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MnepTpoduryeckaa kapguommonaTus B couyetaHum ¢ cuHapomom bpyrapa. Knminuecknia cnyvai

MoapaHsikos C.B., MNpecosa B.B., Eropos J1.B., KanayaHosa E.T1.

Beepenue. Coyetanune cuHapoma bpyraga u runeptpoduyeckor kapamommona-
TN SBNSIETCS KpariHe PefKMM, XapakTepu3yeTcs BbICOKUM PUCKOM Pa3BUTUS HE-
6naronpusTHOrO MCXOAA U BbI3bIBAET MHOXECTBO BOMPOCOB OTHOCWUTENBHO TaKT-
KV BEAEHUS TAaKMX NALMEHTOB.

Kpatkoe onucaHnwue. lMpeactaBneH KAMHUYECKWIA CRy4ain AeBOYKU C COYETaHNEM
deHoTNa runepTPoOPHHECKo KapaMoMMonaTn N ANeKTPOKapAMorpadu4eckoro
(9KT) nattepHa bpyrapa. 3abonesanue nebTpoBaso B 4 roaa, koraa npu o6-
CNenoBaHM BbiSBNIEHbI TMNepTpodums MUoKapaa NEBOro Xenyaoyka v npexons-
wuin OKI-natTepH no tuny "ceoaa” B npaBbiX rpyaHbix oTBeaeHusx. KM namene-
HUS 3HAYaNbHO ObINM pacLEeHEHbI Kak BTOPUYHbIE — HA GOHE rMnepTPOPUYeCcKoit
kapavomuonaTuin. B Bo3pacte 7 neT, nocne nosiBNeHns crneumpuyeckmx xanob
1 MONy4eHNs Pe3yNnbTaToB NOJHOrEHOMHOIO CEKBEHMPOBAHUS, Bbin BepudULMpo-
BaH cuHapom Bpyraga. CoueTaHue AByx 3aboneBaHwii noTpeboBano Koppekumn
Tepanuu 1 TaKTUKN BEAEHNS.

Auckyccus. Haw npymep NnpeacTaBnsieT Co4eTaHNe reHeTUHeCKy BepudULMpoBaH-
HbIX FTMNePTPOdUYECKoit kKapanoMuonaTtm n cuiapoma bpyraga. B mupoBoii nute-
patype y feTein nofobHbIe Cnyyau paHee He onucaHbl. KoMOUHaLms ABYX peakmx
NOTEHLMaNbHO NeTanbHbIX 3a60neBaHnii TpebyeT OT Neyalllero Bpaya kpaiHe BHU-
MaTesibHOro NoAxoAa K nofdopy MeAUKaMeHTO3HO Tepanuu, 0cobeHHo beTa-aape-
HOGNOKATOPOB, AMHAMUYECKOMY HAOMIOAEHMIO U TaKTUKE AaNbHENLLEro BEAEHNS.

KnioueBble cnoBa: runeptpoduyeckas kapavommonartns, curapom bpyrapa,
NoSHOreHoMHoe cekBeHvpoBaHue, MYH7, MYL3, SCN5A, metonponon, KInHu-
Yeckuin cnyyain.
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Hypertrophic cardiomyopathy associated with Brugada syndrome. A case report

Pozdnyakov S.V., Presova V. V., Egorov L.V., Kalachanova E.P.

Introduction. The combination of Brugada syndrome and hypertrophic cardiomyo-
pathy is extremely rare, characterized by a high risk of adverse outcomes, and rai-
ses numerous questions regarding the management of these patients.

Brief description. We present a case of a girl with a combined hypertro-
phic cardiomyopathy and Brugada ECG pattern. The disease onset occurred
at age 4, when examination revealed left ventricular myocardial hypertrophy
and a transient coved-type ECG pattern in the right precordial leads. The elec-
trocardiographic changes were initially considered secondary to hypertro-
phic cardiomyopathy. At the age of 7, following the onset of specific com-
plaints and receipt of whole-genome sequencing results, Brugada syndrome
was confirmed. The combination of the two conditions required adjustments
to therapy and management.

Discussion. Our case presents a combination of genetically verified hy-
pertrophic cardiomyopathy and Brugada syndrome. Similar cases have not
previously been described in pediatric literature. The combination of two
rare, potentially fatal conditions requires the physician to carefully select
therapy, particularly beta-blockers, as well as monitoring and subsequent
management.

Keywords: hypertrophic cardiomyopathy, Brugada syndrome, whole-genome se-
quencing, MYH7, MYL3, SCN5A, metoprolol, case report.
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KnioueBble MOMEHTbI Key messages

* Tuneprpoduyeckass KapaIMOMUONATUSI U CUHAPOM
Bpyrana sBasOTCS HaClAeACTBEHHBIMU 3a00J1eBa-
HUSI C BBICOKMM DPHUCKOM BHE3aITHON CEpIeYHOI
CMEPTH, a UX COUYETAHUE YBEIMIMBAET BEPOSITHOCTh
JIETAIBHBIX aPUTMUYECKUX COOBITUIA.

[Tpy HamIy hEeHOTUIMMYECKUX TTPOSIBIIEHUIA ITUX
JIByX 3a00JieBaHUIT TpeOyeTcsl paclIMpeHHOe 00-
cJenoBaHKe, B TOM YMCJIe TTPOBENECHUE TeHeThYe-
CKOTO MCCIIeIOBaHUSI B 00bEME CEKBEHUPOBAHUS
IOJTHOTO TeHOMa.

[TarmeHT ¢ coueTaHUEeM PENKUX TeHETUIECKUX 3a-
0oJIeBaHUI MTOIJIEKUT 0COO0 BHUMATETHHOMY Ha-
OJIFOJICHUIO TETCKOTO KapauoJiora, B3BEIIEHHOMY
MoI00Opy Tepanuu 1 TpedyeT TIIATeTbHO BHIBEPEH-
HOM TaKTUKW BEACHUS U JICUEHMUS.

BeeneHue

Tuneprpodurueckas kapauomuornatust (TKMIT) — re-
HETUIEeCKN O0OYCIIOBIICHHOE 3a00JIeBaHME, XapaKTePU3y-
foleecsl TUIIepTpodreil MrIoKapaa, Jamie aCuMMETPII-
HOTO XapaKTepa, He CBSI3aHHOI C TTOBBIIICHNEM ITOCTHA-
IPy3KJ Ha MUOKapI, KIallaHHO TTaTOJIOTHEH, TTOpOKaMuU
cepama M cocymoB [1]. DTo 3THOIOTMIECKN TETEPOTEH-
Hoe 3a0ojieBaHue, TONBKO Y 30-60% MalueHTOB yaaer-
cs1 OIpele/INTh Kay3aTuBHbIe BapuaHThl [2]. Boiree 50%
cllydyaeB acCoOlLlMMPOBAHO C MYTallMsIMU B T€HaX, KOAW-
PYIOIIUX CapKOMEpPHBIEC OCIIKM — 3TO CapKOMepHasl WJIn
nepeuuHass 'KMII. Haubosee yacto BcTpeuaroTcst MyTa-
iy B reHax MYH7 u MYBPC3, pexe B TNNT2, TNNI3
1 ACTC1 [3]. B oToenbHyI0 IpyIITy BRIACISIOT (hDeHOKOINHT
I'KMII (601e3H1U HaKOIIeHUs], HEPOMBILLIEYHbIE 3a00J1e-
BaHMWSI, MUTOXOHAPHAIbHEIC 00ste3H, RAS-omatnm) [4].
I'KMII umeeT HeOaaronpusTHbINA MPOTHO3 U BBICOKYIO
JIETaJIbHOCTh. B IETCKOM M MOJIOIOM BO3pacTe CMEPTh
B OOJIBIIMHCTBE CITy4acB HACTYIIAeT BHE3aITHO B PE3Yilhb-
TaTe pa3BUTHS XKM3HeyTpoxaromux aputmuii (2KYA) [5].
IIpu o6cnenoBanum nmauueHToB ¢ 'KMII BcTpeuaroTcs
pasmuyHBIe 3JIeKTpokapauorpaduueckue (BKI) deno-
MEHBI: HapyIICHNEC BHYTPIDKEIYIOYKOBOM ITPOBOINMO-
ctu, DKI-nmarrepH bpyrama, ¢eHOMeH IpesK3UTAIIUM,
yummHenne uHtepBasa QT [6]. B Takux ciaydasx gud-
depeHIIMaNBHBIN TMAaTHO3 CIOXEH U TPeOYeT yIIyOJeH-
HOTO OO0CJICmOBAHUS IJIST OIpeAeiicHUsI TreHe3a M3MeHe-
HUU 3JIEKTPUUICCKOIT aKTUBHOCTA MUOKapaa — IepBUI-
HO, BCJICACTBHE HaApyIICHUsS PabOThl MOHHBIX KaHAJIOB
WX BTOPUIHO, Ha (POHE U3MEHEHUST MOP(hOTOTHIECKOM
CTPYKTYPHI MUOKapIa.

CunnpoMm bpyraga (CBb) — 310 mepBUYHOE 3JIEKTPH-
yecKoe 3a00JIeBaHUE ceplla, KOTOPOEe XapaKTepU3yeTCsT
cnerudpmaeckuM DKI-maTTepHOM B BHUAE HapYIICHMUS
MIPOBOIMMOCTH 110 ITpaBoMy Xenymouky (I12K), sneBanmeii

* Hypertrophic cardiomyopathy and Brugada syn-
drome are inherited conditions with a high risk
of sudden cardiac death, and their combination in-
creases the likelihood of fatal arrhythmias.

If phenotypic manifestations of these two conditions
are present, extensive testing is required, including
genetic testing with whole genome sequencing.
Patients with a combination of rare genetic diseases
require particularly close monitoring by a pediatric
cardiologist, careful selection of therapy, and a care-
fully calibrated management and treatment strategy.

cermeHTa ST B IIpaBBIX TPYIHBIX OTBEACHMSIX M BEICOKIM
pUCKOM BHe3arHoit cepaeuHoii cmeptu (BCC) u3-3a ke-
JIyTO4YKOBBIX aputMuii [7, 8]. Cpoku manudectauuu Cb
BapbUPYIOT OT PaHHETO IETCTBA A0 ITOXMJIOTO BO3pacTa.
Haub6oiee gacTo pasBepHyTast KimHU4YecKas kaptuHa Cb
mposBiisieTcs B Bo3pacte 30-45 jet, galle y JIMI My>KCKOTO
noJia, a cpenauii Bo3pact BCC cocrasngeT 41£15 et [9].
Hns Bepudukannu Cb ncnonbyercs [1lanxaiickas 6aib-
Hasl CICTeMa, B KoTopoii onteHuBaiotcst DKI-kpurepnmn,
KIIMHWYECKUE TIPU3HAKM, CEMEHBIN aHAMHE3, pe3yIbTa-
TBI TCHETMYECKOTO MccaenoBanus. Bermenstor Tpu DKI-
tnma Cb (mepBbIii — BBIpaKeHHBIIN MOOBEM TOUKH J, U3-
MmeHeHHne cerMeHTa ST cBomyaToe n MHBepcus T-BOJHBI
B oTBeneHUaX V1 n V2; BTOpoit — CeUTOBUIHBINA TTOIb-
éM cermeHTa ST Oojiee yeM Ha | MM; TpeTHil — ITOABEM
cermenta ST MeHee ueMm Ha 1 mm)! [10]. B HacTosmiee
BpeMsI OCHOBHOU TipmunHOil CB MpWHSTO cYuTaTh My-
Tauny B reHe SCN5A, KkoTopbie oOHapykuBatoTcs B 20-
30% cnyuaeB. C aTumM 3a001eBaHMEM CBSI3aHBI ellE 23 re-
Ha, HO B COBOKYITHOCTM OHM BCTpedaroTcs Juiib B 5-10%
ciayyaeB. TakuM ob6paszoM, ~70% cinydaeB Cb octarorcst
HeOoOBSICHEHHBIMU. Ha ceromHsImHuii 1eHb PEKOMEH]I0-
BaHHBIN TeHETUYCCKUIT CKPUHUHT OTPAaHWYIMBACTCSI Te-
HoM SCNSA [10, 11].

Tounast pacnpoctpanenHocts ' KMII cpenu namnueH-
TOB JICTCKOTO BO3pacTa Hem3BecTHAa. Ha ocHoOBaHUU TI0-
CIICTHETO MCCICIOBAHUS O YacTOTE IMTEPBUYHBIX Kapano-
muonaruii cpeau aereit (0,002%), npenronaraemast pac-
npoctpanenHocts 'KMIT cocrasister 0,0007-0,001%, uto
B CpaBHEHUM CO B3pocibiMu 3HaunMmo Huke (0,2%) [12].
CBb TaxxKe sBiseTcs KpaifHe peoKMM B JIETCKOI IIOITy-
TSN U AMEET KpaifHe HU3KYI0 pacIpoOCTPaHCHHOCTh
(0,0098%), B cpaBHEHUM CO B3POCIBIMU YaCTOTa BCTPE-
gaemocTH B 10-50 pa3 ke [13]. CoueTaHne reHeTUUECKA
BepuduipoadHeix [ KMIT u Cb B mutepatype He omm-
CaHO — pacIpoCTpaHeHHOCTh Hem3BecTHA. [IpencrapisieM

T KnuHudeckwe pekomenaaumv "Curapom Bpyrapa”. Accoumaums cepaedHo-cocy-

omcTbix xupypros Poccun. 2020 r. https://racvs.ru/clinic/files/2020/brugada.pdf.
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BoIsiBiieHBI
acMMMeTPUYHasT
HeoocTpykTuBHas ' KMII

LleneBoii monck

naronorun CCC — 0e3 oTpUIIaTeNTbHOI

Ha6nronenue B IKO —

TToTHOreHOMHOE CEKBEHUPOBAaHUE —
TTOATBEPXKICHBI paHee BBISIBICHHBIC MyTALIUH,
OOHapyKeHa TeTepO3UrOTHast MyTaLIUsT

OtpuuarenbHas TMHAMKUKa
1o OxoKTI' — nHuumanms

He BBISIBJIEHO u DKTI narrepn bpyrana JOVHAMUKI KapAMOIPOTEKTUBHO Teparuu B reHe SCN5A y nmpobaHa
A A A A A
2015 2018 2019 2019-2020 2020 2021 2022 2023
& \ \/ \/ \
CemeitHoe obciienoBaHue: IMoaHo3K30MHOE IlepecMoTp pe3yabTaToB VxyaieHue DOU — TaxXUCUCTOTMYECKIX
TKMIT y mi1. 6pata CeKBEHMPOBAHUE CEMbU — MOJTHO2K30MHOT'O CeKBEHUPOBAHMUST — CaMOYyBCTBUSI HapyLIeHUit puT™Ma
1 0TI MpodaHIa reTepO3UroTHast MyTaLust reTepO3UroTHAast MyTaLMs pebeHka Ha hone OPBU He MHIYLIMPOBaHO
BTeHe MYH7y otua, BTeHe MYL3y oTiia u ipobaHia ¢ cyoheoprbHOI
MJI. OpaTta ¥ mpobaHa TeMIiepaTypoi

BpemeHHas wkana

Cokpawenusi: IKO — getckoe kapavonoruyeckoe otaeneHune, FTKMIM — runeptpoduyeckas kapamomuonatus, OPBU — ocTpas pecnnpatopHas BUpycHas UHdeKLms,
CCC — ceppaeyHo-cocyamcTas cuctema, IKI — anektpokapanorpadus, DU — anektpoduanonormyeckoe nccnemosanune, IxoK — axokapamorpacdus.

KJIMHUYECKOE HAOTIONeHNE MEBOYKU C OIpeneICHHBIMU
MyTanussMu B TeHax MYH7, MYL3 n SCN5A, ¢ codeTa-
HueM ¢peHotuna 'KMII, apnsiroieiicst Hanbosee YacToi
npuunHoii BCC B neTrckom 1 MoJtonom Bo3pacTtax, n Chb,
oTBeTCTBeHHOro 3a 4-12% Bcex ciaysaes BCC [13, 14].

Knununueckuin cnyyai

PebeHok ot 3 bepeMeHHOCTH, ITpOTeKaBIleil Ha ¢poHe
YTPO3HI TIpephIBaHUS Ha 8 HeJl., cTpecca BCICACTBIC BHE-
3aITHOI CMEpTH cTapIiero pedéHka. Pomsl BTopsie, cpod-
HBIC, CTPEMUTEIbHEBIC. Macco-pOCTOBBIC TTOKA3ATEIN TIPU
pOXIEHUN B TIpenesiax HOpMaIbHBIX 3HaueHUi. PanHee
du3mIecKkoe M HEPBHO-TICUXUUYECKOE Pa3BUTHE — B CO-
OTBETCTBUU C BO3PACTOM.

YuutsiBasi OTATOIIEHHBIN ceMeWHBbI aHaMHe3 IO
'KMIT (oteny mantmentku) u BCC (cmepth cubca Bo cHe
B Bo3pacte 11 mec.) (puc. 1), B 20151 1Ipu poXXKIeHUN pe-
OcHKa TIPOBEICHO IPUIICIIPHOE MHCTPYMEHTAIbHOE 00-
clIeMOBaHNEe — CTPYKTYPHOM ITATOJIOTUU HE BBISBIICHO.
ITocne mnarHocTUpoBaHus y Miamiiero 6pata B 2018r 06-
crpyktuBHoit [ KMII y ujieHOB ceMbu B3ST OMOMaTepu-
aJI C IENTbIO TIPOBEICHUS MOJIEKYJIIPHOTO-TeHETUIECKOTO
HCCIICIOBAaHMUS B 00BEME TTOTHOPK30MHOTO CEKBCHHPO-
BaHms1. Ilo pesympraTaM HCCIIeIOBAaHUS OBLT BBISIBICH
reTepO3UTOTHBIM BapuaHT B reHe MYH7, npuBoasiuii
K aMWHOKMCIIOTHOI 3aMmeHe p.Asn897His, y mpobana,
OTIIa ¥ MJIAMIIEeTo Opara.

B 2019r pebeHOK BIIepBBIC TOCIIUTATN3UPOBAH B JIET-
CKoe Kapauojormdeckoe otneiacHue (BpemeHHas mkama).
IIpu ¢pusukanbHOM OCMOTpE TpyaHasl KJieTKa 0e3 u3Me-
HEHMi1, ayCKyJbTaTUBHO TOHBI CepAlla SICHBIC PUTMHY-
HBIC, IIIyM He BHICTymmBacTcs. [1o maHHBIM TpaHCTOpa-
KaJbHOM 3XOoKapmuorpaduy BBISIBICHA aCIMMETpUYHAST
TUIIepTporss MUOKApma JIEBOTO KEIIyIOYKa C MaKCH-
MaJIbHO# ToNIMHOM Muokapaa no 11 mwm (3,78 Z-score,
N mo 2 Z-score) (puc. 2). Ha DKI 3aperucrpupoBaHbI

C
1 2 3
B
1
A

1 2 3 4

Puc. 1. leHeanornyeckoe apeso: A1 — BCC B0 cHe B 11 MeC. Xu3HW (Ha BCKpbI-
T 6e3 natonoruy cepreyHo-CocyaucTol cuctemsl); A2 — npobann; A3 —
obcTpykTnBHas KM, reTeposurotHas myTaums B reHe MYH7 (MMocenToskToMus
B 2022r); A4 — He o6cneposaH; B1 — FKMIM, myTaumm B reHax MYH7, MYL3, cuHko-
nanbHble COCTOSIHUS B aHaMHese; B2 — 3poposa. lononHutensHo: BCC no nuHum
oTua — Y 1BOIOPO/HbIX GpaTheB 1 cecTep (B T.4. BO CHe).

HapyIIeHNe TTPOBEICHUS TT0 TIpaBoil HOXKe ITydka [uca
¥ BbIcoKue 3younl T B oTBegeHusAX V3-V4, KoTopble ObUTH
pacIieHeHbI KaK BTOPUYHBIC M3MEHEHUS Ha (hOHE CTPYK-
TYpHOIT TTaTOJIOTUN MHUoKapaa (puc. 3).

Hanee pedbeHOK HaOIOMANCS €XKETOAHO — COCTOSIHUE
0e3 oTpHUIIaTeIFHOM TMHAMUKY TI0 TAHHBIM JJA00paTOPHBIX
W MHCTPYMEHTAIBLHBIX MeTOHOB obcienoBanus. B 2020r
TIPOBEICH TIEPECMOTP PE3YIBTaTOB ITOJTHOIK30MHOTO CEK-
BEHUPOBAHUS — JOIOJTHUTEIHHO BBISIBJICHA TETEPO3UTOT-
Hasg MyTaums B reHe MYL3, mipuBonsgiasg K aMUHOKMC-
JIOTHOI1 3aMeHe p.Ala57Asp. BapuaHT Takke oOHapyXeH
y oTLa IpobaHaa.
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IIpu o6cnenoBanum B 2021r mo pe3ynabraTaMm TpaHC-
TOpaKaJIbHOIT 3X0Kapauorpauu TOIIIMHA MIOKapaa 6e3
n3meHeHus (11 MM/3,05 Z-score), omHAKO OTMEUeHa TeH-
IEeHIINS K OUjIaTalliy JIEBOTO mpencepnns (MHIEKC 00b-
ema 33 mi/M2). B CBSI3U ¢ ueM ¢ KapIUONpPOTEKTUBHOI
1LIEeJTbIO peOCHKY OBUTM Ha3HAYCHBI CITMPOHOJIAKTOH U IIPO-
npanoiof. [pu crparnduxkanuu pucka BCC no mkaie
HCM Risk-Kids onpeneneH HU3KUI pucK apuTMUYECKUX
COOBITHIA, TOKA3aHMI1 TSI UMITIAHTAIIMM KapauoBepTepa-
neduodpuIsiTopa Her.

B xonue 2022r Ha poHE OCTPOI pecrMpaTOPHOIA NH-
dexumu, co cI0B MaTepH, peOCHOK IPEIbIBISI Kalo-
Obl Ha YXyIIlIEHWEe CAMOYYBCTBUSI B BMUJIE TOBBILIEHHON
YTOMJIIEMOCTH, OINYIIeHMI cepaeonernus. [1o maHHBIM
cytouHoro DKI-monutopupoBaHusi Ha (OHE Tepanuu
IIPOIIPAHOJIOIOM BBISIBIICHHI ITpexonsaimme DKI marTepHsI
o Tty "cBoma" 1 "cemia" B oTBeneHUSX V1, V2 B Bumie
MOJIHOM OJIoKaabl TTPaBO HOXKM Mydyka I[vca u aneBa-
uuu cermeHra ST.

B 2023r noytyueHbI pe3yJbTaThl IOJTHOTEHOMHOTO CEK-
BCHHPOBAHUS — paHee ONMMCAHHBIC MYTAllUU BEHISBIIC-
HBI U TIOATBEPXKICHBI, a TAKKE BBISIBJICH HE OIMMCAHHBIN
B JINTepaType BapMaHT B TETEPO3UTOTHOM COCTOSTHUU
B reHe SCNS5A, mpuBOISIINI K aMIHOKMCIIOTHOM 3aMeHe
p.Asp1041His. BapuanT Takke oOHapykKeH y MaTepu IIpo-
6aHna (cmoHTaHHbIM DKI-nartepH bpyrana oTcyTcTBYyeT).

C yuyéToM BBISIBIIEHHOI MyTauun B TeHe SCNS5A, pe-
ructpauuu npexonsiux DKI-narrepHos bpyrana, BHe-
3aITHOIT CMEPTHU POACTBEHHUKA | JIMHWU pOACTBA — OBI-
JIO TIPUHSITO pellIecHre O TIPOBEACHUM MEINKAMEHTO3HOMN
MIPOOBI C UCITOJIF30BAaHNEM aHTHAPUTMIUYECKOTO TIperapa-
Ta 1A KJ1acca HOBOKaHaMUIa B YCIIOBHSIX OTHCIICHUS pe-
aamManun. /Jo3a rmpenapaTa BeIOpaHa u3 pacuéra 10 mr/
Kr — 2,9 MJ1 BHYTpUBEHHO KareJibHO B TeueHue 10 MuH.

Hcxomno Ha OKI peructpupoBajcsi CMUHYCOBbBII PUTM,
koMruiekc QRS B otBeaeHusx V1-V2 umen Mmopdosioruio
RSr’, Takke B 3TUX OTBeACHUSIX ObLI OTPULIATEIbHBIN 3y-
6en T. Ha 4 mun BBeneHus mnpemnapara (BBemeHo =1,16
MJI HOBOKaMHaMuJIa) OTMEUYEHO MOSIBJIEHUE KOCOHUCXO-
nmsieit aneBanum cerMeHTa ST B IMpaBbIX TPYIHBIX OT-
BEIEHUSIX, a TakKe yaauHeHue nHtepBaia QT B mpaBbix
NpeKopaAuaIbHBIX OTBeneHUsIX V1-V2 u ansrepHanus 3y0-
ua T. Yepes 6,5 muH (BBegeHo ~1,9 M1 HOBOKaHAMUIA)
3apeructpupoBaHbl Takue DKI-narrepusl bpyraga 1 tu-
I1a, KaK pacItoJIOXKeHNE caMOi BEICOKOM TOUKM KOMITIEKCa
QRS-ST Briie 2 MM Hag u3oauHUEH, MOP(OJIOTUST cer-
MeHTa ST B BUIIe CBOMA C TTOCENYIOUIMM OTPULIATETbHBIM
CcUMMeETpUYHBIM 3yOouioM T, cHukeHue cermeHTa ST 1o-
cie nuka QRS npoucxoaut memienHo (MeHee 0,4 MB 3a
40 mc), unaekc Koppago >1 (cooTHoLIeHHUE MEXIy Mu-
KoBo#i BeicoTOi Komriuiekca QRS-ST u nmukom cermeH-
ta ST uepes 80 mc), pureapHOCTb Komiuiekca QRS B oT-
BeneHUsIx VI1-V2 Oosbliie, yeM B CpeIHUX U JIEBBIX Mpe-
KOpIOWATBHBIX OTBEACHMSX, TOSIBICHUE (pparMeHTALINU
QRS-kommnekca B otBeneHusx V1-V2 (puc. 4), B cBd-
31 ¢ 4eM BBEIEHMeE TIpernapaTa IpeKpalieHo, mpoba 3a-

R e

SEdEnemasueliin )

Puc. 3. MoeepxHOCTHOE 12-kaHanbHoe IKT.

BepmieHa. [IpuMedareabHBIN (DaKT, YTO MEIMKAMEHTO3-
HO crpoBolpoBaHHble DKI-1M3MeHeHUsT perucTpupo-
BAJIUCh HA MPOTSKEHUU NIBYX CYTOK TOCJE MPOBEICHUS
MpOOBI C BOCCTAHOBIICHMEM HCXOMHBIX MOKa3aTeieil Ha
TPETbU CYTKMU.

YUuTHIBasT TIOJOXUTEIBHBIA pe3ylIbraT MeIMKaMeH-
TO3HOI TIPOOKI, COMTACHO KIIMHUIECKIM PEKOMCHIALIM -
sam 2022r EBponelickoil accouuanuyu Kapavuosoros [15],
y peOeHKa BBISIBIICHBI TTOKA3aHMS IUISI TIPOBEICHMST DJICK-
TPOGU3NOIOTHISCKOTO MCCICAOBAHUS C IICIbI0 CTpa-
tudukauum pucka BCC. Ilo pesynabraTtam: aHTerpai-
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Puc. 4 A. 3KT. Mpoba ¢ HoBOKaNHAMMIOM, UCXOA,

HO — AH-unTepBan 65 mc, HV-unrepsan 75 Mc, Touka
Benkebaxa 215 mwmr/mMuH, 3(pdeKTUBHBIN pedpakTep-
=1 iepron (BPIT) aTprnoBeHTPUKYISIPHOTO y371a MCHb-
we DPII npencepauii u coctaBui 260 Mc; peTporpaaHo-
BEHTpUKYJIoaTpuaibHas auccoranmst, DPIT IT2K 240 wmc;
IIpY TIPOBENCHUM YJaIAoIIeii W MPOrpaMMHUPOBAHHOM
CTUMYIISIIUU U3 BeIBogHOTO otaena [12K u Bepxymku 12K
¢ 1, 2 m 3 3KCcTpacTUMyJIaMH TaXUCUCTOJIMICCKUX Hapy-
IIeHUN pUTMa He MHIYLIMPOBAHO.

[NpuHMas BO BHIMaHWE TEHETUYECKHU TIONTBEPXKICH -
velii Ch, ommpasch Ha aHAIN3 JUTEPATyphl U PEKOMEH-
AL, TIpoBeIeHAa CMEHA IIPOIIPAHOJIONA HAa METOIIPO-
o1 [16]. Crparudukanus prucka passutus 2KYA nposeze-
Ha B ABYX HampapieHusix. Y nanueHTtku ¢ [KMII umencs
omuH 6onbImoi hakTop prcka BCC (otaromieHHasT HacleI -
ctBeHHOCTh 1T0 BCC B MoyomoMm Bo3pacTe), pacdyeTHHIN
5-netuunii puck BCC (HCM Risk-Kids) cocrassit 3,19%,
YTO yKa3bIBaeT HA HU3KWI PUCK BO3HUKHOBEHUST apUTMU-
YeCcKUX cOOBITHIA. Y 60sbHOI ¢ CB, mMeronieit HapyIeHus
IIPOBOINMOCTH 0€3 KIIMHNIECKOM CUMITTOMATHKH, Ha OC-
HOBaHWM IIKaJIbI, pa3padboranHoii Gonzalez Corcia MC,
et al. B 20181 BeposgTHOCTH BO3HMKHOBeHMS 2KYA B Teue-
Hue 5 et coctaBuia 0% [17]. Takum oGpa3oM, IOKa3aHUii
IUIST IMIUIAHTAK KapanoBepTepa-ne@uopuuisITopa HerT.

Ha ocHOBaHUM KOMIIJIEKCHOTO OOC/ICIOBAaHUSA y TIa-
nueHTKku quarHoctupoBanbl KMII, accoumupoBaHHast
C TeTEPO3UTOTHBIMM BapruaHTaMM B reHaXx MYH7u MYL3,
u Cb, accounmmpoBaHHBINA € TETePO3UTOTHBIM BapUaHTOM
B reHe SCNS5A. Ilpu nuHamMudecKoM HaOJIOIEHUUN B Te-
yeHMe 6 JIET COCTOsIHME 0e3 OTPULATEIbHOM AMHAMUKH.

O6cyxaeHue
I'KMIT u Cb gBngioTcst pegkumu 3a00JieBaHUSIMU
C BBICOKUM pucKOM Bo3HMKHOBeHUsI 2ZKYA. Mx couera-

Il aVL

Puc. 4 B. SKT. Mpob6a ¢ HoBOKanHaMnaoM, 4 MUH.

| aVR

Puc. 4 B. 3KT. Mpoba ¢ HoBokanHaMnaom, 6,5 MuH.

HIUE TOTCHIIMPYET BEPOSATHOCTH HEOIATOMPUSITHOTO WC-
Xoma, OMHAKO IIpedIrojaraeMasl 9acToTa BCTPEYaeMOCTH
KpaitHe Maa. Tak, B mpoaHaIU3UpOBAaHHOI TUTEpaType
He OBLTO 0OHAPYKEHO OIMMCAHUI TEHETUUSCKH TTOATBEPK-
IMEeHHBIX KOMOMHAIIMI 3TUX ABYX 3a00JICBaHMIA.
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Coobmaercd o 8 ciydagx peructpanuu DKI-naTrepHa
bpyrana y B3pocibix 60abHBIX ¢ TKMII 6e3 nokazaHHo
reHetTnyeckoil mpnunHbl Cb. Bo3pacT 60JbHBIX Bapbu-
poBaj ot 22 10 66 set, 75% ObuIM MyXXYuHaMU, y 6 Oblia
oTsromeHHas HacnencTtBeHHOCTh o BCC (3 mu3 omHoit
cembn) [18]. VI3 HUX y 2 HEpOICTBEHHBIX OOJBHBIX ObIIa
mytanus B rene MYBPC3 (c.1458-1G>A), y 4 4ieHOB of-
HOM ceMbH ompenesicH BapuaHT B reHe TPM1 (c.574G>A)
u 2 He ObUTH TeHOTUIIMPOBaHH [19]. Farne M, et al. co-
o0 0 4 HEPONCTBEHHBIX B3POCHBIX IMTAallMEeHTaX 0e3
¢enoTunnueckux npospiaeHuit [KMII ¢ Hannyuem Ba-
puanToB B reHax MYH7 wiu MYBPC3 n DKI -marrepHOoM
Cb 1mipu oTCyTCTBUHM MyTallnii, accornnpoBaHHBIX ¢ Ch
[20]. B nmybnukaumu Pappone C, et al. B paMKax OmHOIA
ceMbH, HocHuTeNel mytaunu B rene MYBPC3, deHotnmum-
yecKue MposiBiieHus1 ObUtK pa3nudHbl: y ota KMII 6e3
ODKI-nmarrepHa bpyranma, y nouepn JeKapCcTBEHHO WHIY-
mupoBaHHblit DKI-nmatrepH Bpyrama, y cblHa ClIOHTaH-
Herii OKI-natrepn bpyrama [21].

BrrmeoncaHHbIe clTydan B COBOKYITHOCTH C HESICHOM
KIMHIYIECKOI 3HAYMMOCTBIO BEISIBIICHHOM MyTaIlX B TCHE
SCN5A (D1041H) u orcyTcTBUEM CrieM(MUECKUX HAPY-
IICHMIT IPOBOAUMOCTH Y MaTepy MpobaHIa, KOTopas TaK-
JKe SIBJISIETCSI HOCUTEJIeM BapraHTa, He TT03BOJISTIOT MCKITIO-
YUTh BO3MOXKHOCTE acconmaruu DKI-marrepna bpyrama
C MyTallMsIMM B TeHaX CapKOMEpHBIX OenkoB. Tak, B pa-
o6ote Baruteau AE, et al. n3 442 nereit ¢ Mytaumeii B re-
He SCN5A tonbko 8,6% nereit (n=38) umenu CB, u3 Hux
M30JIMPOBAHO OT APYIUX HAPYIICHWI pUTMa U IIPOBOIM-
Moctu 21,5% (n=8) [22]. BmecTe ¢ TeM cpeau aeTeii ¢ ou-
arHoctupoBaHHbIM Cb B rpyaHom Bo3spacte >90% ciyda-
eB ObUIM 00YyCJIOBIIEHBI BapuaHTaMu B TeHe SCNS5A [23].

B cBs3u ¢ BO3MOXHOCTBIO CHHEPTM3Ma BapUaHTOB
B reHax MYH7, MYL3 u SCN5A, OTHOCUTETbHO PHUCKa
BCC, riput onipeneieHUM TAKTUKY BeICHMS TIAIlCHTA OlLIe-
HUBAeTCsl pUCK HEOJIArOIPUATHOTO MCXOIa, aCCOIUMPO-
BaHHbI 1 ¢ [KMII, n ¢ Cb. CTOUT OTMETUTH, UTO PUCK
KVYA npu Cb Haumbosee BHICOK BO B3POCIOM BO3pacTe.
D10 TonTBepxkmaeTcs B padore Righi D, et al. (n=43),
B KOTOPOI TOJNBKO Y 5% nereil ormeueHbl 2QKYA, mpoTtus
npeacrasiaeHHoi [umko B.B. 1 np. 4acToThl BO3HUK-
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