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PE3IOME

AkTyanabHocTs. [Ipobnema Benenus nereii ¢ runeprpodudeckoii kapauomuonarueit (CKMIT)
OCTaeTCs aKTyaJIbHOHM B CBSI3U C BEICOKMUM PHCKOM BHe3amHou cepaedroi cmept (BCC). Pe-
ructpel narrerToB ¢ ['KMII crmocoOcTByIOT nydlieMy MOHHUMAaHWIO TeYeHHS 3a00JeBaHUS
u ero ucxozos. lleas uceaenoBanmus: nzydenue crpykrypel KMII ¢ runeprpoduyeckum
(heHOTHIIOM, a TaKKe BBISBICHUE KIMHUYECKUX, MOJICKYISPHO-TEHETUIECKUX 0COOCHHOCTEH
teueHuss ' KMII u ucxona y nereid Ha OCHOBAaHMM aHAMHECTHUYECKUX, KIMHUKO-UHCTPYMEH-
TaJBHBIX JaHHBIX JIEKTPOHHOH 0a3zbl. MaTepuasabl U MeToabl. B HacTosmee Bpems B 6a3y
JAHHBIX BKJFOUeHa moiHas wH(opmManus o 80 aetsax or 0 10 18 5eT BKIOYHUTENHHO C TH-
neprpoduyeckum perotuniom KMII. HcciienoBanue BBITIOTHEHO Ha 0a3e OTHENCHUS JCT-
CKOW KapauoJIOTUU W MeaunuHckoi peaduiuranun OI'BY «HMUILL um. B. A. Anma3zoBa»
Munznpasa Poccun. baza maHHBIX comep)KUT aHaMHE3 3a00JIeBaHUS W CEMEHHBIN aHaMHE3,
PE3yNBTaThl KIMHUYECKOTO U J1a00paTOpHO-HHCTPYMEHTAILHOTO 00CIIEIOBaHMS, PE3YIbTaThI
MOJICKYJISIPHO-T€HETUYECKOTO MCCIIeioBaHus. Peructp nuHamudeckn oOHOBIsieTCs. Pe3ylib-
Tarbl. Cpennuii Bo3pact aedrora ['KMII cocrasun 1,75 [0,02; 10,00] net. Mans4ukoB ObLIO
Oompiie, yem aeBodek — 54 (67,5 %). OCHOBHBIMU xKato0amMu ObUTH CHIKEHUE TOJIEPAHTHO-
CTH K pu3ndeckuM Harpyskam y 35 (43,8 %) nereit u onprmika y 30 (37,5 %) nmeteit. Y Bcex
MAI[MeHTOB HAOIIOMAINCh MPU3HAKK cepiednoit Hepocrarounoctd (CH): 53 (66,3 %) umenn
npusHaky 2 gyHknuonaigbHoro kinacca CH, 26 (32,5 %) — 1 ¢ynkumuonangpHOTO Kitacca u 1
(1,2 %) — 3 dyHkunoHampHOrO Kiacca. JKeny10uKoBble HAPYIIEHUSI pPUTMa PErUCTPUPOBA-
mich y 23 (29 %) nereil, HeycTOMUMBAs KeTyIOIKOBas Taxukapaus y 2 (2,5 %) nereit. Dudpo3
MHOKap/a JIEBOT0 XkeTyaouka 1o pesyisraram MPT cepana o6Hapyxen y 60,7 %. JleranbHbiit
ucxoz ObuT 3aperucTpupoBaH B 5 % (n = 4) ciayuaes, B cpeaneM Ha 241 + 117 cyTKu KU3HH.
VY Bcex ymepuux odHapyxkenbl ¢penoxonnu ['KMII. 3akmiouenmne. Benenve snexkTpoHHOM
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0a3bl JAaHHBIX ITAIlTMCHTOB C I'KMII no3Boaut JIy4lIC MOHATH BJIMAHUC CI)aKTOpOB, B TOM YHCJIC
TCHETUYCCKUX, Ha TCUCHUEC, UCXOAbI K IPOTrHO3 3a00J1€BaHNS B HCI[HanH‘lCCKOﬁ TOIyJIsInr .

KuroueBble ciioBa: BHe3anmHas cepaednas cMepTsh (BCC), rumeprpodudaeckas kKapIuoMuora-
tus (I'KMII), netn, peructp, cepneunas HenocrarogHocth (CH), henoxomnmm.

s yumuposanus: @emucosa C.1I, Anexceesa J[.10., Aboynnaes A.H., Kocmapesa A.A., Bepuiu-
nuna TJI., Bacuuxuna E.C. Ilepsvie pe3ynvmamol edeniis 21eKmMpOHHO20 pecucmpa y nayueH-
MO8 0emcKO20 803pacma ¢ cunepmpoguueckoll kapouomuonamuetil. Poccutickuti srcypnan nepco-
Hanusuposannol meouyursvl. 2023;3(2):68-76. DOI: 10.18705/2782-3806-2023-3-2-68-76.
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ABSTRACT

Background. The problem of managing children with hypertrophic cardiomyopathy (HCM)
remains relevant due to the high risk of sudden cardiac death (SCD). Registers of patients
with HCM contribute to a better understanding of the course of the disease and its outcomes.
Objective. To study the structure of CMP with a hypertrophic phenotype, as well as to identify
clinical, molecular and genetic features of the course of HCM and outcome in children based
on anamnestic, clinical and instrumental data from an electronic database. Design and meth-
od/ Currently, the database includes complete information on 80 children from 0 to 18 years of
age inclusive with a hypertrophic phenotype of CMP. The study was performed on the basis of
the Department of Pediatric Cardiology and Medical Rehabilitation of the V.A. Almazov” of
the Ministry of Health of Russia. The database contains the history of the disease and family
history, the results of clinical and laboratory-instrumental examination, the results of molec-
ular genetic research. The register is dynamically updated. Results. The mean age of onset of
HCM was 1.75 [0.02; 10.00] years. There were more boys than girls — 54 (67.5 %). The main
complaints were decreased exercise tolerance in 35 (43.8 %) children and shortness of breath
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in 30 (37.5%) children. All children had signs of heart failure (HF): 53 (66.3 %) had signs of
functional class 2 HF, 26 (32.5 %) — functional class 1 and 1 (1.2 %) — functional class 3.
Ventricular arrhythmias were recorded in 23 (29 %) children, unstable ventricular tachycardia
in 2 (2.5 %) children. Myocardial fibrosis of the left ventricle according to the results of MRI
of the heart was found in 60.7 %. A lethal outcome was registered in 5 % (n = 4) of cases on
average at 241 + 117 days of life. All the deceased had phenocopies of HCM. Conclusion.
Maintaining an electronic database of patients with HCM will allow a better understanding of
the influence of factors, including genetic ones, on the course, outcomes, and prognosis of the
disease in the pediatric population.

Key words: children, heart failure (HF), hypertrophic cardiomyopathy (HCM), phenocopies,
registry, sudden cardiac death (SCD).

For citation: Fetisova SG, Alekseeva DYu, Abdullaev AN, Kostareva AA, Vershinina TL, Va-
sichkina ES. First results of maintenance of register in electronic form in pediatric patients
with hypertrophic cardiomyopathy. Russian Journal for Personalized Medicine. 2023,3(2):6§-

76. (In Russ.) DOI: 10.18705/2782-3806-2023-3-2-68-76.

Cnucok cokpamennii: AMP — aHTaroHUCTBI MH-
HEpaJOKOPTUKOMAHBIX peuentopoB, BCC — BHe3an-
Has cepaeunasi cMeptb, [ KMIT — runeprpoduyeckast
kapauomuonarug, KMII — kapauomuonarus, JIK —
JeBbld xkenyaodek, MPT — MarHuTHO-pe3oHaHCHas
tomorpadusi, NT-proBNP — N-tepMuHansHblii po-
MO3roBoi HaTpuityperndeckuil nentug, CMOKI —
cytounbii MoHUTOpUHT DKI, CH — cepaeunas Hemo-
CTaTOYHOCTH, DXOKI — 3xokapamorpadmus.

BBEAEHUE

I'KMII saBnsetcs mHambosee pacmpoCTpaHEHHOMN
(hopmoii kaparomuonatuu (KMII) y neteii u ocHOBHO#M
npuunHoi BCC. YacToTa BCTpeyaeMOCTH B Pa3HBIX
BO3pacTHBIX rpynnax Bapbupyet ot 1:500 o 1:200 [1].
Exeromnas 3aboneBaemocts ' KMII y neteit coctas-
nsteT ot 0,24 mo 0,47 na 100 000 gemoBek [2—4].

B otnuume oT B3pOCBIX, THIEPTPOGUS MUOKAp-
Ja'y AeTei accouurupoBaHa ¢ OOJbIION reTepOreHHOM
rpymnmnoi 3adoneBanuii. [lomumo MyTanuii B capko-
MEPHBIX T'€HaX, BKJIaJ KOTOphIX B pa3zsuthe ['KMII
y B3pocnbIx Hanbonee cymectseHer, I KMII B equ-
aTPUUECKON MOMYJISLUHU XapaKTEPU3YETCsl BBICOKOM
pacrpoCTpaHEHHOCTBIO HECApKOMEPHBIX IPHUYMH,
BKJIIOYasl HACJIEJICTBEHHbIE HApPYIICHUS MeTaboIu3-
Ma, HEPBHO-MBILIEYHbIE U MUTOXOHIPHAJIBHBIE 3a-
0osieBaHMs, HA KOTOPbIE BO BCEM MHPE NMPUXOAUTCA
10 35 % cnyuaeB runeptpodun Muokapaa y aeTei
[5]. YUrto ke kacaeTcs MyTalHil B capKOMEpHBIX Te-

Hax, HauOounee yacto npu ['KMII upenTuGUIUpyOT
myTanuu B renax MYBPC3 u MYH?7, konupyromux
MHO3WH-CBs3bIBatOmMKil 6enok C M 0eroK TsKeIon
1eny -MHUO3WHA, Ha UX JIOJIE0 Y B3POCIBIX U Yy JeTel
¢ 1e0I0TOM cTapiie 2 JIeT TPUXOAUTCS OKOJIO TIOJIOBH-
uel caygaeB ['KMII [1, 3].

BCC u mporpeccupyromasi 3acToifHast cepAcuHas
HenocTaToaHOCTh (CH) SABISFOTCS OCHOBHBIMU ITPUUH-
HaMM CMEPTHU B JeTCKOM Bo3zpacte. Y nereid ¢ 'KMII
HaOIro1aeTCst 60JIee BHICOKAsi CMEPTHOCTH IO CpaBHE-
HUIO CO B3pocliol momysiueld 6onpHbIX. Tak, Ha mep-
BoM roxay ku3Hu ymupaeT 10 % Oonpubix ¢ 'KMII,
CMEPTHOCTH OT Bcex npuunH y aereid ¢ ['KMII moxer
nocturath 7 % B rox [1, 6—10]. OcoOeHHO BhICOKas
JETaIbHOCTh HaOMIONaeTcs y jeTel ¢ (heHOKOIMUSIMHU
T'KMII, 4To NpuBOAUT K CHUXKEHUIO UX MIPEJCTaBIIEH-
HoctH ¢ 30 % B mexmarpudeckoit momynsmuu 1o 10 %
y B3pocibiX. [leTH ¢ BpOXKJIEHHBIMU HapyIICHUSMH
oOMeHa BEIIeCTB ¥ CHHIPOMAJIBHBIMU [TOPOKAMU Pa3-
BUTHS UMCIOT 3HAYUTEIBHO XYM MPOTHO3 B OTHO-
meruu pa3sutus CH, deM marueHTsl ¢ MpUInHHBIMA
MyTanus MU B capkoMmepHbIx 6enkax [3]. o 40 % ne-
teit ¢ nedrorom 'KMII o 1 roma moru6aroT B iepBbIe
HECKOJIBKO JIET KU3HH, YTO, BEPOATHO, CBSI3AHO C MO3/I-
HEW TMarHOCTUKON U HECBOEBPEMEHHBIM HayajiOM Te-
pamuu [11]. Kpome Toro, crpatudukanus prucka BCC
npu 'KMII B nenuarpuyeckoil NOMyiasiiui UMEET PsiJl
OTpaHUYCHHH, B YaCTHOCTH, OTCYTCTBYET HHCTPYMEHT
n1s pacueta pucka BCC y gereii kak Ha mepBoM rofy
JKW3HH, TaK U ¢ cHHApoManbHeIMH Gopmamu ['KMIIL.
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Cnenyer OTMETHTh, YTO B mocieaHue 2-3 roaa
B 3apyOeXHOW IUTepaType NpPEIACTaBICHBI PE3YJib-
TaThl aHaJlIN3a JaHHBIX peructpoB y aeteit ¢ ['KMII
[12—-15]. K coxxaneHuto, B OTEUECTBEHHOM JIUTEpaType
MBI HE BCTPETHIIN HHPOPMAIIUU O BEJCHUH TTOT00HBIX
PETUCTPOB B MeAUATpPUUECKON nomynsuuu. besycnos-
HO, CO3IaHHe U BeJeHue 0a3nl naHHbIX netei ¢ ' KMII
TIO3BOJIUT HCCIENOBATh KaK KIMHUUYECKHUE, TaK U MO-
JIEKYJSIPHO-TEHETUYECKNE OCOOCHHOCTH TEYEHUS 3a-
0oJieBaHMs, YTO MO3BOJIUT YCOBEPIICHCTBOBATD ajITro-
puTM oOcnenoBanus, gedeHus u npodunaktuky BCC
y TaKHX MalHEeHTOB.

B cBs3u ¢ BBIIIECKa3aHHBIM, IIEIBI0 HAIETO HC-
ciemoBaHus ObLTO mM3yueHne cTpyktypsl KMII ¢ ru-
nepTpoudeckuM (EHOTHIIOM, a TaK)Ke BBISBICHHE
KJIMHUYECKUX, MOJCKYIISIPHO-TEHETUYECKUX OCOOCH-
vocteit teuenust [ KMII u ucxoma y nmereir Ha OCHO-
BaHWUW aHAMHECTHYECKUX, KIIMHUKO-UHCTPYMEHTAIb-
HBIX JJAaHHBIX DIIEKTPOHHOH 0a3bl.

3A0A4YN NCCIIEAOBAHUA:

1. Co3marh 2MEeKTPOHHYIO 0a3y JaHHBIX U CHCTE-
MaTHU3UPOBATh CBEIICHUS O MAITUEHTaX JETCKOT'O BO3-
pacta ¢ ['KMII, npomeqmux obcnenoBanue B ®I'BY
«HMMUI] M. B. A. Anmazoa» Munsnpasa Poccuun.

2. Ilpoananu3mpoBaTh KIWHUYECKHE, aHAMHE-
CTHYECKHE JaHHBIE W PE3yJbTaThl J1abOPaTOPHO-WH-
CTPYMEHTAJIbHBIX METOJIOB HCCIEIOBaHUS y JeTel
¢ I'KMII B Bo3pacte ot 0 10 18 7eT.

3. M3yuuTh KIMHUYECKHE OCOOCHHOCTH, BapUaH-
ThI TeueHus u ucxoapl ' KMII y nereit.

MATEPWAJ1bl N METOADbI

B nccnenoBannu ygactBoBanu aetu ot 0 1o 18 et
BKJIIOUYUTEIBHO C THIEPTPOPHUUSCKHM (PESHOTHIIOM
KMII. UccrnenoBanye BBIMOIHEHO HA 0a3e OTACIICHUS
JICTCKOW KapUOJIOT M U MEIUITMHCKON peaduiinTanuu
OI'bY «HMUI] um. B. A. Anmazoay Mun3zapasa
Poccun. Onobpenne 10KaaIbHOTO ITHIECKOTO KOMHUTE-
Ta MEAMIIMHCKOTO YUPEKJICHHS U TOANKICAHNE TaI-
€HTaMU WH(POPMHUPOBAHHOTO COTJIACHUS SIBIISLIHCH 0051~
3aTeJIbHBIMU YCIIOBHUSIMU JIJISI y4acTHUs B TIPOrpaMMe.

B mHacrosiiiee Bpemsi B 3JICKTPOHHBIA PETUCTP
BKJTIOUCHA TMOTHast uHpopMarns o 80 JeTsx ¢ rumep-
tpoduyeckum ¢eHotuniom KMII, kotopeie mpoxomu-
mu obcienoBanue ¢ 2011 roma mo HosiOps 2022 Tona.
Ha ocHoBaHMM pe3yJIbTaTOB MX YIIYOJCHHOTO MEIIH-
IIMHCKOTO 00cCiIeIoBaHus ObUTa CO3MaHa DICKTPOHHAS
0a3a MaHHBIX, CofepKamas CIEAYIONUEe CBEICHUS:
KpaTKUil aKkylIepcKUil aHaMHe3 MaTepu, UCTOPHUSl PO-
JIOB 1 OEPEMEHHOCTH, CBEJICHUS O Kajao0ax, KpaTKuii
CEeMEHHBIN aHaMHEe3, 0OCOOCHHOCTH TepHUOIa HOBOPO-

JKICHHOCTH, TEpeHECeHHbIe 3a0oNieBaHus, 00CTOs-
tenbeTBa BeigiaeHus ['KMII, nannble ¢usukanibHOrO
OCMOTpa, Pe3yJbTaThl J1a0OPAaTOPHBIX HCCIIEIOBAHUH
(OnoxuMHUYECKUH aHalN3 KPOBHU, B TOM YHCJIE TCHETH-
YECKHi), a TaK)Ke TaHHbIe YIITyOJIEeHHOTO KapInuOIOTU-
yeckoro obcnenoBanusi: DKI, cyro4HOro MOHUTOpPHHTA
OKI' (CM3KT'), sxokapanorpaduu (OxoKI'), Harpy-
309HBIC MPOOBI, MATHATHO-PE30HAHCHAST TOMOTpadus
(MPT) cepama. baza gaHHBIX peryispHO MOMOTHIESTCS.
Brimonnena craructuyeckas o0paboTKa JaHHBIX MPH
nomMoum naketos nporpamm Microsoft Excel 2003.

PE3YJIbTATDI

CoszfraHHasi HAMU AJIEKTPOHHAs 0a3a JJaHHBIX ObLiia
3apeructTpupoBana B PocatenTe, U MoJIydeHO CBUJC-
tenscTBO Ne 2021621296 ot 18 mrons 2021 rogxa.

B nacTosmee Bpems B 0a3y BHeceHBI cBenieHus 0 80
netsix ¢ penorunom 'KMIT ot 0 no 18 ner, cpemne-
ro Bospacta 11,9 [2,4; 14,6], cpenu Hux 54 (67,5 %)
MaJIbuHKa.

AHaIM3 TaHHBIX AIEKTPOHHOT'O PETUCTpa IMOKa3al,
4yTo cpenHuid Bospact nedrora ['KMII y nereit cocra-
Bui 1,75 [0,02; 10,00] roga. [deoror 'KMII B Teuenue 1
roja *Ku3HU ObL1 BeIsIBIEH y 19 (23,8 %) nereit, mpeHa-
TaIbHO AMAarHo3 yctaHoBieH y 4 (5 %) neteil. Cinemyet
OTMETHTH, 4TO 2 (2,5 %) neteit poauinck oT MaTepen
C TECTAI[MOHHBIM CaXapHbIM JTHA0ETOM, KOTOPBIH, KaK
W3BECTHO, ACCOIIMHUPOBAH C BPOXKJICHHON THUMEPTPO-
¢ueit muokapaa [16]. Ilo naHHBIM Hamero permcrpa
3TH JIETH UMENH BPOXJeHHYI0 Tumneprpoduro JIK,
KOTOpasi COXpaHsIETCs 110 HACTOSANIUNA MOMEHT HaOII0-
JICHUS1, 9TO TIO3BOJISET UCKIIOYUTh TPAH3UTOPHBIN Xa-
pakrtep runeptTpoduu MHOKapaa U TpedyeT JaibHel-
IIETO TeHETHYECKOTO HCCIIeTOBAHMS.

Ilo maHHBIM aHamMHe3a XU3HH CceMelHbIe (OpPMBI
I'KMII 6b11n auarHoctupoBansl y 14 (17,5 %) nereit.
Cnyuau BCC cpenut poficTBEHHUKOB ObLITM OOHApYkKe-
b1y 12 (15 %) marmenToBs, mpu 3ToM 5 (6,3 %) u3 HEX
PETUCTPUPOBATUCH cpenu ceMeHHbIX ¢popm ['KMII.

Ponunuce Hemonomenusimu 12 (15,0 %) neteit, npu
atoM y 5 (6,3 %) u3 Hux npusHaku [ KMII ormeueHsr
B MepUHATAIBHOM mepuoje. KecapeBo ceueHnne ObLIO
nposezneHo 25 (31,3 %) xeHmuHaM: y 6 MaTepeii B CBS-
3u ¢ HammuneM (oHoBou maromoruu (3 (3,75 %) —
cepaedHo-cocyaucteie 3aboneBanus (I'KMII, kap-
nuockiepo3s), y 1 sxkenmmnsl (1,25 %) Obl1 caxapHBIiA
nraber 1 Tuma ¢ OCIOKHEHUsMH, Y 1 — Koarysomna-
THs, y | TalMeHTKA THarHOCTHPOBAH BUPYCHBIH remna-
tut C), B 8,75 % cityyaeB B CBSI3U C OCJIIO)KHEHHBIM Te-
yenueM OepemenHocTH (3 (3,75 %) cabocTh ponoBoi
JesTeNbHOCTH, 2 (2,5 %) paHHEe U3TUTHE OKOJIOTIOA-
HBIX BOJI, | ciyuail OTCIOMKM IJIAlleHTHI, | ciydai mo-
MIEPEYHOTO MOJIOKESHUS TIII0/1A).
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OcHOBHBIMU kall00aMH, C KOTOPBIMHU TTaITHEHTHI
U UX POIUTEIU TMEPBUYHO OOPATHIIMCH K JIECTCKOMY
KapIIuoJory, ObIIIN CHUKEHUE TOJIEPAHTHOCTH K (hU3H-
YeCKUM Harpy3kaM — y 35 (43,8 %) neTei, onplika —
y 30 (37,5 %) nereii, 6onm B obmactu cepamna — y 12
(15 %) nerelt, SMU30ABI YYAIICHHOTO cepiiedne-
Hus — 9 (11,3 %), npecuHKone, B TOM YHCIIE BO BPEMsI
¢usnueckux Harpysok, — y 8 (10 %). Cnenyer orme-
TUTb, 9YTO HU OJMH PEOCHOK/POUTENH HE TIPEIBABIISII
KaJI00bl Ha CHHKOIIAJIbHBIE COCTOSTHU . ACHMITTOMHOE
teuerne [ KMIT nabmronanocs y 20 (25 %) nereit.

[lo nanusiM ocmotpa 'y 10 (12,5 %) nereit ¢ panHUM
ne6roroM 'KMIT Obliiy BISIBIIEHBI HEJOCTATOYHBIE BE-
coBbIe MpubaBku. [Ipu mepBuaHOM 00CIIEOBAaHUN 53
(66,3 %) pebeHka nMenu MpU3HAKU 2 (QYyHKIHOHAIb-
Horo knacca CH, y 26 (32,5 %) — 1 ¢dyHKunonaibHo-
ro knacca u 1 (1,2 %) — 3 ¢pyHKIIMOHATBHOTO KJ1acca.

[lo manHBIM TA0OPATOPHOTO HCCIETOBAHUS CPE-
Hee 3HaueHWe YypOBHSA N-TEPMHHAIBHOTO TIPEIIIe-
CTBEHHHKA MO3TOBOTO HATPUUYPETUUYECKOTO MENTH A
(NT-proBNP) (n = 27, 33,8 %) cocraBumno 1 494,5 nr/
M [455; 4297], ypoBenb TponoHuHa I — 0,0145 Hr/mu
[0,002; 0,050675].

Ilo pesynsraram nosepxHocTHOM OKI' m CMOKT
HapylUICHHUS PUTMa U TPOBOJUMOCTH PErUCTPUPOBA-
nuck y 45 (56,3 %) nereit. Ilpu s3TOM oguHOYHAS Ke-
JTyI0YKOBAs KCTPACUCTONHNS Oblsla OOHapykeHa y 23
(29 %) neteii, mapHasi >KEIYyZOYKOBasl 3KCTPACHCTO-
s — y 5 (6,25 %), mapokCcU3Mbl HEYCTOWYUBOM Ke-
JIyJIOUKOBOM TaxWKapIuu, B TOM YHUCIE MOJIUMOP]-
HOM —y 2 (2,5 %) nereit. [Ipencepanas skTonnyeckas
AKTUBHOCTD B BHJIE SKCTPACUCTOINH OOHapyskeHa y 29
(36,3 %) nereit. CoueTaHue MpeaCcepaHON U KeIya04d-
KOBOI dKcTpacuctonuu y 12 (15 %) nereil.

[o pesynbraram OxoKI cpennsist ppakuus BIOpO-
ca o Teitxonpiry coctaBumna 74 % [67; 81], cHmxeHUE
¢pakunn BeIOpOca MeHee 55 % mo Telxombily ObLTO
BeisiBiieHO ¥ 3 (3,8 %) mammentoB. Tonmmaa Mex-
KEJTyZI0YKOBOM MEperopoku B AMACTONY B CPEIHEM
obuta 16,0 mm [11,7; 23,0] (B cpennem 5,59 [4,2; 13,7]
o Z-score), Tolmnaa cBooomuoi ctenku JIK B cpen-
Hem coctaBmuia 11,0 mm [8.,8; 13.9] (B cpegnem 3,18
[1,5; 10,4] no Z-score). CpenHee 3HaUCHUE MTUKOBOTO
rpaauenTa BeixogHoro otaena JIXK B mokoe coctaBuiio
19,2 MM pT. cT. [12,4; 74,9]. OOCTpyKIHSI BBIXOTHOTO
otnena JOK nabmronanace y 24 (30,0 %) nereit. [loBbI-
LICHUE JaBJICHUS B JIETOUHOU apTepuu cBbimie 30 MM
pT. cT. Ob1I0 BeIsIBIICHO Y 4 (5 %) nereii. Hapymenue
(YHKIIUYU KJTallaHHOTO ammapara B BHJIE MUTPaIbHOU
HEIOCTAaTOYHOCTH 2 m Ooyiee CTENeHHW HaOI0Naioch
y 5 (6,3 %) nereii. [laTonorun Apyrux KiamnaHOB BbI-
SIBJICHO HE OBLIIO.

ITo pesynbratam MPT cepania ¢ KOHTpacTUPOBaHU-
eM, KoTopoe ObL10 poBeneHo y 28 (35,0 %) aereit, y 17
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(60,7 %) ObLTH BBISIBICHBI y4acTKH (UOpo3a MUOKapaa
JIK. Tuneprpodust mpaBoro xeayaouka (a0ComoTHas
TOJIIIHA CTEHKHU IPaBOTO XKerymouka > 5 mum [1, 17,
18]) ObL1a BeIsiBIIeHA Y 6 (21 %) ManeHTOoB.

Bcewm petsiM mpoBenn MOJIEKYJISPHO-TEHETHYECKOE
UCCIICIOBAHUE METOJOM CEKBEHHPOBAaHUS HOBOI'O
MTOKOJICHHSI ¢ TPUMEHEHHEM IIeJIeBOM MaHeau obora-
menus Ha npubdope [llumina MiSeq, o pesynsraram
KOTOPOT'0 y AeTel MepBoro roja ObL1a BhIsSBICHA 00Ib-
masi MpeaCcTaBICHHOCTh (PEHOKOMHIA, YTO COCTABHIIO
57 % (n = 14) cpenu neteit ¢ mebroTOM 3ab0IeBaHUS
Ha repBoM Toxay ku3HH. [Ipu sTOoM B rpymme ¢eHo-
KOMUH mpeobuaganu paconatuu B 15 % (n = 12) ciy-
qaeB. ¥ 9 (11,3 %) nmamueHnToB crapiie roxa oOHapy-
JKEHbI MYTAallMH, KOIUPYIOLIHE CapKOMEpHBbIE OCNIKH
(v 5 nerett MYH7, 4 peGernka uMeIu MyTallio B TeHE
MYBPC3). AHanmu3sl OCTaBIIUXCS MAIlHCHTOB HAXO-
IATCS B paboTe.

TlogaBnsitomee OGonpmuucTBO Aeterr ¢ ['KMII,
a uMmeHHO 64 (80 %) peOenka, monyuaiu Oera-ajape-
HOOJIOKATOPHI B CBA3W C HAJTUYUEM BBIPAKCHHOUN TH-
nepTpoduu MUOKapia, MPU3HAKOB JTUACTOIUYECKON
muchyuknun JIK, a Takxke ¢ Lenbio NpoQUIaKTHKH
KU3HEYTPOXKAIOIIMX HapylieHui putMa cepaua [19,
20]. B tepanmmun CH wncmonp30BajiuCh aHTarOHUCTHI
MHHEPaJOKOPTHKOMIHBIX penentopoB (AMP) y 18
(22,6 %) nereii, netnesbie quypetuku y 3 (3,8 %) ne-
teil. KomOunanust AMP u nieTieBbIx 11y peTHKOB OblLia
Ha3HadeHa 2 (2,5 %) mauuentaM. THruOUTOpHI aHTHO-
TEH3HWH-TIpeBpamiaromero GepMeHTa MCIOIb30BAIHCh
y 5 (6,3 %) nereii. AHTHApUTMUYECKas Tepanus Oblia
HazHauena 3 (3,8 %) mersam, 2 (2,5 %) pebenka moiy-
yasu amuonapoH u 1 (1,3 %) pebeHok — mponadeHoH.
VY 1 (1,3 %) mammenTa mpoBOAMIIACH TepaIusl 0JI0KaTO-
pamMu KaJbIIMEBBIX KaHAJIOB (Bepanamul).

B cBsi3u ¢ BBIpakeHHOH OOCTPYKIHEH BBIXOAHO-
ro otaena JIXK Obio mposeneHo 6 (7,5 %) onepanuii
M0 HMCCEUCHHUIO TUMEPTPOPUPOBAHHBIX MBIIII BbI-
xonHoro otaena JOK mo Moppoy, cpeanuii Bo3pact
OMNEPATUBHOIO JieueHus coctaBuia 9,2 + 3.9 roga. ¥V 5
(6,3 %) nerelt MHOAKTOMMUS ObLIIa BHITIOJIHEHA B CBSI3U
C BBIPQXCHHBIMHM IPHU3HAKAMH OOCTPYKIIMU BBIXOJI-
Horo otnaena JOK, Ttak cpenHee 3HaueHHWE MUKOBOTO
rpagueHTta Ha BbiBogHOM oTtaene JIDK cocraBisiino
127,5 [98,8; 130,0] mm pT. c1. Ciaenyer OTMETHUTb,
4TO OJHOMY PEeOCHKY MHOIKTOMHS ObLiIa MpOBEJCHA
JBaXKJbI B Bo3pacTe 2 u 7 neT. B omHOM ciydae Oblia
BBITIOJTHEHA MUOJKTOMHS BBIXOTHOTO OT/IENA IMPaBOT0
JKEITyN04YKa (MMKOBBIN IpaueHT Ha BBIXOJHOM OT/IENe
[IPaBOro KeIyJ0UYKa cocTaBmiI 22 MM pT. cT.). Cornac-
HO KpuTeputo Shimizu u koser [21], oOcTpyKIiuei
BBIXOJHOTO OTJella MPaBOrO KENyIodyKa SBIISICTCS
yBeIM4YeHHUe MUKOBOTO TpajineHTa domnee 16 MM pT. CT.
B mokoe [1].
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CrnemyeT OTMETHTD, UTO 110 pe3yJIbTaTaM HalIro/Ie-
HUSI JIETAIIBHBIN ucxon 011y 4 (5 %) nereld, B cpegHeM
Ha 241 + 117 cyTku xu3nu. llpu aTom y Becex 4 aerei
ObL1u BhIsiBiIeHbI penokonnu ['KMIT: y 3 — pacoma-
THH, y | — BpOXKIEHHBIE HAPYIIIEHUST OOMEHa BEIECTB
(60ne3np [lomne). OCHOBHOM NMPUYKMHON cMepTH ObLIa
TsDKEJask CepeUHas HeJI0OCTaTOYHOCTh, peypaKTepHast
K IIPOBOJIMMOI MEAMKAMEHTO3HOM TEpaIuu.

OBCYXAEHUNE

I'KMII mpexacraBiseT reTeporeHHyI0 TpyHmy 3a-
OosieBanuii y nereit [12]. Tak, o pe3ynbraTaM HaIIero
WCCIIEZIOBAHUS Y JIeTel mepBoro roxa 0ojee 4eM B TO-
JIOBUHE cilyyaeB oOHapyskeHbl (eHokonuu ['KMIIL.
CornacHo Chan u coaBTopam, OombIuas 10 HeHOKO-
nuit TKMII cpenu aereit ¢ panHuM 1e6r0TOM 3ab071e-
BaHU ObIJIa OTMEUYEeHA BO Beex peructpax mo I'KMIL.
Hudbdepernnmansaass  IHATHOCTHKA  (DEHOKOMHUI
I'KMII ot uzonupoBaHHOH (GOpMBI 3a001eBaHUs SIB-
ngeTcs TPYAHOM 3ajauel, MOCKOJBKY BHECEpPJEUHbIE
MPOSIBIICHUSI CHHIPOMAJIBHOW WM MeTa0OIHYEeCKOH,
HEPBHO-MBIIIEYHOW W MUTOXOHJPHAJIBHONW MAaTOJO-
TUU MOT'YT JI€OIOTHPOBATh HE C PAaHHETO BO3pacTa, a B
oTcpoueHHoM mepuoze [11]. Cnexyer oTMETUTH, YTO
[0 HAIIUM JaHHBIM y MainueHToB ¢ jnedroTom ['KMIIT
JI0 TOJla TIPEBATMPOBAIIN PACOTIATHH, YTO COTJIACYeTCs
C INTEepaTypHBIMU TaHHBIMHU [5].

Jns TKMII xapakrepsas! 3 BO3pacTHBIX NuKa (e-
HOTHUIIMYECKOr0 J1e0l0Ta, JBa M3 HHUX MPHUXOASTCS
Ha INEepUOJbl AKTUBHOTO pOCTa JAETEH — MEPBbINA o
JKU3HHU, a TAKXKe MOAPOCTKOBBIN Mepro1, TPETUH NepH-
on npuxoauTcst Ha Bo3pacT crapuie 50 net [14]. Ilep-
BUYHBII aHaJIW3 HallMX JAAHHBIX MOKa3all, YTO CPEa-
Huii Bo3pacT naedrora coctasui 1,75 [0,02; 10,00] roxa,
MIPH STOM MPAKTUIECKH y YETBEPTH J€TEH OH MPHIIE-
cs Ha NepBbld 1o ku3HU. COriacHo JIUTEPATYPHBIM
JIAHHBIM OCHOBHBIMM KJIMHUYECKUMU MPOSBICHUSIMHU
npu [KMII siBisitoTcst skano0bl Ha OJBILIKY, CHHIKE-
Hue TosiepanTHOcTH K ®H, pa3HooOpa3Hbie 0oJieBbIC
OIYIICHHS B TPYIHOW KIETKE KapAuaITHIecKoro u/
WA CTEHOKAPAUTUYECKOIO XapakTepa, HApyLICHUS
putMa cepaia (repedou, yJaleHHOe cep/aieoneHue),
TOJIOBOKPYIKEHHUE, NMPECUHKOMAIbHBIE U CHHKOMNAJb-
Hble coctosiHus [1]. Pe3ynbrarsl Hamero mccienoBa-
HUSI HE NPOTUBOPEYAT JIUTEPATYPHBIM JaHHBIM. Tak,
MPAKTUYECKU B MIOJIOBUHE CIYy4YaeB OTMEUYAJIUCH Kajo-
Obl Ha CHM)KEHUE TOJEPAHTHOCTH K (PU3MYECKUM Ha-
rpy3kam (43,8 %) u omsimiky (37,5 %).

Teuenune ' KMII B neTckom Bo3pacTe acCcoluupoBa-
HO C KJIMHUYECKH 3HAYUMBIM MPOSIBIICHUEM IPU3HAKOB
CH: cuMnOTOMBl HEJOCTATOYHOCTH KPOBOOOPALICHHUS
2 (QYHKIMOHAIBLHOTO KJlacCa M BHIIIE, COMPOBOXKIA-
omuecs noBellIeHHbIM ypoBHEM NT-proBNP. Ilpu

9TOM OoJiee CKJIOHHBI K pa3BuTHiO CH mpu coxpanHoit
cucronnyeckor Gpynaknnu JIK neT mepBbIX IBYX JET
JKU3HH, a TaKXKe TaIUEeHTHI ¢ METa0OIHMIeCKUMH (op-
mamu ¢eHokonnit 'KMII, Gonesnrto lanona, Ilom-
ne u ap. [1]. Ilo pe3ynbraTaM Halero UCCICAOBAHUS
y Bcex geteit (100 %) umenucey mpusznaku CH. Ilpu
3TOM y OonbmmHCTBA (66,3 %) OBLIH CUMIITOMBI HE-
JIOCTaTOYHOCTH KPOBOOOpatieHus 2 PyHKITHOHAIBHO-
ro kiacca. Kpome Toro, y Bcex nanMeHTOB, KOTOPBIM
nposoauiiock onpeneneHue yposHs NT-proBNP, on
OBIJT MOBBIIIICHHBIM.

CBoeBpeMeHHas OIeHKa (PYHKIIMOHAJILHOTO Kilac-
ca CH mo3Boisier Ha3HAYUTh WU CKOPPEKTHPOBATH
Tepanuto xpounueckoir CH, a Tax:xe mpoBOJUTh TUHA-
MUYECKHUI OTOOp JeTel JUIs TpaHCIUIAHTAIMK CEepJla
WJIM YCTAaHOBKH BCIIOMOTATENFHBIX YCTPOHCTB KPOBOO-
OpameHus, TaKuX Kak MOCT K mepecanke cepana [22].
B namewm uccneoBanuu He ObLUTO HA OTHOTO MAIUEHTA,
MEPEHEeCHIero TPAHCIUIAHTALIUIO WIIN OXKHJIAIOLIETO ee.

be3ycnoBHO, camMbIM T'pPO3HBIM OCIOKHEHHUEM
I'KMII sBasercs BCC, u Hepenko OHa CTaHOBUTCS
MEPBBIM U €IWHCTBEHHBIM MPOSBICHHEM 3a00IieBa-
nus [23].

JKenynoukoBble TaXMapUTMHUU ABISIOTCS OJHON U3
Hau6onee gyacTeix npuarH BCC y 6ompubIx ¢ ['KMIIL.
CymiecTBeHHBIH BKJaJ B TAaTOT€HE3 (aTallbHBIX Ha-
pYIIEHUN pUTMa Cep/lla BHOCHT Pa3BUBAOMIASCS MTPU
I'KMII nmemust MHOKapaa M €ro 3JeKTpuyeckas He-
crabunpHocTh [1]. Hanmmume mapokcHM3MOB HEYCTOM-
YUBOM KENYNOYKOBOM TaXMKapIUH SIBJISETCS JOCTO-
BepHBIM (pakTopoMm pucka BCC y mereld u B3pOCIBIX
[24, 25]. [lauHbIi mpU3HAK BCTPEUaeTCs BO BCEX Kajlb-
KynsaTopax oueHku pucka BCC kak y nereid, Tak u y
B3pocibix ¢ 'KMII [24, 25]. Ilo naHHBIM HAIEro uc-
CJIEZIOBaHMS JKEITYAOYKOBbIE HAPYIICHHUS pUTMa OBLITH
3aperucTpUpPOBaHbl y TPETH JIETEH, OAHAKO HEYCTOM-
YUBas )KENyIOUKOBAS TAXUKAPIUsI, B TOM YUCIIE MOJIH-
MopQHas, Oblila BBISIBIICHA JIMIIE B 2,5 % ciyuaes.

JletanpHOCTE Yy meTeit ¢ ¢denoxomusmu ['KMII,
a Takke ¢ Ae0I0TOM 3a00IeBaHMs HA TIEPBOM TO/TY KHU3-
HU SIBJIE€TCS OTHOCHUTENIBHO BBICOKOM M COTMOCTaBHMa
C TIOKa3aTeJIsIMU CMEPTHOCTH y JIeTel C BPOXKJICHHBI-
MH TIOpOKaMH cepiama [5]. B Hamem wuccienoBanuu
JeTa’abHbIE MCXOABl OBLTH 3aperucTpupoBaHsl B 5 %
CIIydaeB W TOJBKO Yy JETEeH Ha MEPBOM TOMY KU3HU
¢ ¢penoxornmsimu ['KMIT.

Hebnaronpusitaeie ncxoabl u Beicokuii puck BCC
npu ['KMII accomuupoBaHbl ¢ MyTalusiMM B Te€HaX
FLNCS (¢punamun-C), PLNS (dbochonamdan), SCNSA
(anba-cyOpenuHuIa 5 TTOTCHIMAT-3aBUCMOT0 KaHa-
na uHatpusi), TMEM435 (TpancMemOpaHHBIH 0€m0K),
LMNA (nmamua A/C), RMB20 (PHK-cBs3bIBarommii
MOTHBHUpYIOmUH mporenH 20), TeCMHHA; JIECMOCO-
ManbHbIME MyTarwsivu: DSP (mecmorutakun), LBD3
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(LIM-cBsi3piBarommii jomeH 3), BAG3 (BCL2 cBsizaH-
HbIif ataHoreH), NKX2-5 (NK2 romeo6oxc 5), KCNQI,
KCNH2 (kanueBblii MOTEHIMATI-3aBUCUMBIN KaHAM),
TRPM4 (BpeMEHHBII pEelenTOpHbI MOTEHIIHAT Me-
nmacraTuHa 4), anbha-aKTHHUHA; TTAaTOTEeHHBIMH MHTO-
XOHApUATbHBIMU MyTauusamu [26]. Cinenyetr OTMETUTD,
YTO Ha JAHHBI MOMEHT OOJIBIIMHCTBO MOJICKYIISP-
HO-TeHETUYECKUX HCCIIEIOBAaHUI MAIlMeHTOB, BKIIO-
YEHHBIX B PETUCTP, HaXoATcs B pabote. Tem He meHee,
MPOBEICHNE TEHETUIECKOTO MCCIEI0BAHUS M BBISBIIC-
HUE apUTMOTEHHBIX MYTAI[Uil TIO3BOJHT PACIIUPHTH
QITOPUTM OLICHKH (aKTOPOB pUCKa HEOMArompHUsTHBIX
COOBITHH B Ka)K/IOM KOHKPETHOM ciTy4dae 3a00JieBaHusl.

JnurensHoe n3ydenue Gpakropos pucka BCC y me-
teit ¢ I'KMII npuBeno x cO30aHUIO KaJIbKYJISITOpa
pacdeTra BO3MOYKHOTO pPHUCKAa BHE3alTHOM CMEpTH —
HCM Risk-Kids Model, ucronszyemoro y aereii ot 1
no 16 ner [24]. [dauHBI KanbKyasaTop ObLI BHECEH
B peKoMeHIanuu 1o crpatudukannn pucka BCC nus
MPUHATHS PEIIeHUs 00 MMIUIAHTAIMH KapIHOBEepTe-
pa-neudpmisTopa B EBponeiickue KIMHUYECKUE
pykoBozcTBa [27], cTaB TeM CaMbIM BAJIMIHPOBAHHBIM
nHCTpyMeHTOM cTpatudukanun pucka BCC. Omnako
€ro MprUMEeHeHHe OrpaHn4eHo. Tak, OH He MOXKET ObITh
WCIOJIB30BaH y Aeteit ¢ peHokomusimu ['KMIT.

CrnenyeT OTMETUTh, YTO B HAILEM PETHCTPE €CTh
BCEe HEOOXOMMBIC AaHHBIC I MPOBEICHUS OICHKU
BO3MOXHOro pucka BCC ¢ moMoIbio KalbKyJIsITOpa
HCM Risk-Kids Model [24], 4T0 TIO3BOJIUT NPHHSTH
pemieHre 00 WMILIAHTAllMK KapauoBepTepa-aedu-
Opusisitopa B HauOoJiee paHHHE CPOKH, B KaueCTBE
TIEPBUYHON TTPOPHUIAKTHKH BHE3AITHOW CMEPTH Y Jie-
teit c TKMIL

3AKJIKOMEHUE

TaxuM 0Opa3oM, Hallle HCCIeOBaHNE ITPEIOCTaB-
JISIET KIIMHUKO-UHCTPYMEHTAJIbHBIC CBEJICHUS O MAallu-
eHTax gerckoro Bo3pacta ¢ [KMII u ee dpenoxonu-
ssMu. Benenune d1eKTpoHHOU 0a3bl MJaHHBIX TTO3BOJUT
JTydIlie TOHUMAaTh BIUsTHUE ()aKTOPOB, B TOM YHCIIE Te-
HETHYECKWX, Ha TeUeHHUE, UCXOABl M MMPOTHO3 3a00I1e-
BaHUS B eIMATPUUECKON nmonynsuuu. JluHaMmuueckoe
HaoOmonenue 3a getThmu ¢ [ KMIT cnenaet BO3MOXKHBIM
YCOBEPIIIEHCTBOBAHUE aJTOPUTMA THATHOCTHKH 3a00-
neBaHus, orneHkH pucka BCC m ee mpopUIaKTHKH.
DTO MO3BOJUT CBOEBPEMEHHO HayaTh JICUCHHUE TAKHUX
MAIlMEHTOB, pa3paboTaTh HOBBIE METOMABI TEparuu
Y yIy4YIIUTh MPOTHO3.
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NHdopmauumna 06 aBTopax:
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MwH3gpaBa Poccum;
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