTHPOBAaHUEM M IHIOMHOKAP/IH-
aJlbHasi OMOIICHS, YTO 4acTO HEBO3MOXHO y AeTell u3-3a
BO3PACTHBIX OTPAHMYEHUIN M BBICOKOTO PUCKA OCIIOXKHE-
Huil. Kpome toro, takue OKI-kputepuu, kak MHBEpCUS
3yona T B mpaBeIx rpynHbix orBeneHusx (V1-V3) seiser-
Cs1 BO3pacTHOM HOpMOH y manueHToB Miuanuie 14-16 ner, a
SIICUJIOH-BOJIHA NMPAKTUYECKH HE BCTPEUAETCsI B ETCKOM
MIOMYJISILIUM, B CBSI3U C TE€M, YTO PETHCTPUpPYETCs Ha Oojee
MO3AHMX CTaauAX 3a0omeBanus [23-25]. BakHO OTMETHTB,
yro nposieiennss AKMIT OKA u mopdodyHKIoHaIbHBIE
M3MEHEHHsI MUOKap/a), He 001a1aloT JOCTaTOUHOMH CrIely-
(GUIHOCTBIO U TPeOyIOT TIaTenbHOM quddepeHnnanbsHoN
JIMarHOCTUKH C JAPYTUMH CXOKHUMHU 3a00JI€BaHHUSMHU.

B-ueTBepThIX, y AeTel 3a00JieBaHUE YacTO MIPOTEKa-
eT OECCUMITOMHO WJIM ¢ MUHUMAaJIbHBIMU KJIMHUYECKUMHU
MPOSIBIICHUSIMU, YTO 3aTPYAHSET €ro PaHHIOK JUArHOCTH-
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Ky u snedenue. Hepeaxo umenno BCC y nereil siBnsietcs
TIEPBBIM U TIOCJICHUM MPOsIBJICHUEM 3a0oneBanusi [2, 8-9].

Takum 00pa3oM, BBILIICH3IOKEHHOE TpeOyeT ycH-
JICHHOTO BHUMaHHMS K 3TOMY 3a00JI€BaHHIO B JETCKOMH I10-
MYJSIAN U TIPUHSTHSL MEP VTS TTOBBILICHUST (P PEKTHBHO-
CTH paHHEW JTUarHOCTUKHU C IIEJIbI0 YMEHBIIECHUS JeTCKOH
cMmepTHOCTH. Ha ceromHs ocraroTcst HEpeleHHbIMU KITIO-
YeBbIe BONPOCHI, KAcaIOMINECs] 0COOEHHOCTEH KIMHUYEC-
kxoro TeueHusi AKMII B gerckom Bo3pacte, OTCYTCTBUS
BaJIMJIUPOBAHHBIX JMArHOCTUYECKUX KPUTEPHUEB Ui Iie-
JIMaTPUUECKOM TPaKTHUKH, BKIIOYas TUQdepeHnanbHyo
JUAarHOCTHUKY.

I{enblo HACTOSIIETO UCCIEIOBAHUS SIBUJIOCH OMHCA-
HUE KJIMHUYECKUX IPOSIBICHUH, (PEHOTUNMNYECKUX BapH-
AHTOB M T'€HETHYECKUX OCOOEHHOCTEH, a TaKke MCXOI0B
AKMII B xpynHeimeil poccuiickoil nenuarpuueckon Ko-
ropTe NalMEHTOB C JaHHBIM 3a00JICBAHUEM.

MATEPHUAJ U METO/JbI
HNCCIEJOBAHUA

C 2011 o 2024 rr. mox HAOIIOAEHHEM HAXOAMIIOCH
24 nauueHTa MoJIOXKe 18 JeT, BKIIOUEHHBIX B PETUCTp Ma-
IHeHTOB aeTckoro Bo3pacta ¢ AKMII (cBumeTenbeTBO 0
peructparuu 6a3sr JaHHBIX Ne2022621121 ot 04.05.2022
r.). Jnaraoz AKMII ObuT ycTaHOBIIEH B COOTBETCTBUU C
muarHoctuaeckumu kpurtepusmu - TFC 2010, IMagyan-
ckumu [21-22]. Menuana Bo3pacta nuarHoctuka AKMIT
coctasmna 13 ner [12-15]. Cpenu mauuenTo 15 (62,5%)
MansaukoB U 9 (37,5%) neBouek. MennaHa ATUTENBHO-
cti HaoOmonenus 3a namuenramMu AKMII cocrasuma 27
Mecses [16,5-38].

KommurekcHOe 0OCTenoBaHrE ITAMEHTOB BKIIIOYA-
JI0 U3ydYeHHe Kayno0d W aHaMHe3a, OLEHKY JabopaTOpHBIX
mokazareneil (ompeneneHne OMOXUMHYECKAX MapKepOoB
BOCHIAJICHUSI W CHIBOPOTOYHBIX MAapKEpPOB ITOBPEKICHUS
muokapna, yposenb NT-proBNP u nposenenue uHCTpy-
MEHTAJILHOTO 00CIIEIOBaHUS CEPCTHO-COCYINCTOH CHCTe-
Mel: DKT, cyrounoe morutopupoBanne JKI' (CM-5KT),
axokapauorpadust (3xoKI'), MPT cepana ¢ koHTpacTupo-
BaHHUEM, CEIIEKTUBHAs KOpOHaporpadus (110 MOKa3aHHUsIM),
THCTOJIOTHYECKOE HCCIIeAOBaHME (IT0 TIOKAa3aHUSIM), MOJIe-
KYJSIPHO-TEHETHYECKOE MCCIIEeIOBAHHE.

Mo mamueiM OKI m CM-OKI' mpoBoawics mouck
OKT -xpurepue AKMII: aHomanuii nemonspu3amuil H
penonspu3anuy (OIEHKAa TPOIIECCOB PEMONSIPU3ANNAN B
TPYIHBIX OTBEACHUSAX B COOTBETCTBHHU C BO3PAacTOM, Ha-
JIMYHe STICUIOH-BOJHBIL, BOIBbTaX KoMiuiekca QRS B oTse-
JIEHUSIX OT KOHEUHOCTEH - HU3KUI BOJIBTAXK OMPEACIISICS
kak <0,5 mB). Ilpu peructparuu XemymTouKOBBIX Hapy-
OICHWH PUTMa OIEHWBAJNCh HX IUIOTHOCTH, XapakrTep,
Mop(]OIOTHS U TOKATH3ALIHU.

[Ipotokon DxoKI' mccrmemoBaHus BKIFOYAN OICHKY
pa3MepoB KaMep Cepila, COKPaTUTENFHOU CIOCOOHOCTH
MHOKap/ia 000UX KETYIOIKOB, HAPYIICHNUS KHHETHKH CTe-
HOK. Ox0KI" kpuTepun [ist AUIaTaiy W/ WA TACQHYHKITUI
ITX / Berxomuoro Tpakra [TK / JDK Opumn cnemyronmmu:
mtararus IDK >2 z-score, FAC <35%, PLAX BBIXOZHOTO
oraena IDK / BSA >16 mm/M?, PSAX BBIXOZHOTO OTAENA
IDK /BSA >18 mm/M?, ammaramms JIK >z-score?, ¢pak-
must Beiopoca JDK <50% u nHapymennst ABHKEHHS CTEHKN
JOK wum ITDK. 3nauennus z-score st IDK onennBanmcey mo
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KaJbKynsaTopy z-score Koestenberger, ams JOK - xanbky-
nsitop z-score Boston Children’s Hospital system (BCH
Z-Score calculator).

IIpotoxon MPT cepama ¢ KOHTPACTUPOBAHUEM
BKJIFOYAJI OIICHKY Pa3MEpOB KaMep cep/ild, COKPaTUTEIb-
HOH CIIOCOOHOCTH MUOKap/a 000HX KETyI0YKOB, HAJTHYHE
¢ubpo3HbIX m3MeHeHu. Jlunaranus w/viu aucHyHKIUS
JOK mo MPT cepaua omnpenensiach MyTeM BBISBICHUS
CJIE/IYFOLIHX TIOKa3aTeliei: KOHeUHO-TNaCTOJIMYECKUI 00b-
em (KO) >120 mu/m?, dpakimst Beiopoca <50%; ITK -
¢pakius BeiOpoca TDK <40%, KO >120 mu/m? y muig
My>KCKoro mona u >110 Mi1/M? y JTHIT )KEHCKOTO Moja 1 Ha-
PYIICHHMS IBUKEHHSI CTCHKH.

I'ucronornyeckoe uccieaoBaHue (IHI0MHOKapANAITb-
Hast OMOIICHS U3 MPaBbIX KaMep Cepliiia WM HCCIleJOBaHIe
HaTHBHOTI'O CEp/Lia IOCiie TPAHCIUIAHTAIINH ) TPOBOAMIIOCH C
TIOMOIIBIO OKPAIINBAHKS T€MAaTOKCHIMHOM M 03UHOM, IO
Ban-T'uzony. st UCKIIOYEHUsT MUOKApIUTa TPOBOIMIOCH
MMMYHOTHCTOXUMUYECKOE MCCIICIOBAHUE C AHTHTENIAMHU K
CD3, CD68, HLA-DR. MopdoMeTprueckoe HCCIeI0BaHUEe
OCTaTOYHOM TIJIOIIA/ M KapIHOMHOIIMTOB U MOJICYET KIETOY-
HOTo MH(QMIBTpaTa MPOBOAWIN C MOMOIIBIO aHAIN3aTopa
n3o6paxennit Image Scope Color M (Poccus).

['eHOTHIIIPOBAaHUE OCYIIECTBISUIOCH METOJIOM IieJie-
BOTO CEKBEHHPOBAHMUS HOBOTO IOKOJICHUS C IPUMEHEHUEM
naHeny, copepskaieit 172 rena, Hanbojee 4acTo accolu-
MPOBaHHBIX C pa3BUTHEM KapauoMmuonaruu. Kiaccuduka-
WSl TATOr€HHOCTH TeHETHYECKUX BapHAaHTOB ObLIa POBE-
JieHa B coOTBeTCTBHHU ¢ kputepusmu ACGM 2015 [26].

[locne ycraHOBieHMs [WarHo3a MalMeHTaM Ha-
3Hayajach aHTHapUTMHYeckas Teparnusi U tepanus CH,
MIPOBOJIMJINCH MHTEPBEHIIMOHHBIE METOABI JieueHHs (pa-
JIMOYacTOTHasi alnaiys apuTMOTEHHBIX 30H cepiaua Hu
MOCTAaHOBKA MMILIAHTHPYEMOTO  KapauoBepTepa-nedu-
opwsitopa (MK/I)) cormacHo akTyalbHbIM KJIMHUYECKIM
pEeKOMEHJalMsIM Ha MOMEHT NPUHATHS perenuit. [Ipu pas-
BUTHU TepMHHAIBbHOM CH ManueHTs! BKIIOYAINCh B JIHCT
oxunanus tpancantanuu cepana (JIOTC) ¢ mocnenyro-
MM TIPOBEJICHNEM TPaHCILIaHTauuu cepaua. Oproromnu-
Yyeckasi TPaHCIUIAHTAIMs BBINOJHSIACH 110 OMKaBaJIbHOU
METOJIMKE B YCJIIOBHSIX MCKYCCTBEHHOTO KPOBOOOPAIICHHMS
C MpUMEHEHHEM (apMaKoXoJI00BOH KapAHOIIIETHN

HccnenoBanne OBUIO TPOBEIEHO B COOTBETCTBHHU
¢ XenbcuHCKOH gaeknapanumeit 1964 roma u omoOpeHO
stuueckuM komuterom HMULL um. B.A.Anmas3osa (mipo-
Tokos Ne 01-23 ot 23.01.2023 roga). Ilepen BxmrodeHuEeM
B HCCIIEJIOBAaHHE OT BCEX 3aKOHHBIX IpEJCTaBUTEIeH He-
COBEPUICHHOJICTHUX OBIJIO ITOJy4eHO MUChbMEHHOE HH(POP-
MHUPOBAaHHOE COTTIacHe.

Taonuuya 1.
Ceeoenusn o éo3pacme oedroma 3a60n1e6anusn y
oemeii pazHplX 603PACMHBIX ZPYRN 8 COOMGEMCIEUe
¢ nepuoousayueii 0encKozo 603pacma no
HU.M.Boponuyosy, A.B.Ma3zypuny (2009 2.)

Bospacthas rpynna Bcero, n (%)
1-3 roxa 0

4-6 ner 3(12,5)
7-11 ner 6 (25,0)
>12 net 15 (62,5)
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CraTtucTudecKuii aHaamu3

Craructudeckass 00pabOTKa JaHHBIX BBITOJIHEHA
npu oMoty porpammer IBM SPSS Statistics v.26 (pas-
pabotuuk - IBM Corporation, CIIIA) ¢ ucmonbp30BaHHEM
METO/IOB MTapaMETPUIECKOTO U HeMapaMeTPUIEeCKOro aHa-
nmu3a. YUYUTHIBAas KOJHMYECTBO MAIIMEHTOB, BKIIOYCHHBIX B
HCCIICIOBaHNE, VIS OI[CHKH HOPMAaJIbHOCTH HCIIOIB30BAI-
csa kputepuit Lllanupo-Yunka. JluckperHesie JaHHbIE B Ha-
meit paboTe MpeaCTaBICHbI B BUE a0COTIOTHBIX 3HAYCHUN
Y TIPOLIEHTOB. /|11 onMcaHus KOMWYECTBEHHBIX MTPU3HAKOB
B 3aBUCHMOCTH OT HOPMAJIbHOCTH PAaCTIPEISIICHIS HCTIOIb-
30BalICh cpejHee apu(MEeTHUECKOe = CpeHEKBaIpaTHY-
HOE OTKJIOHEHHUE (B ClIy4ae HOPMAIBHOTO pacIpeIeIeHHs)
unu B Buze kBaptuieit 50 [25, 75] (npu pacnipeneneHun,
OTIIMYHOM OT HOPMAaJIbHOTO). [/ CpaBHEHHS KaTeropH-
aJIbHBIX MTOKa3areyel UCI0JIb30BAIMCH KPUTEPUN XU-KBa/I-
par ITupcona, Tounslii kputrepuit @umepa. CrarucTude-
CKM 3HAYMMBIMH Pa3IndMs MOKa3aTesiell CYUTAINCh MpPU
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ypoBHe 3HauumMocTH p<0,05. [y OlleHKH BBKUBAEMOCTH
0e3 apUTMHYECKOTO COOBITHS MCIoJb30oBasicst Meton Ka-
nana-Meiiepa.

HOJYYEHHBIE PE3YJIBbTATbI

Bce manmeHTH! OBUTH HEPOACTBEHHBIME ITPOOAHIAMH.
[Tocne amanmm3a MEIUIIMHCKON JOKyMEHTAIUX OBLIO yCTa-
HOBJIICHO, YTO Y BCEX AeTel 1eOr0TOM 3a00IeBaH s SIBIIIHICH
6eccumnTomubie KA, mpudeM y TpeTd manueHToB JKA
MOSIBIJIMCH B Bo3pacTe 10 12 met (tadm. 1). ¥ 7 (29,2%)
JIeTe KeTyIOIKOBBIC HAPYIICHHUS pUTMA OBUIH BBISBIICHEI
BO BpeMs MPOPIIAKTHIECKOTO OCMOTpa U AUCIIaHCEepH3a-
i, y 17 (70,8%) mpu ocMoTpe BpadoM-IiequaTpoM Hocie
MIEPEHECEHHBIX WHTEPKYPPEHTHBIX 3a00JIeBaHUI. AHAIN3
KA mpomeMOHCTpUpPOBal, YTO B OONBIIMHCTBE CITydacB
B Ae0I0Te MMeNla MECTO peAKas KeTyJOdYKOBasl HKCTpa-
cucronmus (JKOC) -y 22 (91,7%) manueHToB M TOIBKO y
2 (8,3%) nereit ObuIa 3aperuCTpUpPOBaHA M30JIMPOBAHHAS
yCTOIUMBas JKETyJOUYKOBas Ta-
xukapaus (OKT). Knuandeckue
MPOSIBIICHUST M MOP(PODYHKIIHO-
HANBHBIX W3MEHEHHs 3a0oJe-
BaHUs BBIBILUIMCH Mo3xke KA.
Mennana Bo3pacta MOSBICHUS
kamod u MoppodyHKIHOHATH-
HbIX M3MEHEHMH cocTtaBuia 12
net [10,5-15] m 12 met [11-15]
COOTBETCTBEHHO. MennaHa BO3-
pacta auarHoctuku AKMII co-
craBmia 13 met [12-15].

Kunnunyeckasi kapTuHa

M ceMeliHbIi aHAMHe3

IBaguate Tpu (95,8%) ma-
IIUCHTA UMEJH Kano0sl, 1 (4,2%)

peO€HOK  ocTaBaics  OecchM-

<20% nToMHBIM. CepamebneHns OpLH
ormmcansl y 21 (87,5%) pebenka,

l CHUHKOIIAJIbHBIE COCTOSAHUS - y 14

(58,3%) mereit, cummnromsr CH
B BHUJIC OJBIIIKA M CHIKCHHS
TOJIEPAHTHOCTH K (hU3UYECKOU
Harpyske - y 12 (50,0%), y 4
(16,7%) oTmedanach W30IUPO-
BaHHas Oonb B rpymu. 5 (20,8%)
JIeTeii UMeJIM HOBOE YHUKAJIBHOE,
peaKoe MpOSIBICHUE JTAHHOTO
3a00JIeBaHUsI - CHMIITOMOKOMII-
JIEKC, COTIPOBOKIAFOIIHIIACS 00-
JbI0 B TPYAd M MOBBIIICHUEM

Tabnuua 2.

ITpumeuanue: KMII - kapaunomuonuutsl, HC - HatuBHoe cepaie; DMb - sngomuokap-

JHuajibHasa ouorncus.

No I'enotun | Yenosus | Ocrarounsie | ®ubpos | Jumomatos | Bocmanenue | YPOBHS TponoHuHa | («ropstaas»
KMILL, % ¢aza). JlaHHOe mposBICHHE HE

1 | PkP2/PKP? HC 0-30 n j n 3aBuceno or (enoruna AKMIIL,
HaOIONAIOCh  TIPEHMYIIIECTBEH-

2 PKP2 OMb 37 * + Z HO Y TMAIMEHTOB C JECMOCOM-
3 MYH7 HC 5-10 + + + HBIMHM MyTalusAMH. B auHamuke
4 FLNC SMBb - + - - y BCEX JAETEH MOCie «ropsuei»
5 SYNE] SMEB 38 N _ ¢da3pl OTMEYEHO MPOTPECCHPO-
p PRP2 e =20 n n n BaHWe 3aboJieBaHMs. Bcem ma-
IUCHTaM C «ropstaei» (a3zon uc-

KITFOYQJICSI MHOKAPANUT U OCTPBIN
KOPOHApHBIH CHHAPOM (B CBS3M

BECTHUK APUTMOJIOI'MU, Ne 2 (120), 2025



46

CO CXOXKECThIO KJIMHMYECKOH KapTUHBI M J1a0OpaTOpHBIX
nokaszaresiei). Hu y opHoro Hamiero nanueHTa He OBUIO
BHE3aIHOW oCTaHOBKH cepiia. OnHako y 4 (16,7%) nanu-
€HTOB OBLI OTATOIICH ceMmeliHbIil anamHe3 BCC (y Bcex 310
BCC poncteennukoB | u 2 nopsaka). CemeliHblil aHaMHe3
AKMII He ObUT OTATOIICH HH Y OJIHOTO MAIMCHTA.

JuiekTpokapauorpagpuyeckne H apuTMHYCCKHE

TIPOSIBJIEHHSI

VY Bcex MalMeHTOB JETCKOro Bo3pacta ObLIO 3ape-
ructpuposaHo 6onee 500 XKIC/cyTku, a XXT Obuia 3ape-
ructpupoBaHa y 16 (66,7%) nauuenrtos. Ciemyer oTMme-
TUTb, 4TO TOJBKO y 3 (12,5%) manmentoB XXOC mmena
MOHOMOP(]HBIH XapakTep, BO BCEX OCTAIBHBIX CIIydasx
(n=21; 87,5%) XKOC umenn nomuMopQHBIA XapakTep u
ObUTH TIpezicTaBiIeHbl OT 2 10 4 Mopdonoruii. B nenom B
rpynmne nanuentoB ¢ KT y 12 (50,0%) nereit ormeuancs
MoHOMOpP(]HBIH Xapaktep, y 9 (37,5%) - nonumopdHbIi,
npuueM y 4 (16,7%) nerelt ©MeNo0 MeCTO TOJBKO ITOJH-
mop¢Has KT. ITo manasiM CM-DKI 1o HazHaucHHs aH-
THAPUTMHYECKOW Teparnuy MeAnaHa CyTOYHOH IMIIOTHOCTH
KA cocraBuna 8,75% [1,9-11,1].

«Mamsrity OKI-xpurepuit no TFC 2010 B Buae un-
Bepcuu 3yona T B V1-V4 npu Hanu4uu MOJHOW OJOKaIbI
npaBoil HOKKK myuka ['mca - ormeueH numib y 1 (4,2%)
namuenTta ¢ nopaxenueMm DK, B Bozpacte 17 net. [IBoe
(8,3%) nmereit ¢ Bommeuenuem JIDK B Bo3pacte 16 jer
uMmenu orpuuarensieie 3yonsl T B V4-V6, uto siBisuioch
«mvaneiM» [Tanyanckum kputepuem. Y 1 (4,2%) naunen-
Ta ¢ OuBeHTpHKY/sipHOIT popmort AKMII nmen orpuna-
tenpHble 3yOusl T B V1-V4 B Bo3pacte 17 niet, 4to Takxke
COOTBETCTBOBAJIO «OoibinoMy» [lamyaHckomy KpuTepHio.
Oncuion-BoiHa («6onbimoi» kputepuid mo TFC 2010 n
«Mautblidy - 1o KputepusM [lagyn) Obuta BBISBIEH TOJIBKO
y 4 (16,7%) naunueHToB ¢ OUBEHTPUKYJISIPHBIM BAPUAHTOM
Ha TIO3/IHEH cTanuu 3a0oieBaHus, Yepe3 4 u 5 et Hado-
nenust. B 19 (79,2%) cnydasx ObUTH OOHAPY>KEHBI ITO3THUC
TTOTEHIUAIIBI JKEITY/I0UKOB.

Takum o6pazom, mpu ananmse DKI' 1 apuTMUUCCKUX
JAHHBIX OBLT BBISABICH psin ocodbeHHocTeit AKMII B nert-
ckoM Bo3pacte: KA Hocwiu nonuMopHBIN XapakTep, Cy-
To4Has MI0THOCTH JKA cocraBnsna menee 20% Ha MOMEHT
nuarnoctuky, Hammyue [1TDK y OoipmmHCTBa NayueHToB,
Pl AMAarHOCTHYECKUX KPUTEPHEB 3a00JIeBaHUs U3 TPYI-
bl «aHOMAJIMH PenoJsipu3anuu» o0aaii HU3KOW WH-
¢dopmaruBHOCTBIO (pHC. 1).

MopdodyHkunonaabHble U

CTPYKTYPHbI€ 0COOEHHOCTH

Ha moment muarnoctuku 11 (45,8%)
JeTeld WMeNn  MPaBOJOMHUHATHYIO (opmy
AKMII, 9 (37,5%) - AKMII ¢ nopaxenuem
JIK u 4 (16,7%) - OUBEHTPUKYISIPHYIO (op-
My. B Xozme mocnenyromiero HaOmoneHus y
psifa ManyeHTOB C MEPBUYHBIM MOPAXKECHUEM
OIIHOTO M3 JKEIyIOYKOB HaOII0/1ajJ0ch MNpo-
rpeccupoBanue 3aboieBaHusl 10 OMBEHTPH-
KyJsipHoro mopaxenust. Tak, mo 2 (8,3%)
MalUeHTa ¢ JEeBOXKEIYA0UYKOBOH U MpaBoOKe-
nmynoukoBoii popmamu AKMIT chopmuposa-
T OMBEHTPUKYJISIPHBINA (DEHOTHII.

VY 7 (29,2%) nereit npu AMHAMUYECKOM

ORIGINAL ARTICLES

aneBpm3Mbl. Tak, y 5 (20,8%) namueHToB Oblia BBISIBICHA
aneBpusMa [1K, y 1 (4,2%) pe6énka - JDK u y emié 2 nereit
(8,3%) chopmupoBaIKHCh aHEBPU3MBI 000UX KETYI0IKOB.

Tunuaneie 11 3a0oneBanus (GUOPO3HBIC H3MCHE-
HUsI OBIIM BBISIBIICHBI y BCEX JIeTeH, KOMY ObLIa BBIIOJ-
Hena MPT cepaua ¢ koHTpactipoBanueMm - 22 (91,7%). 2
(8,3%) marmmentam MPT ceppia He BBIOIHSIIACH B CBS3H
C TSDKEIBIMU HapyIICHUSIMHA PUTMA.

I'mcrontornyeckoe ucciaeaoBaHue

[Iectu (25,0%) 0ONMBHBIM OBLIO MPOBEACHO TUCTO-
Joruyeckoe ucciegopanue (tadum. 2). Cnenyer OTMETUTD,
yro 3 (12,5%) mamuentam OBUIO ITPOBENEHO THCTOJIO-
IHYEeCcKoe HccieoBaHle HaTUBHOTO cepaua nocie TC,
a apyrum 3 (12,5%) Obuia BBITOJIHEHA YHIOMHUOKAP/IH-
anbpHasi OWOIICUSl B XOJA€ TPOBEJCHUS PaJMOYacTOTHOU
abmaruu JKA. Ilo pesynbraTaM HCCICIOBAaHUS Y BCEX
nanueHToB ObuT moATBepskaAceH auarno3 AKMII no Hamu-
YHIO XapaKTepHBIX (UOPO3HBIX M3MEHEHHI B MHOKap/e
(«Oonpmoiy IlagyaHckuil KpuTepuil), Mpu 3TOM OCTa-
TOYHOE KOJMYECTBO KapJHOMHOLIMTOB BO BCEX CIIydasx
obu10 <40% («O0mbioit» kpurepuit mo TFC 2010). ¥V 3
(12,5%) kpome (GUOpPO3HBIX U3MCHCHUM, ObLT BBISBICH
JUIIOMATO3, YTO TAKXe SIBIISCTCS XapaKTEpPHOHW depTon
JTAHHOTO 3200JIeBaHUsI.

I'eneTnueckoe uccae0BaHue U ceMelHbII

CKPHUHUHT

[Ipn npoBeseHHM T€HETHYECKOIO HCCIIEeOBAHMS
JIECMOCOMHBIC MyTallM ObLIM OOHapy»KeHbl y 16 nereid
(66,7%), Bratouast 8/16 marueHToB ¢ BapuaHtamu PKP2,
3/16 pebenka ¢ DSP, o 2/16 nanuenta ¢ DSC u DSG2,
1/16 6onpHOrO ¢ Bapuantom JUP. 3/16 manueHTa nMe-
T CJIOXHYIO T€TEPO3MIOTHOCTh M MMENHM JIBa BapHaHTa
PKP2, a'y 1/16 pebenka 6bu10 B2 Bapuanta B DSP ¢ co-
OTBETCTBYIOIMMHU KIMHUYECKUMH MTPU3HAKAMHU CHHIIPOMA
Kapsaxainsi. ['eHeTHueckue BapHaHThl B HEIECMOCOMHBIX
renax, takux kak FLNC, MYH7/FKTN, RYR2, ALPKS3,
SCN5A wn SYNEI, Obimun oOHapyXeHbl y 8 NalMeHTOB
(33,3%) (puc. 2). 2 (8,3%) marnueHTa MMEIH JUTCHHBIC
mytauuu - MYH7/FKTN, PKP2/CDH?2. Heobxoqumo OT-
MeTuTh, 4to 2 (8,3%) mamueHTa MMeNN TOMO3HMIOTHYIO
MmyTanuio B rene DSC2, Bce ocTallbHbIE BApUAHTHI ObIIIH B
reTepO3UTOTHOM COCTOSIHUU. MyTaluy B HEIeCMOCOMHBIX
reHax JIOCTOBEPHO dYallle aCCOIMHMPOBAHBI C Pa3BUTHEM
JDK dopm AKMII (p <0,05).

5

PKP2
® HepecMOCMOMHbBIE MyTaUWUK
@® DsP
DscC2
® DsG2
® MYHT
» Jup @ RYR2

Puc. 2. 'enemuueckuii cnekmp apummozeHHoil KapouoMuonamuu
HaOmoieHnu ObIJI0 0OTMEUeHO (OpMUpOBaHKE y demeil.
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BceM cembsiM manneHToB ObLUT MPEUIOKEH KapInoBa-
CKYJISIDHBIM U TEHEeTUYEeCKUI KacKaHbIi ckpuHUHT. Kapau-
OJIOTUYECKOE 00CIICIOBAHUC TPOBEICHO BO BCEX CEMBSX -
ponuTeny ¥ cUOCHI ObLIM OCCCUMITOMHBIMH HAa MOMCHT
obcnenoBanus. [eHeTHUECKOE 00CIICIOBAaHNE YNATIOCh BbI-
MTOJTHUTB JIUIIb 3 CEMbSIM, B KOTOPBIX TIPOOAH/T IMEJT PaHHEE
HayaJo U TSHKEJI0e TeUCHHUE, U KaK MPaBUIIO, UM CIIOXKHBIN
TEHOTUIT B BHJIE KoMMayH[. Tak, JaHHblE T€HETUYECKOTO
CKPUHHHTA OBUTH JTOCTYITHBI TOJIBKO JJISI TPEX CeMEH ¢ KOM-
nayHJ-Bapuantamu B PKP2 y mpo0aHI0B, TP 3TOM BO BCEX
TPEX CIIydasiX OIUH WM JIBAa POAUTEISI ObUIA HOCHTEIISIMH
onHoro Bapuanta PKP2, TeM He MEHee, OCTaBalluCh Oec-
CHMITOMHBIMHA Ha MOMEHT KJIMHHYECKOIO UCCICAOBaHUU.

Taénuya 3.
Hcxoovl y 0emeit ¢ apummozennoil kKapouomuonamueil
Hcxon KomnnuectBo
Cunkorre, n (%) 14 (58,3)
Yeroituuast XKT, n (%) 8(33,3)
CpabatsBarne UK/, n (%) 5(20,8)
JIOTC / TC, n (%) 5(20,8)

IIpumeuanue: XKXT - xemynouxoBast Taxuxapaus, UK]] -
HMIUIAHTHUPYEMbIH  KapJuoBepTep-aehuOpuiuisTop,
JIOTC - nuct oxxupaHus TpaHcIIaHTauuu cepaua, TC -
TPaHCIIJIaHTALUS CepALa.
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JUmrensunocts anamuesa or aeGrora KA, mecaunt
Koxpo veronox
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Puc. 3. Kpusas Kannana-Meiiepa, xapaxmepu3syio-
WiAsL BBIIHCUBGAEMOCHD De3 PA3GUMUA APUMMUYECKO20
coovimus.
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Bruximaemocts

JlnrremHocTs aHaMHesa ot Aediota KA, Mecamt
Puc. 4. Kpusvie Kannana-Meiiepa, xapakmepu3syoujue
GLLIHCUBACMOCIND D€3 PAZGUMUS APDUIMMUYECKO20 COObI-
mus, 20e KpacHoul 1unueil NOKA3AHA 8bIHCUBAEMOCHLL Y
nayuenmoes ¢ mymauyuei ¢ cene PKP2, cuneil nunuei -
Y RAyUeHmoe ¢ Hen1aKoPUIIUHOGHIM 2EHOMUNOM.
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TeueHune u ucxoabl 3a00/1eBaHUSA

Menunana IIUTETHHOCTH HAOMIONEHHS 3a MAllHeHTa-
mu AKMII cocraBuna 27 mecses [16,5-38]. K nebnaro-
MIPUATHBIM HCXOAaM 3a00JIeBaHUSA B IIPOIIECCE TUHAMHYEC-
KOTO HaOIOACHHUS MBI OTHOCHIIN aPUTMUYECKHE COOBITHSA
(cunkore, ycroitunsas T, cpabareiBanne UKJ]) u BKITIO-
yernue B JIOTC / TC) (tadm. 3).

VY 15 (62,5%) neteii OpLIH 3apETUCTPUPOBAHBI APHUT-
MHYECKHe cOObITHA. BaXKHO OTMETHTH, YTO 32 BeCh MEepH-
o1 HaOMIOeHWs HU y ofHOro manueHta He Opio BCC,
netanbHOro ucxoma. OmHako 3a BpeMs HaOIrOmeHUs B S5
(20,8%) cmydasx ObUIM 3aperHCTPUPOBAHBI 0OOCHOBAH-
Hble cpabarbiBanus MK/, a B 4 anu3onax U3 HAX oTMeda-
JINCh HEOJHOKpATHBIE cpadarbiBaHusl - oT 3 110 § pas.

IIpoBenennbiii meronom Karana-Meiiepa ananus
MOKa3all, 9T0 MEANaHa CPOKA HACTYIUICHUS] apUTMHUYECKO-
ro coObITus coctaBuia 17 mecsmes ot aedrora KA (95%
JIN: 0,00 - 63,64). ApUTMUYECKUM COOBITHUEM CUHUTAIOCH
m000e mepBoe MPOU30IIE/IIee U3 CISAYIOINX TOCHe /18-
orora XKA: ycroituuBast XKT / puOpHILISAILHS KETYIOUKOB,
cunkore, cpabarpiBanne MK/]. Takum obpazom k 17 me-
cA1eB OT aebrora 3aboneBanus He MeHee yeM y 50% ne-
terr ¢ AKMII npomsolineT aputMudeckoe coObITHe (puc.
3). Menuana BpeMeHHU JI0 BOBHUKHOBEHUS apUTMUYIECKOTO
coOBITHS B HaIIEH TpyIie coctaBmiia 4 Mecsima [2-12].

VYuutsiBas, 4T0 B HAllEHd KOIOpPTE€ CaMbIMM YacTO
BCTPEYAIONIIMHUCS MyTallusiMiA Obutk B TeHe PKP2, Oblna
MIPOBE/IeHA OIICHKAa BBDKMBACMOCTH 0€3 apUTMHYECKOTO
COOBITHS y TAIINEHTOB C BapraHTaMu B PKP2 B CpaBHEHUH
¢ IpyruMu reHamu. Tak, 3aBUCHMOCTH BEDKHBAEMOCTH 0e3
APUTMHUYECKOTO COOBITHS OT THUIA TeHETHYECKONH MyTaI[lH
ObLlIa crarucTUaecku 3HaunMoit (p=0,025). Meauana cpo-
Ka pa3sBUTHSA aPUTMUYECKOTO COOBITHS y MAIIEHTOB C MY-
Taruei B rene PKP2 He Oblj1a TOCTUTHYTA, a Y TALIUCHTOB
C MyTanusMH B APYTHX reHax cocramia 3,0 mecsma (95%
JU: 0,078 - 5,92) (puc. 4).

[Iate (20,8%) mereit mMenH TSHKEIOE TEUCHUE XPO-
Hudeckoid CH. I'eHOTHT ManMeHTOB 3TOW TPYIIIBI Xapak-
Tepu3oBaics cieayromuMu ocobenrocTsmu: 3 (12,5%)
MaIFeHTa ¢ MyTaIlsIMHA B IECMOCOMHBIX T€HaX MMEJH Ta-
TOTEHHbIE KOMMayHA-MyTarmn, 2 (8,3%) pebenka umenu
JUTEHHBIC MyTaIlMX KaK B IECMOCOMHBIX, TaK U HEJECMO-
coMHBIX TeHax U 1 (4,2%) 60abpHOI MMeN TOMO3UTOTHYIO
MyTanuio (Tadi. 4)

Kmmnngeckas kaptuna CH III-IV @K pa3sunace B
Teuenne 12 mecsues [12-26] nabmonenus. Meanana Bo3-
pacta BiroueHust B JIOTC/TC 12 ner [11-14]. Ha nanubrii
MomeHT 3 (12,5%) metsim mposenena TC.

OBCYXIAEHHUE IMOJTYYEHHBIX
PEY3JIbTATOB

B wuccrenoBanuu mpeacTaBieHa XapaKTepUCTHKA
kxoropthl aeteit ¢ AKMII. Panee cuuranock, 4To gaHHOE
3a00JICBaHUC B OCHOBHOM 3aTpParvBacT MAlUECHTOB B3pPOC-
JIOTO BO3pacTa, MPHYEM MaKCUMallbHas 3a00JIeBACMOCTh
OTMEYAeTCsl B TPEThEM U YETBEPTOM JIECATUIICTHUSIX KU3-
uu [1-3, 6-7, 18-20]. OnHako coBpeMeHHbIE JaHHbIE CBU-
JIETEILCTBYIOT O BO3MOXKHOCTH OoJice paHHEro neOroTa -
BILIOTH JI0 MJIaJIEHYECKOro Bozpacta [27-28]. B namem
nccnenoBannu y 3 nereit (12,5%) mepBble NposiBICHUS B
Buje JKA 3apeructpupoBassl B Bo3pacte 4 neT. B ogHom
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cilyyae paHHMH JeOr0T HaOmojancs y NanueHTa ¢ CHH-
apomoM KapBaxans, JUisi KOTOPOTO XapaKTEpHO paHHee
(opMupoBaHe KIMHUYECKOTO (peHOTUNA. Y TPETH IeTel
Hayasio 3aboneBaHus OTMeYeHO B Bo3pacre 10 12 set. Co-
BPEMEHHBIE HCCIIEJOBAHUSI CBUJIETEIBCTBYIOT O TOM, YTO
y nenuarpuueckux nanueHToB ¢ AKMII puck pa3Butus
xusHeyrpoxarommx KA u BCC, a rawke Tsxenoit CH
BhIIIE, YeM Yy B3pocibix. Tak, B uccnenoBanuu L.Daliento
MPOJEMOHCTPHUPOBaHoO, uTo yactora BCC y Monoasix mna-
LIMEHTOB OoJiee BBICOKAsl M0 CPABHEHUIO CO B3POCIIBIMU C
AKMII [8]. Uccnenosanue A.Te Ricle moarBepanio, 4to
BCC sBnsiercst XxapaKTepHBIM OCIIOKHEHHEM UMEHHO JICT-
ckux popm AKMII [10]. CormacHO TaHHBIM JIUTEPATYPHI,
tepmuHaneHas craaus CH, tpeOyromas TC, Bce uarmie
Bcrpedaercs mpu AKMII, B Tom dncne y manueHToB AeT-
ckoro Bo3pacra. B uccnenosanuu K.Chen noxaszano, uto
yacrota TC u neranpHOro ucxona Bciaeactsue CH npu
JAHHOM 3a00JIeBaHUH cOCTaBiseT oT 2 10 22% [29]. B na-
1Iell KOropTe apuTMHUYECKUE COOBITHS OBLIM 3apEruCTpH-
poBanbl y 50% nanueHToB (MeanaHa BpeMeHH oT Je0roTa
JKA 110 mepBoro apuTMHU4ECKOT0 COOBITHS COCTaBMIIa 4 Me-
csia ot nedrora KA. Meanana cpoka HaCTYIUICHHST apUT-
MHYECKOTO COOBITHSI, omnpejeneHHas meronoM Kariana-
Meiiepa, coctaBmia 17 mecsie ot nedrora KA (95% JAU:
0,00-63,64). Tsxenas CH (III-IV ®K no NYHA) auarno-
ctupoBaHa y 20% MaIueHToB.

[TonyueHHbIe JaHHBIE OAYEPKUBAIOT KPUTHUECKYIO
BaXXHOCTh paHHel nuarHoctuku AKMII B nenuarpuuec-
KOW TIpaKkThKe, B TEPBYIO odepenb Uil NpOQUIaKTHKH
BCC u cBoeBpemennoro Bxmouenuss B JIOTC. Onnaxo
nuarnoctuka AKMII y neteit npeacrasinsieT co0oil cymie-
CTBEHHBIC TPYITHOCTH.

VY nerelt Ha paHHUX CTaJusIX JaHHOE 3a00JCBaHUE
MOYKET HE UMETh SIBHBIX CUMIITOMOB, UTO JICJIAET €r0 TPY/-
HOYJIOBUMBIM TIpH PYTHHHBIX oOciemoBanusx [29, 30].
Tak, B Hamewm uccnenoanuu y 100% nanuentoB ae0roT
3a0oJsieBaHUsT TPOSIBISLICS peAkor OeccumnTomMHONM KA,
BBISIBISIEMOH CITy4allHO. AHaJIOTUYHBIC JIaHHbIE MTPUBOAST
M.Cicenia et al. B ucciieJoBaHUM UTAIbSHCKOW NEHaTPH-
yeckoit koroptel maruerToB ¢ AKMII, onmceiBast 6eccum-
MITOMHOE Ha4yaJIo 3a00JIeBaHMsI C HE3HAYNTEIHHOTO KOJTYe-
CTBa KEJIYJIOYKOBBIX HapyIICHUI pUTMa, OOHAPYKEHHBIX
ciayvaitno [13]. Bo3moxHoO,
OJTHOW M3 MPUYHMH MO3IHEH NU-
arHoctukn  AKMII sBasiercs
Kak pa3 1o, uto XKA nonroe Bpe-
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HUEM YPOBHS TPOIMOHHHA I, Tak Ha3bpIBaeMON «ropsueii»
¢das3er [28, 32]. B omiuune OT B3pOCIHBIX MAIUCHTOB C
AKMII, y nereil maHHBI CUMOTOMOKOMILIEKC HaOJoza-
eTCs 4Yalle U MOXET OBITh TEpBBIM IPOSBICHHEM 3a00-
neBaHus, TpeOys TaTenbHOH IuddepeHranbHoNn Tua-
THOCTHKH C OCTPBIM KOPOHAPHBIM CHHAPOMOM H OCTPBIM
MuokapauTom [28, 32].

CornacHO ~ JaHHBIM  JIMTEPaTypbl, JUArHOCTHU-
ka AKMII B nmerckoM Bo3pacTe SIBISETCS PE3yIbTaToOM
KacKaJHOT0 CEeMEHHOrO CKPUHHUHTA B3POCIBIX POACTBEH-
HukoB ¢ AKMII [8-13]. OTcyTcTBHE ceMeitHOrO aHaMHe3a
MOXKET 3aTPYIHSTh JUarHOCTHMYECKUH MOMCK Y peOeHKa.
B nameit koropre maumb 4 (16,7%) nanueHra uMenu oTsi-
TOIEHHBIN ceMelHblll aHamMHe3 B oTHomeHuun BCC, mpu
9TOM cily4aeB ycraHoBieHHoro guarnHoza AKMII cpenu
POJICTBEHHHMKOB HM OBLJIO HU y OJHOTO MalHeHTa. JTO He
BCErJla CBSA3aHO C HAIMYMEM MyTanuu de-novo, HO Haubo-
Jiee 4acTo MOXKET OOBSCHSTHCS MO3JHEH MaHH(pecTauen
3a00JIeBaHUs Y HOCHUTEIICH, OTpaHNYEHHUSIMU TUarHOCTHKA
y IpEeAbIAYIIUX TOKOJICHHH, HEMOIHOM MEeHeTPAaHTHOCTHIO
rexa [33-35].

OKI" kputepun B BHUJI€ U3MEHEHUI MPOIECCOB pe-
MOJISAPU3AIUN U JEHOJAPU3AIUY HEPEIKO BO3HMUKAIOT
JI0 MOP(OJIOTHYECKOr0 PEeMOJICIIMPOBAHNSI MUOKap/ia U
no3BoisitoT 3amono3pute AKMII [2]. B mamieir padote
aHOManuHu pernoysspusanuu (uHBepcus 3yoma T) uz-3a
BO3PACTHBIX OTPAaHUYEHUN UMENH JUarHOCTHYECKYIO
LHEHHOCTh JuImb B 16,7% (4/24) cinyuaeB. DICHIIOH-
BOJIHA BBIABIISJIACH C aHAJIOTM4YHOW YacToToit (16,7%).
ITosmyueHHBIe AaHHBIE COMIACYIOTCS C MEXIYHapOAHBI-
MU HCCJIEZIOBAaHUSMH, MOATBEPKAAOMUMU HHU3KYH HH-
(hopMaTUBHOCTH KPUTEPUEB PETIONISIPU3ALINN U TICUIIOH-
BOJIHBI B ienuatpuu [23-25, 36].

Harre nccnenoBanue noATBEpANIO BBICOKYIO PACIpo-
CTPaHEHHOCTh apuTMH4eckux cumnromoB mpu AKMII y
nerert, 100% manpenToB umenu JKA. Ongaako Tonbko 8,3%
(2/24) coorBercTBOBaNM  «OONBIIOMY» KpHuTepuio TFC
2010 (KT c Gnokamoii 1eBoit HOXKHM Mmy4ka ['nca n Bepx-
Hel 0Chi0). Y OCTaJIbHBIX TAIMEHTOB B Je0I0TEe HaOIona-
muck KT npyroit mopdosnoruu, BKIIrOUas MOTUMOPGhHBIC
BapuaHThl. OTU JIaHHbIE MOAYEPKHUBAIOT MOTCHIUAbHbIC
OTpaHMYEHUS] UCTIOJIb30BAaHKS B TOM UYHUCIIE apUTMUYECKUX

Tabnuua 4.

Denomun-zeHomunuueckKue 0CoO0eHHocmu Y nayuenmoe ¢ msadicenou cepdetmoz?
He00CmMamoYHOCMbIo npu apummozermoz? Kupduomuonamuu

Ms OCTa&TCsi HE3aMEUEHHOH B | No 1 2 3 4 5
CHIT €€ PEIKOCTH M OTCYTCTBHS [ ” ” o » o
CYOBEKTHBHBIX CHMITOMOB.

Kpome Toro, mpu AMarHoCTHKe Bospact na moment TC/ 11 16 8 12 16
AKMII cnenyer mpunuMarh o | BR/IOICHIA B JIOTC, et

BHMMAaHHUE TOT (PaKT, uTo KIMHU- | [lepBrudyHOE BOBICUEHHE DK DK JEK DK DK
YCCKHE TPOSBICHUS MOTYT ObITh | enoTum buB buB buB buB buB
CXOXH € JIDYTHMH - CCPAICHHO- PKP2/ | MYH7/ | DSP/ | PKP2/
COCYIMCTBIMU  3a00JICBAHUSIMU IR — CDH2 FKTN DSP PKP2 DSC2
[2]. B nepryio oucpenp, crox- Lpvus| pivus | pLp | PP L/P
HOoCcTH ¢ JuddepeHraIbHON

JIMATHOCTUKOW BO3HHKAIOT MPH TC i i JI0TC + JI0TC

MOSIBJICHUE  PEUUIUBUPYIOIINX
SMU30/I0B 3arpyJUHHBIX OOJICH,

COMMPOBOXKAAIOMINXCS TOBBIIIC- WA CEpAlia

[Mpumeuanue: buB - 6usentpukymsapusiid, JOK - nesbiii xenynouek, JJIOTC - nucr
OXuJaHus TpaHcmanTauu cepaua, [DK - npaselit sxkenynouek, TC - TpaHcmiaHTa-
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OPUT'MHAJIBHBIE UCCIIEJJOBAHM A

KpHUTEpUEB B NeauaTpuueckoil nomynsauu. [oareepxaaer-
cst runote3a R.Shriprasad u coaBr. o Tom, uto nrobast XKT y
nereid MoxeT ObITh Mapkepom AKMIT [37].

CrnenyromuM AUarHOCTHYECKUM BBI30BOM U MpPHU-
yrHor no3aHer auarHoctuku AKMII sBiasgeTcst Bo3MOXk-
HocTh nopaxenust JOK npu geBogoMuHaTHON 1 OMBEHTPH-
KyJIsipHO# (hopmax 3abosneBanus. B namei rpynme >50%
MAIIEHTOB HMENN «HEKIaCCUYECKU» (JIeBOJOMUHAHT-
HBIH WM OMBEHTPUKYJSIPHBIN) (eHoTun 3adoneBaHus, B
CBSI3M C YeM M3Ha4aJbHO OBUTH MOCTABJICHBI OIIMOOYHBIC
quarHo3sl aunaranuonHas KMII, taxumuaynupoBaHHast
KMII unn muokapaut. IIposenenue MPT cepaua ¢ xoH-
TpPacTUPOBAHUEM, TEHETHYECKOTO UCCIIEIOBAHNUS, a B PAJe
CJIy4aeB THCTOJIOTMUECKOTO UCCIIEOBAHNUS ChITPATIO KO-
YEeBYI0 pOJb B MOATBEP)KICHUU HAJMUYUS «HEKJIACcCHUec-
kux» ¢eHorunoB AKMIT [11].

Bce manueHTsl B Hallel rpynme MMeIu MaToreH-
Hble BapuaHThl. Y 66.7% (16/24) 310 ObUIH JECMOCO-
MHBIE MyTaluu: Hauboisiee 4acTelii Bapuant - PKP2, a
taxxe DSP, DSG2, DSC2 u JUP (accolMupoBaH C CHH-
npomom Kapgaxamst) [15]. Cpenu HEICCMOCOMHBIX Ie-
HOB ObuIN BhIsBIEHBI MyTauuu B FLNC, RYR2, MYH?7,
SCN5A4, ALPK3 u SYNEI. InTepecHo, 4TO HaMu ObLi1a
YCTAHOBJIEHA YeTKasl aCCOLMANMS HEIECMOCOMHBIX MY-
tanuii ¢ BosinedenueM JIXK. Kpome Toro, y HeckonbKkux
MAIMEHTOB Mbl OOHapy)KMJIM TaTOTCHHBIC BapHUaHTHI B
reHax, CBA3aHHBIX C IPYTUMH HAaclIeACTBEHHBIMU Kapu-
onorndeckumu 3abonesanusmu (MYH7, SCN5A, FLNC
u RYR2) [2]. OTo yKka3blBaeT Ha BO3MOXKHOE pa3inuue
MOJICKYJISIPHBIX MEXaHM3MOB Pa3BUTHUS ATHUX 3aboieBa-
Huii o cpaBHenuto ¢ AKMII u noguepkuBaeT 3HaueHUE
JIOJITOCPOYHOTO HAOIIONEHUS /IS JIYYIIeTo MOHUMAaHHUs
KJIMHUYECKUX (PeHOTUNOB. Ba)kHO OTMETHTH, YTO B Ha-
1Iei koropte ObUIN BBISIBICHBI peakue reHoTHIbl AKMIT -
MYH7 n ALPK3, accounnpoBaHHbIe C OMBEHTPUKYIISIP-
HBIM ()eHOTHIIOM 3a0oneBaHus. B nmuTepatype onucaHsl
JIUIIb HECKOJBKO IMOJOOHBIX KIMHUYECKUX CIIydaes,
CBUJIETEIBCTBYIOIINX O BBICOKOM PUCKE BOSHUKHOBEHUS
APUTMUYECKUX COOBITUH NMPH ATHX TeHETHYECKHX Ba-
puanTtax [29, 38-39]. B ogHOoM ciydae ObUia BBISIBICHA
myTanus B rene SYNE, kotopasi paHee He ONUChIBaIach
kak npuunHHas npu AKMII, HO deHOTHIIHMUECKHE KPH-
TEpHUH, BKJII0Yasi TUCTOJIOIMYECKHUE JaHHbIE JAHHOTO Ma-
LIUEHTa COOTBETCTBOBaNN Kputepusim AKMII.

I'eneTnueckoe McCleOBaHUE MMEET HE TONBKO AU-
arHOCTUYECKOE, HO M MPOTHOCTHYECKOe 3HaueHue. Tak,
nanueHTsl ¢ Tshxenoid CH umenu 6o CIIoXKHBIC reTepo-
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3UTOTHBIE WJIM TOMO3UTOTHBIE, JIMOO JUTeHHBIC MYTAaIUH.
Takue BBIBOJBI KOPPEIUPYIOT C JaHHBIMH JINTEPATYPHI.
Kpome Toro, Mbl yCTaHOBHWJIH, YTO Yy HAllMEHTOB C BapH-
aHTtamu B reHe PKP2 aputMu4eckue coObITHs (CHHKOIIE,
ycroitunBast JKT/GpuOpmutsust sxesrynouKkoB, cpadarbiBa-
nue MK]J]) Habmonanuce ropasio pexe Mo CPaBHCHHIO C
JIETbMH C MyTallMsIMU B IPYTUX T'eHax. JlaHHbIe COmacyIoT-
Csl ¢ MEXIYHApOIHBIMH MCCIICOBAHUIMU MTOATBEPIKIAI0-
myMu 0oJiee BHICOKHMI apUTMOTEHHBIA PHCK Y MAallMeHTOB
¢ mytanusmu B reHax ALPK3, DSP u FLNC [2, 38-39].

Takum 00pazoM, HaCTOPOKEHHOCTh B OTHOILCHHUH
AKMII, npoBeneHne KOMIUIEKCHOTO KapAHOJIOTHYECKOro
obcnenoBanus, Bkitouas MPT cepana ¢ koHTpacTupoBa-
HHUEM U FeHETHYEeCKHUI CKPUHUHI, @ TAK)KE TIIATEIbHOE /-
HaMp4eckoe HaOJIOJIeHNE 32 TAaKUMU MAllMeHTaMH, MOTYT
MIOMOYb B PaHHEM BBISIBIICHHN 3200JI€BaHUSI 1aXKe TIPH MH-
HUMAJIBHBIX CHUMIITOMAaX, CTPaTU(UKALUH PHCKA >KU3HE-
YTPOXKAIOLIUX OCIIOKHEHHH, a TakxKe (POPMUPOBAHHH TIEp-
COHU(HIIMPOBAHHON POTPAMMBI JICYEHUS U HAOIOICHHS.

Orpanuyenusi uccjie0BaHus

HccnenoBanue umeer psaj orpaHuueHuil. Bo-mep-
BBIX, 3TO HEOOJBIION pa3Mep KOropThl, 00yCIOBICHHBIN
PEIKOCTBIO TaTOJIOTMU B TEAMATPHUYECKON ITOMYJISIIIUH.
Bo-BTOpBIX, HEMOIHOTA KIMHUYECKUX TAaHHBIX, HATIPUMED,
MPT cepata ¢ KOHTpacTUpOBaHHEM BbINONHEHa y 91,7%
(22/24) mnanueHTOB, TUCTOJOIMYECKOE ITOATBEPIKICHHE
nojy4yeHo b y 25% (6/24), 4T0 MOXKET MOBIUSATH HA
TOYHOCTbH BEpU(HKALUH JMarHo3a B HEKOTOPBIX CITyYasiX.
JIpyruM BaXKHBIM OTPaHWYEHHEM SIBIISIETCS OTCYTCTBHE
POIUTEIHCKOTO TEHETHYECKOTO TECTUPOBAHUSI B OOJIBIINH-
CTBE CJIy4aeB, YTO HE MO3BOJIMIO YCTAHOBUTH MPOUCXOXK-
JicHHe MyTanui (de novo WK yHacjaeJOBaHHbBIC), OTPAHU-
YHBasi OIICHKY TIEHETPAHTHOCTH ¥ CEMEHHOIO PUCKa.

3AKJTIOYEHHUE

Hacrosiimee mccnenoBanne mpeAcTaBisieT NMEPBOE B
OTEYECTBEHHOW NMPAKTHKE KOMIUICKCHOE OTHCAHWE MeIH-
arpudeckoil Koroptsl marueHToB ¢ AKMII. Harmra pabota
MIO3BOJIT PACIIMPHUTE TOHUMaHNE 0COOEHHOCTEN TeUueHHMs
1 ucxonoB 3aboneBanus y aereil. [lokazano, uto AKMII
MOXKET IPOSIBIISITHCSA B PAHHEM BO3pacTe U CBsI3aHA C pa3-
BUTHEM apUTMHUYECKHUX COOBITHI W/NIIN TSKEIBIM TCUCHH-
em CH. IloBbImeHre 0CBeIOMICHHOCTH Bpadel 0 paHHEM
Hagasre AKMII, BHempeHne COBPEMEHHBIX METOIOB 00CIe-
JIOBaHMS KpaiHe BayKHO ISl CBOeBpeMeHHoro jieuennss CH
u npodunaktukn BCC, a Takxe A MPOBEACHUS ceMeii-
HOTO CKPHHHHTA, YTO ITO3BOJIUT YITyUIINUTh IIPOTHO3.
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