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B HeMHOroYMcJIeHHBIX 3apy0eKHBIX PA0OTaX MOCJIEAHEro AeCATHIETHS OKA3aHA B3aMMOCBS3b Pa3/IMYHBIX MATOT€HHbIX BADHAHTOB
rena ELAC2 c rereporeHHbIMH ()eHOTMNHYECKMMH MPOSIBJIECHUSAMH, OOLIMM JJIS1 KOTOPbIX SABJISAETCS HEeOJArONpPUSTHBIA NMPOrHO3,
BbI3BAHHBIi TSIKEJIbIM TeUeHHEM KapIUOMHONATHM HA MEPBOM roiy X)u3Hu. B crarbe mpeacrasieHo mepsoe B Poccun KimHnve-
CKOe Ha0JII0IeHHe PeIKOro BApUAaHTa runepTpoduyeckoro eHOTHNA KAPAMOMHONATHH C JIETAIBHBIM UCX0I0OM HA 1-M roaxy »KusHm,
u BapuanTamu c.887T>C, p.L296P w ¢.19794>T, p. K6601 rena ELAC2. 11en» padoThl — NpeACTABUTH KIMHUYECKOE HAOJI0eHne
pedenka ¢ pano manuectupyrouieii popmoii runeprpouyeckoro (heHOTHNA KAPAUOMHONATHH, OOYCJIOBJIEHHOH MATOreHHBIMH
BapuaHTamu rena ELAC2.

Karouesvte caosa: demu, HoopodcoeHHble, eunepmpouueckas Kapouomuonamus, Hacareocmeertvlie 004e3HU, MUMOXOHOPUANbHbLE
oonesnu, een ELAC2.
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The few foreign papers of the last decade have shown the relationship of various pathogenic variants of the ELAC2 gene to heteroge-
neous phenotypic manifestations, for which the unfavorable prognosis is common, caused by severe cardiomyopathy in the first year
of life. The article presents the first clinical observation of a rare variant of the hypertrophic phenotype cardiomyopathy with a fatal
outcome in the first year of life, and variants c.8877>C, p. L296P and c.19794>T, p. K660I of the ELAC2 gene in Russia. The purpose
of the work is to present clinical observation of a child with an early manifestation of a hypertrophic phenotype of cardiomyopathy
caused by pathogenic variants of the ELAC2 gene.
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WIIEMUYECKON OOJIe3HBIO cep/illa, MOPOKaMU KJalmaHOB

I‘ apIMOMMONATUM — TeTeporeHHasl TpyIma 060je3-
VI BPOXISHHBIMU mopokKamu cepaua [1—3]. [Tomumo

Hell CepIeYHOU MBI, TPU KOTOPBIX IIPOMC-

XOOAT €€ CTPYKTYPHBIC WU (byHKL[I/IOHaJTI)HI)IC Hapy-
HI€HWA, HE CBA3AaHHBLIC C apTepMaanoﬁ FI/IHCDTOHI/IGﬁ,

MyTaL[I/[VI B CApKOMEPHBLIX, TUTOCKEJIECTHBIX N 1€ECMOCOM-
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Tanoaesa JI.A. u coaem. HoBblii HyKJIEOTUIHBIN BapuaHT B reHe ELAC2y pebeHKa paHHEro Bo3pacTa ¢ runepTpodueii MUoKap/a XeaylI0uKoB

MBIIIIIBI MOTYT OBITh BPOXAEHHBIE HapyIIeHWsT oOMeHa
BEILECTB, HEPBHO-MbIIIEYHbIE 3a00JIeBaHUS 1 MOHOTE€H-
HbIE CUHIPOMBI [2—4].

K nambonee penkum, acCOUMUPOBAHHBIM C TSKE-
JIBIM TeUeHWEeM KapAWOMUOIIATUU, OTHOCATCS MUTO-
XOHIpHUaTbHbIe 60e3HM [2, 5, 6]. MUTOXOHIpUATLHBIE
0oJsie3HU — OoJtbIlas rpyrIa 3a0ojeBaHUi, 00YCIIOBJIEH-
Has HapyleHUSIMU KJIeTOYHOU sHepretuku. Cymmap-
Hasl 4acToTa MUTOXOHJpUAJIbHBIX 3a00JieBaHUI COCTaB-
asger 1,6:5000 [6]. BuosHepreTmueckuii MeTabOIU3M
HaXOJAUTCSI TIOA JBOMHBIM TE€HETHMYECKUM KOHTPOJIEM:
simepHoit u mMutoxoHapuanbHoit JIHK. MwutoxoHapu-
ajibHble 3a00JieBaHMSI, OOYCJIOBJIEHHbBIC IMaTOT€HHBIMU
BapuaHtamu snepHoit JIHK, Hacnmemyrorcst coriacHo
MEHICJIEBCKMM 3aKOHaM — I10 ayTOCOMHO-TOMMHAaHT-
HOMY, ayTOCOMHO-PELIECCUBHOMY U X-CIEIJEHHOMY
pelecCMBHOMY THMaM. MUTOXOHIpUaIbHbIe 3a0oJie-
BaHMS, Komupyloiuecss MuToxoHapuanbHoir JIHK,
UMEIT MaTEpUHCKUI TUN HacienoBaHus [7—9]. Myrta-
1IMM TEHOB, KOAUPYIOUIMX OEJIKOBbIE MPOAYKTHI KOM-
MJieKca JbIXaTeJIbHOW LMW MUTOXOHIPUIA, TIPUBOIST
K CHIUKEHUIO CKOpocTH cuHTe3a AT®D, ycuIIieHUIO Mpo-
JIYKIIMU aKTUBHBIX (DOPM KHMCIIOPOAA, 3aITyCKy MeXaHU3-
MOB 3allpOrpaMMUPOBAHHON TMOEIN KJIETOK, BKJIHOYast
anonTo3, ayToaruio U HEKpPO30MoJ00HbIE U3MEHEHUS,
BBI3BbIBasl TTOBPEKAEHNE MEMOPAHHBIX CTPYKTYP CBOOOI-
HBIMU paauKallaMu C TOCAEAYIOIIMM BbICBOOOXIEHUEM
mutoxpoma C M3 MUTOXOHIPUI B 9HAOIIa3MaTHUECKUIA
petukynym [6]. B cBsI3u ¢ BO3HUKAIOUIUM CHCTEMHBIM
neeKTOM 2HEepreTMuYeckKoro MetadoJinm3Ma ropaxarTcs
B pa3MYHON KOMOMHAUMM Hambojiee 3HEPro3aBUCH-
Mble TKaHU U OpTaHbl MUIIEHU (MMOKApI U CKEJETHBIE
MBIIIIBI, ILIEHTpaJbHass HEpBHAas CUCTeMa), 4YTO O0y-
CJIOBIUBAET BBIPAXKEHHBIN TTOJIMMOP(PU3M KITMHUIECKUX
CUMIITOMOB, MYJBTUCUCTEMHBIN XapaKTep TMOpaKeHUsI
U Tiporpeccupymoliee TeueHue [6, 9—11]. Tuneprpodus
MMOKapaa TIpU MUTOXOHIPHAIBHBIX OOJE3HSIX HMEET
NMHAMUYHBIA XapakTep: B Tpoliecce TeueHus: 3aboseBa-
HUST MOXKET TIPOU30MTH KaK ee YMeHbIIIeHUe, TaK U MOJI-
HUEHOCHOE TIpOrpeccCupoBaHME BO BpeMsl 3MU30/I0B
Metabonuyeckoir nekomrieHcanuu [12]. B pspe ciy-
YyaeB MpU TPOTPECCUPOBAHUU 3a00JeBaHUSI TTPOUCXO-
AT cMeHa (eHOTUIa ¢ (GopMHUpOBaHWEM WIATALINU
MOJIOCTEN Cepalia U Pa3BUTHEM B MOCJEIYIOIEM CUCTO-
nuaeckoit nucyHkimu [13, 14]. CriekTp aKcTpakapav-
aJTbHBIX KJIMHUYECKUX TTPOSIBJICHUI BKITIOYAET 3aJIePXKKY
BHYTPUYTPOOHOTO Pa3BUTUS, MUKpOIIedanuto, 3a1epxKKY
IICUXOMOTOPHOTO PAa3BUTHSI, MBIIIEYHYIO TUITOTOHUIO,
WHTEJUIEKTYaJIbHYI0 HENOCTaTOYHOCTh, JIaKTaT-allria03
[6, 10]. TTo maHHBIM JUTEPATypbl, CMEPTHOCTh HETeit
C MUTOXOHIPHUATBHBIMU 3a00JIeBAaHUSIMU 3HAYUTEIIBHO
BBIILIE TTPU BOBJICUEHUU B MTATOJIOTMYECKUI TIPOIIECC cep-
JIEYHO-COCYANCTOM CUCTEMBI [6, 15].

MuTtoxoHaApHUabHash MEIUIIMHA — OJHO M3 CpaBHU-
TEJIbHO HOBBIX M JMHAMHWYHO Pa3BUBAIOIIMXCST HATIpaB-
JICHU! MeOUIMHCKON reHeTuKu. C KaXIbIM TOIOM
VBEJIMYMBAETCS] YKMCIIO BHOBb BBISIBJIEHHBIX MMTOXOH-

NpUaJibHBIX 3a00JIeBaHUIA, TIOSIBJISIIOTCS] JaHHBIE O TeHe-
TUYECKMX nedeKkTax, JieXallux B UX ocHoBe. B uwucie
TaKMX OIMMCaHa CBsI3b MyTaluii simepHoro reHa ELAC2,
pacIioJIOXKeHHOTO Ha KOPOTKOM Tiieye XpoMOcCOoMbI 17,
¢ KOMOMHMPOBAHHBIM JA€(ULIMTOM OKHUCIUTEIHLHOTO
dochopunuposanus, Tun 17, runeprpodpudeckoit Kap-
IUOMUOIIaTHE W Ie(PULIMTOM MUTOXOHIPUATHLHOTO
komruiekca | [14]. TlpuBomum naHHbBIE COOCTBEHHOTO
KJIMHUYECKOTO HaOTIOACHMSI.

Knunnyeckuii cyvaii. Majnbunk 2 Mec XKM3HU TOCTIN-
TaTM3UpOBaH B Kapauojornueckoe otaeiseHue Harmo-
HaJIbHOTO MEIMIIMHCKOTO HMCCIIeI0BaTEIbCKOTO LEHTpa
3[10POBbSI IETEN B CBSI3U C BBISIBJIEHHOW BBIPAXKEHHOM
rurepTpodueit MuoKapaa cepaia.

PeGeHok OT comaTW4ecKu 3M0POBBIX POIMUTEIEH,
HE COCTOSIBIIIMX B POJICTBE, HACJIEACTBEHHOCTb OTSITO-
1eHa — cMepTh cubca B Bo3pacTe 8 mec. Macca Tena
npu poxaeHuu 3000 1, girHa Tena 52 cM, OKpPYKHOCTh
roJioBbl 32 cM, OKpYXHOCTb Tpyau 33 cM. PanHuii HeoHa-
TaJbHBIN TIepUo TIpoTeKayn 0e3 ocobeHHOCTel, NH(pEK-
UOHHBIMU 3a00JeBaHusIMM He Ooent. [1pu sxokapamo-
rpaduy B pOAWIHLHOM JIOM€ TATOJIOTUM HE BBISBJICHO,
B Bo3pacte | Mec BU3yaqu3MpoBaHa acUMMETpUYHasI
rurneptpodust MUOKapa JeBOro keayaouka 0e3 pu3Ha-
KOB OOCTPYKIMU: TOJIIMHA MEXKETYJT0UYKOBOI Mepero-
ponku 7 MM (Z-score 3), 3aaHeil CTEHKU JIEBOTO XeJy-
nouka 4 MM (Z-score 1,6).

Tlpy KIMHUYECKOM OCMOTpE B HallleM OTIeJICHUU
OTMEYaJINCh OABIIIKA C YACTOTOM AbixaHuii 40 B MUHYTY,
Taxukapausi C YacTOTOW CepACYHBIX COKpalleHUIt
160 yn/MUH, CUCTOTMYECKUIA IITyM HaJ 00J1acThIO Ceplia,
0e3 BKCTpakapAuaIbHOTO TPOBENEHUsI, TernaToMeraaust
(+5 cm ot Kpast ipaBoii pebepHO 1yTr), MUKpoliedatus
(oxpyxHOCTB rosioBbI 37 cM (—2 SD), oKpy>XHOCTb rpyiun
39 cM), MBIIIIEYHBIN TOHYC TU(PDY3HO CHUXKEH, YMEPEHHO
acumMerpudeH. OOpaliajim BHUMaHUe (QEeHOTUITNYE-
CKME OCOOEHHOCTH: TyCThle OpPOBU, aHTUMOHTOJOUIHBIN
pa3pe3 a3, IJWHHBbICE PECHUIIbI, HU3KOIOCaKEHHbIE
VIIIHbIE PaKOBUHBI, OTHOCHTEIbHAsT MaKpOCTOMUSI, Tpy-
Oble 4epThl Juia, KopoTKas ies. [lpu mabopaTopHoMm
WUCCIeIOBAaHUM YCTAHOBJIEH HM3KMI YPOBEHb T'e€MOTJIO-
ouna (89—99 r/n) mpu HOpMaJIbLHOM YpOBHE XeJje3a,
OTHOCUTeNbHas He#Tporienust (15,2%), HU3KUMIT ypo-
BeHb HaTpus (126 MMOJb/IT), CHDKEHHBIN ypoBeHb IgG
(1,7 v/n), Bbicokuit ypoBeHb NT-proBNP (7074 nir/mn),
nakTarta (5,1 MMoJb/1T HaToIaK), Kanus (6,4 MMOJIb/T).
IMpu sxoxkaparorpaduu BbISIBJIeHA OWBEHTPUKYJISIpHAs
CUMMETpUYHAs TUTIEPTPODUST MUOKapaa HEOOCTPYKTHB-
Hasi — MEXOKeJTyIouKoBasi meperoponaka 12 Mm (z-score
5,2), 3amHsIsl CTeHKa JIEBOTO Xejyaouka 12 MM (z-score
6,93), mepenHsiT CTeHKa TPaBOTO Keaymoyka 6 MM,
COKPaTUMOCTh JIEBOTO KeIy/lo4YKa YIOBJIETBOPUTETbHAS
(bpakuus Beiopoca o CumricoH 64%). I1o pesynbratam
anekTpokapanorpacduu (puc. 1) 1 XonTepoBCKOTro MOHU-
TOPUPOBAaHUS BJEKTPOKAPAMOrpaMMBbl 3a(MKCcUpoBaHa
TaxuKapausl B TeYEHUE CYTOK ¢ MaKCUMaJIbHOM 4acTOTOM
cepaeuHbIX cokpaineHuit 200 yn/MuH, npusHaku (hyHK-
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Puc. 1. DnekTpokapamorpamMma B Bo3pacte 2 Mec: CHHYCOBBI PUTM, 3JeBanus cerMmeHTa ST B 0TBeleHHsAX
V4-V6, 11 na 1 MM npu nosioxkuteabHoM 3yoie T, Hu3KoBosibTaKHBII 3y0en T (AByXropoblii B HEKOTOPbIX

OTBE/ICHUSX).

Fig. 1. Electrocardiogram at the age of 2 months: sinus rhythm, ST elevation in leads V4—V6, II for 1 mm with
positive T-wave; low voltage of T-wave (double T-wave in some positions)

LIMOHUPOBAHUS JTOTOJHUTEIbHBIX MPOBOSIIUX IyTel
(nenbTa-BoJIHA B OTBeAeHUN V2), BhIpakeHHOE Hapylle-
Hue pernoisipu3anuu (aseBauust cerMmeHTa ST B oTBese-
Husix V4—V6, Il Ha 1 MM ripu mostoxkuTebHOM 3y61ie T).
C yueroMm runeptpoduy MUOKapAa U TaXUKapauu
HauyaTa Tepanusi OeTa-aapeHo0J0KaTOpoM (MPOIpaHo-
son 2 mr/kr/cyt). Ilpeanonarasi BHICOKYIO BEPOSITHOCTh
MUTOXOHAPUATILHOW 3TUOJIOTMU 3a00J€BaHUsI, MPOBO-
AW METabOIMYECKYIO Tepanuio: JIEBOKAPHUTUH, yOu-
JIeKapeHoH, siHTapHasl kuciorta. Yepe3 3 Hea OT Havala
Mof0OpaHHOI Tepanmuu OTMEYeHa  IOJOXHUTEIbHAs
MUHAMUKA B BUIE KyITMPOBAHUS TaXWKAPINUU, OIBIIIKH,
YMEHBIIWIUCh pa3Mephl neyeHu Ao +0,5 cM oT Kpas
NpaBoii pedepHON Oyrv, B aHaIU3aX KPOBU CHUBUJICS
ypoOBeHb JakTara (2,1 MMoJib/i1), HOPpMATU30BAJICS YPO-
BeHb Hatpus (136 mmomb/m). PeGeHOK OBUT BBITTMCAH
JUTS1 HAOJTIOJIEHUSI CTIE[MATUCTOB [0 MECTY XKUTEJIbCTBA.
B npotiecce 1MarHOCTUUECKOTO MOUCKA MPOBEIEH PsijL
MOJIEKYJIIPHO-TeHETUYEeCKUX HrccieaoBaHuil. C yyeToM
BbIP&KEHHON OWBEHTPUKYJSIPHON TUrepTpoduu MHUO-
Kapaa U 3aepXXKU MOTOPHOTO Pa3BUTHUsI METOJOM TaH-
neMHoit macc-criektpomerpuu (ESI-MS/MS) uckioueHa
6osie3nb [Mommne (akTMBHOCTH (hepmeHTa a-1,4-TIoK03U-
nasbl B Cyxux msTHax Kpou 10,73 MKMonb/1/4; HOpMa
>2,32 MKMOJIb/J/4), BBISIBJICHO YBEJIWYEHUE KOHIIEHTpa-
IIUY TIYTAMUHOBOM KUCIIOTHI (536,4 MKMOJTB/JT TIPU HOpME
1o 440,8 MKMOJIb/1T), OCTalbHbBIE 3HAYeHUsT — B TIpeneaax
HOPMbI. YUuTbIBas HaIuuMe HEUTPONMEHUU, MbIIIeY-
HOW TUIOTOHUM U 3aJepKKU MOTOPHOTO DPAa3BUTHSI,

METOJIOM CceKBeHUpoBaHUsl 1o CeHrepy ucclenoBaiu
9Kk30HBI 01—10 reHa TAZ, a TaxKe mpuieTaroIie MHTPOH-
Hble 00JIaCTH, HYKJIEOTUIHBIX BapUAHTOB HE BBISIBJICHO,
YTO TO3BOJIMJIO UCKITIOUUTh cUHApOoM bapra. Crieayommm
9TaroM JMAarHOCTUYECKOTo MOMCKA CTAJIO MCCIIENOBaHKE
METOJIOM MacCOBOTO MapaylieIbHOTO CEKBEHUPOBAHUS
TapreTHBIX 00JIacTell TEHOB, BKJIIOUEHHBIX B KapauoJiO-
TMYECKYIO TIaHeNlb, pa3paboTaHHYl0 HamM paHee [16].
B pesynsrate B 9k30He 11 reHa ELAC2 BbISIBIIEH HYKJIEO-
TUOHBIM ~ BapuaHT ¢.887T>C  (chrl7:12908402A>G;
NM_018127.6) B reTepO3UTOTHOM COCTOSTHWM, TIPUBOISI-
WA K aMUHOKHUCIIOTHOMY BapuaHTy p.L296P, He omnu-
CaHHBIE B KOHTPOJbHON BbIOOPKE gnomAD (v2.1.1).
B cootBercTBUM ¢ PoccuiickuM pyKOBOACTBOM 1O MHTEP-
MpeTaluu JAaHHbIx nocienosaresbHocTu JHK yenoseka
JIaHHBI HYKJICOTUIHBIN BapyaHT CJeIyeT paclieHUBaTh
Kak BeposITHO maroreHHbiit. B sk3oHe 21 rena ELAC2
(OMIM 605367) HykIeoTUAHBIN BapuaHT c.1979A>T
(chr17:12898131T>A; NM_018127.6) B reTepo3UrOTHOM
COCTOSTHUU, TIPUBOASIINIT K aMUHOKUCIIOTHOMY BapyaHTy
p.K660I, Takke He ONMMCAHHBIN B KOHTPOJIBHOU BHIOOpKE
gnomAD (v2.1.1). HykieotunHbslit BapuaHT oOMucaH
B MexxnyHapoaHoit 6aze HGMD professional y maiimeHToB
¢ runeprpoduyeckoit kaparnomuonatueit [17]. Moneky-
JISPHO-TEHETUYeCKoe OOC/IeNOBaHUE POMUTENIEH BbIsI-
BUJIO Y OTIA HYKJICOTUIHBIN BapuaHT ¢.887T>C, p.L296P
B TETEPO3UTOTHOM COCTOSIHUM, Yy MaTepud — HYKJIEO-
TUAHBIN BapuaHT c. 19794>T, p.K660I B TeTepO3UTOTHOM
COCTOSTHMU, UTO TTO3BOJIWJIO MOATBEPAUTD AUATHO3.
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ITpu naaHOBOM OCMOTpE B BO3pacTe 5 Mec MO MECTy
JKUTEJIbCTBA ~ BU3yaJM3MpoOBaHa cerapamus JIUCTKOB
nepukapma g0 2,7 mMm. B tepammio mob6aBieH aUypeTHUK
(runtotrasun 1 Mr/Kr/cyr).

IIpu moBTOpHOI rocnurtanu3auuy B Ham LleHTp
B Bo3pacte 7 Mec XM3HM (PU3MYECKOE Pa3BUTHE Cpel-
Hee: Macca Tena 7,7 KT, JuTiHa Tesla 69 ¢cM, OKPYXKHOCTh
rojioBsl 42,5 cMm (—2 SD), okpyxXHOCTHh rpynu 44 cMm.
Ilpu KIMHWYECKOM OCMOTpE TUIEePruaApo3 JaloHeH
W CTOTI, MBIIIIEYHBIN TOHYC NUMEPY3HO CHUXKEH B aKCH-
aTbHBIX W TIPOKCUMAJIBHBIX MBIIIIAX KOHEYHOCTEH
1 He3HAYUTEJIbHO TTOBBIIIEH B TUCTATLHBIX MBIIIIIAX PYK,
CYXOXWJIbHbIE pe(IeKChl OXWBICHBI, TOJOBY IEPXKUT,
repeBOpauynBaeTCs, MPU TPAKIUU 3a PYKU TPYIITUPY-
ercsi. B aHanuzax KpoBU COXpaHSIETCsI BBICOKUI YPOBEHb
NT-proBNP (6911 mir/mit), HU3KWI ypOBEHBb TeMOTJIO-
owuna (99 rt/m), runonarpuemus (126,36 MMOIB/T)
MpU HOPMaJbHOM cofepXaHuu Kanus (4,9 MMOJb/I).
Hopmanu3zoBancs yposenb IgG (3,14 r/n), cHuswics
nakrtar (2,3 mMmonw/n). Ilo gaHHBIM 3xoKapauorpadumn
(puc. 2), coxpaHsieTCs KapTMHA CUMMETPUYHOI Heo0-
CTPYKTUBHOH TUTIEPTPODUUECKON KapaAMOMUOIIATUN —
MEXCKeTy1oukoBasi reperopojaka 13,9 mm (z-score 9,85),
3aiHss cTeHka 12,4 MM (z-score 8,21), TonuHa repem-
Hel CTEHKM MPaBOTO XeJIyIoukKa yMEeHbIIWIACh (2,5 MM).
Ilo pesynbsrataM XOJATEPOBCKOTO MOHUTOPUPOBAHUS
BDKT — enMHUYHBIE KeTyT0UYKOBbIE SKCTPACUCTOJIBI 10 6
B cyTku. [Ipu yasTpa3sByKOBOM MCCIEIOBAaHUM TIOYEK
BIIEpPBbIE BU3YAJIM3UPOBaHbI TMPU3HAKU HedpoMerajiuu
(74x30 mm), nuddy3HBIX TApeHXMMATO3HBIX M3MEHEe-
Huii. Ha peHTtreHorpauu opraHOB TPYIHOW KIIETKHU
B IMHaAMUKE YBEJIMYUJICS KapAUOTOpaKalbHbI WHIEKC
¢ 0,53 m0 0,67 (puc. 3). B cBsi3u ¢ coxpaHSIOLIEHCs TUTTO-
HaTpueMMeil TpoBedeHa KOPPEKIMs pexuMa MprueMa
NUypeTuKa, JOCTUTHYTAa HOpMau3allusi YPOBHS KaJusi
u HaTpus. [TomuMo auypeTruyeckoi Teparnuy U npueMa
OeTa-anpeHOOJOKaTOpa MPONOJIKEHA MeTaboInyecKast

Puc. 2. lannbie 3xokapauorpacuu B Bo3pacre 8 mec.
a — mapacTepHaJIbHas Mo3unus, B-pexum; 6 — MomudHIMpoBaHHAS AMMKAJIbHAS MO3UIMsA, B-pekuM; B — npoeKust KOPOTKO# 0cH
JIeBoro xkeaynoyka. CuMMeTpHYHAsi TUnepTPodus JeBOro Keayrouyka 0e3 00CTPYKIHMH BHIBOJHOTO OTIE/Ia, THNEPIXOTeHHbIH MHO-
KapJ1 3a/iHeil CTEHKH JIEBOr0 JKeJIy/104Ka, COKPATHUMOCTD JIEBOTO JKEeJIYJ0YKA YIOBJIETBOPUTEIbHAS.

Fig. 2. Echocardiography at the age of 8 months: a — parasternal position, B-mode, 6 — modified apical position, B-mode, B — pro-
jection of the short axis of the left ventricle. The symmetrical hypertrophy of the left ventricle without obstruction of the left ventric-
ular outflow tract, the hyper-echogenic myocardium of the posterior wall of the left ventricle, the reduction of left ventricle is normal.

Teparnus ¢ 1o0aBJeHUeM MPU IMU30/aX JaKTaT-alnua03a
npenapaTa IMMeTUI0KCOOyTIII(hoCcHOHMITUMETHIAT.

B Bospacte 1 roma 1 mec 6e3 BUIMMOW TPUYMHBI
B TeUeHUEe 2 AHEl OTMEYEeHO IpOorpeccupyloliee yxymi-
IIeHWEe COCTOsSIHUS pebeHKa (Hapacrawoliasi BSIOCTb,
Kanpu3HOCTb, CHUXKEHME aIlleTUTa C TMOJHBIM OTKa30M
OT efbl), COIMPOBOXAAIOIIEECS YBEJIMYEHUEM YPOBHS
Jlaktarta 10 13 MMouib/J1 U CHUKeHUeM (pakiimu BeIOpoca
JIGBOTO  XKeJlymouyka C  TIOCJEIyIIIMM  JIeTaJTbHbIM
MCXOJIOM.

AHanu3 uctopuu 0oJie3HM OpaTa TpoOaHIa ITO3BO-
JISIET TIPEATOJOXUTh HaJIuyue y HEero aHaJoTHUYHOTO
3a0osieBaHMsl. CorlacHO aHaMHe3y y cTapiiero oOpara
npobaHa B Bo3pacte 1 Mec mpu CKPpUHUHTOBOM 3X0Kap-
nurorpaduy BU3yaJu3upOBaHbl OTKPHITOE OBAJIbHOE OKHO
n0o 4 MM 1 nedeKT MeXXKeIyITOouKOBON Teperopoaku
mo 3 MM B MeMOpaHo3Ho# yactu. C Bospacra 2 mec
KU3HU pOAUTENN oOpalllajd BHUMaHKWE Ha MBIIICUHYIO
TUTIOTOHUIO, B JaJIbHENIIIEM — Ha 3aJepXKKYy MOTOPHOTO
pa3BUTHS, TIIOXYIO TIpUOaBKy Macchl Tena. [Ipu moBTop-
HOI1 axoKapauorpaduu B Bo3pacte 6 Mec Oblia BBISIBIEHA
OMBEHTPUKYJISIpHAsT TUIepTpodusi MHoKapaa (MexoKe-
JIyIodKoBas Tieperoponka 17—21 MM, 3amHssT CTeHKa
JIEBOTO XeJynouka 12—14 MM, miepeiHsIsi CTeHKa MpaBoro
Xesygouka 8 MM) 0e3 0OCTPYKIIMM BBIBOIHBIX OTAEJIOB
KeJyn04koB. B Bo3pacte 8§ Mec XKM3HU COCTOSTHUE MaJlb-
YrKa pe3Ko YXYIIINIOCh B TeUeHUE HECKOJIbKHX YaCOB —
pa3BujiaCh MHOTOKpaTHasl pBOTa, BSUIOCTb, alMHaMUs,
CHIDKEHUE caTypallu KpOBU KucjiopoaoMm 88—92%,
yacToTa abixaHuit 70 B MUHYTY, 11 dy3HBIE CyXUe XPUTTbI
B JIETKMX, TOHBI Ceplla MPUTTYIIEeHbI, TPYObI CUCTOIN-
YeCKUU 1IyM BAOJIb JIEBOTO Kpasi TPYIMHBI, TaXUKapAusl
C 4acToToi cepiaeuyHbix cokpameHuit 130—150 yn/muH,
reraroMeranus (+2 cM OT Kpasi TIipaBoil peObepHOit 1yru).
IIpu naGoparopHOM HCClIeTOBaHWM BBISIBIIEHA TUITOHA-
TpUeMUsl, KaJliii Ha HUKHEN TpaHU1le HOPMBI, TUTIOXJIO-
peMusi, TUTIOraMMarJio0yTMHEMHUSI, TIOBBIILIEHUE YPOBHSI
¢dpakunm MB kpeatnnkuHasbl. Ha 2-e cytkm rocrura-
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JIU3ALUU TIepecTajl pearupoBaTb Ha OCMOTP, CHUBWIICS
TEeMII Iuype3a, Pa3BUJICS OO OTEYHbBIN CUHAPOM, yBe-
Juuuiack reraroMeranus. K Havanmy 3-X cyToK jedyeHust
B YCJIOBUSIX CTallMOHapa KOHCTaTMpOBaHa OMOJIOTMYe-
CKast CMepTh.

0OO0cyxaeHue

Mo 2013 r. mytauuu B rene ELAC2 accouunpoBaiuch
UCKJIIOUUTENIBHO C PaKOM TIPOCTaThl, MOCKOJIbKY IPO-
IyKT TeHa, B3aUMOJICHCTBYS C APYrUMU OeJIKaMU, B TOM
yucyie ¢ TpaHchopMUpYIOIIUM (aKTopoM pocTa Oera,
crnoco0eH peryJupoBaTh PocT W JejeHue KiaeTok [18].
OmnHako B TOC/EIHNE TOIbl 3apyOekHbIe paOOThI CBSI3bI-
BalOT nmaToreHHble BapuaHThl reHa ELAC2 ¢ pa3nuuHbIMU
(beHOTUTTMYECKUMU TIPOSIBJICHUSIMU, 3aTparuBarolluMU
MPEeUMYIIECTBEHHO OpraHbl U TKaHU C BHICOKMMU 3HEP-
TeTUYECKMMM 3aTpaTaMM (CKEJIETHbIE MBIIIIbBI, MO3T,
cepaue). B mexnynaponHoit 6aze HGMD professional
rmaToreHHble BapuaHThl B TeHe ELAC2 omucaHbl Tpeu-
MYIIECTBEHHO Yy TalMeHTOB C IWJIaTallMOHHOW U TUTIEP-
Tpoduyeckoit KapauoMuoIiaTheil, TeYeHWe KOTOPOit
COIPOBOXAAETCS JaKTaT-allua030M 1 1e(OULIUTOM MUTO-
XoHapuanbHoTo Komrutiekca I [14, 19, 20].

Y GosblIMHCTBA OOJIBHBIX ¢ MyTauuei reHa ELAC2
OTMCaAHO TsIXeJioe TeyeHHe 3a0oJeBaHusl, MMPUBOJSIIEE
K JIETAJIbHOMY MCXOAY Ha TIEPBOM TO/Y XMU3HU 1O TIPU-
YUHE 3JI0KAYeCTBEHHOTO TEeUYEeHUSI KapJAMOMUOTMATUU.
ITpu 3TOM OmMMCaHbI U B3pOCTbIE MAIIMEHTHI C MOpaXKe-
HUEM LIEHTPAJIbHOW HEPBHOU M CEPIEYHO-COCYIUCTOMN
cucteM. BeposiTHO, pasHOOOpa3ue KIMHUYECKON CHUM-
MTOMAaTUKNA MOXET ObITb OOYCJIOBJIIEHO TE€HETMYECKUM
MOJUMOPGU3MOM U 3aBUCUT OT THUIA U PACIIONOXKEHMS
MyTaluu Ha kapte reHa ELAC2. Tak, neneuuu co ClBU-
TOM paMKU CUYUTBHIBaHUS c.457del n c.2009del, a Takxe
MaTOreHHbIE BapMaHTbl C HapylleHWeM KaHOHMWYEe-
cKoro caiirta crutaiicunra c. 1423+ 1G>A v ¢. 1423+2T>A
acCOLIMUPOBaHbl C 0oJjiee OJIATONIPUSITHBIM TEUYECHUEM
0oJsie3HU, TOrjJa KakK MMCCEHC-MyTalluu, pacrioyioKeH-
Hble B N-KOHIIEBOM JIOMEHE, HATIPOTUB, aCCOLIMMPOBAHbI
C JIeTaJIbHBIM MCXOJOM B paHHeM Bospacte. [ureprpo-
(us mMuoxkapaa KeaynouykoB cepila W JaKTaT-aluao3
4acTo coveTaroTcs Mpu aedekrax Metaboau3Ma MaTprd-
Hoit PHK u conpoBoxnatoTcs ApyruMyU KIMHUYECKUMU
MPOSIBJICHUSIMU: 3HLIe(aonaTueit, MuonaTruei, cuaepo-
OyacTHOI aHeMuel, TToTepelt ciyxa, aTpodueit 3puTeib-
HOTO HepBa 1 NUCHYHKIIMEN rmovyek wiu neyenu [19, 20].

B npencraBieHHOM KJIMHUYECKOM cllydae TPUINHOMN
3a00JIeBaHUST  TTOCIYXKWJIM  KOMITayH/I-TeTePO3UTOTHbBIC
HYKJICOTUJIHbIE 3aMeHBI B 9K30Hax 11 u 21 rena ELAC2.
B teuenuu 6ose3HM NarMeHTa oopaiiaeT BHUMaHUe paH-
HU1 1e0I0T MaTOJIOTMYECKNX MPOSBICHUIA: B 1-i1 MecsII
KM3HU OUMBEHTPUKYJSIpHasI TUIepTpodusi MUOKapia,
MbIIIIEYHAs TUTIOTOHUS, 3alepKKa MOTOPHOTO M TICHU-
XOpEYeBOrO Ppa3BUTHUsSI, MapPEHXMMATO3HbIE WM3MEHEHUS
MeYeHW U TIoYeK W TUIepJaKTaTeMusl, YTO TTO3BOJISLIO
MPETOI0XUTh MUTOXOHIPUABHYIO TUC(HYHKIIUIO ellle
IO TIOJYYEHMSI pe3yJbTaTOB MOJIEKYISIPHO-TEHEeTUYe-

KJINMHUYECKUE CJT1YHAU

CKOTo 00C/Ie0BaHMSI U COOTBETCTBOBAJIO JaHHBIM 3apy-
O0exxHbIX KoJuteT. Kpome Toro, ObuTM BBISIBIEHBI MUKPO-
nedanusi, TUAPOTIEPUKAP, YTO TaKXkKe OIMCAHO paHee.
OnHako B MCCIENOBaHUSX OTCYTCTBYeT WHMOpMaIus
00 2JIEKTPOJIMTHBIX HApYUIEHUSIX B BUJAC TUIMEPKaIMe-
MUU C TUTIOHATPUEMMEN U TUTTOXJIOPEMUEH, TUTIOTaMMa-
IOOYJIMHEMUM, HEHTPOTIEHUHN, BBISIBJICHHBIX Yy HaIEro
nauueHTa. Bo3aMoXHO, 3T0 00BSICHSIETCSI AMYypETUYECKOM
Tepanuei U TpeOyeT MaabHeNIero u3ydeHus st TIoHu-
MaHMSI TTaTOTeHETUYECKUX OCHOB 3TUX COCTOSTHUIA M TPOT-
HO3a 3a0071eBaHUs.

B Hacrosiiiee BpeMsi BApMaHTHI JIEUeHUS MAlleHTOB
¢ MUTOXOHIpUAJIBHOM TUC(OYHKIIMEH OCTal0TCsl OTpaHM-
yeHHbIMU [21, 22]. KpoMe TOro, mpoToKoJibl (hapMako-
JIOTUYECKOTO JICUCHUSI KapIAUOMUOIATUN U CepaeuyHOi
HENOCTaTOYHOCTH B JETCKOW MOMYJSILIMA OTNUPAIOTCS
Ha peKOMEHIALMU JUISI B3POCJbIX WKW Ha OIBIT OTIAE/b-
HBIX 1IeHTpoB [3]. OmnepaTuBHBIE METOJb KOPPEKIIUU,
TakMe KaK MMIUTaHTallus KapauoBepTepa-aeduopusis-
TOpa WIN TPAHCIUIAHTALMS cepla, B OOJBLIIMHCTBE CITy-
yaeB HEe MOTYT ObIThb peajn30BaHbl y MAllMEHTOB, CTpa-
JAOIIMX MUTOXOHAPUATbHBIMU HapyLIEHUsMU, W3-3a
TSIKEJION COITYTCTBYIOIIIEH IMATOJOTMU, YTO TakKXe Tpe-
OyeT nanbHeiiero usydeHus [21—-23].

3aknovyeHue

TTopaxeHue cepnedyHO-COCYIMCTON CUCTEMbI B BUIE
CUMMETPUYHON, BOBMOXHO, OUBEHTPUKYJISIDHOW TUTIEP-
Tpoun MUOKapaa B paHHEM BO3pacTe acCOLMUPYETCs
C HeOJaronpusITHBIM IIporHo3oM. IlomoOHBIE M3MeHe-
HUSI MUOKap/ia MOTYT ObITb OOYCJIOBJICHBI 1IEJIbIM PSIIOM
HaCJIeCTBEHHBIX 3a00JIeBaHNI, B TOM YHCJIE MUTOXOH-
JNpUaTbHON MAaTOJOTUEH.

CrierianycraMm, OCYIIECTBISIIOIIMM JUHAMUYECKOe
HaOJIIoIeHNe 3a JETbMM C TATOJIOTUEN CepIAeYHO-COCY-
JIUCTON CUCTEMBI, CJIEIyeT COXPaHSITh HACTOPOXKEHHOCTh

Puc. 3. PeHTreHorpaMMa OpraHoB IPYJHOI KJETKU B MPSAMOii
NPOEKUMH B BO3pacTe 7 Mec: cepaue MUPOKO NPUIEKHT K JIH-
acdparme, npunoAHATa BePXyHIKA CePaNa, KAPAUOTOPAKAILHBII
unaekc 0,67.

Fig. 3. Poster anterior chest X-ray at the age of 7 months:
the heart is widely attached to the diaphragm, the top of the
heart is raised, cardio-thoracic index 0.67.
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B OTHOILIEHUW MUTOXOHIPUAJIbHON AUCHYHKIINM Y JeTei
C KapauOMMOIIaTHE B KOMILUIEKCE C HEBPOJIOrMYE-
CKMMMW HapyIIeHUSIMU, MUOTIaTUEH, TUTIepJlaKTaTeMUEA.
B cBs13M ¢ pasHOOOpa3meM KIMHWUYECKUX ITPOSIBIICHUIA
HEOOXOIMMO TIPOBOAUTHL TTOJIHOE KOMIUIEKCHOE (hu3u-
KaJlbHOE, JIAOOPaTOPHO-WHCTPYMEHTATbHOE W MOJIEKY-
JIIPHO-TeHETHUECKOoe 00CIeI0BaHtsI TTAlIMEHTOB C MO0~
3peHreM Ha MUTOXOHIPHUATBHYIO TTATOJIOTHIO.

[IIupokoe MpuMeHEeHHE MOJIEKYJISIPHO-TEHETUYECKUX
METOJIOB AMATHOCTUKU Yy TIAIMEHTOB C TeAMaTPUUECKOM
KapIMOMMONATUER B TOC/IEAHNE TOAbI IIPUBEIO K HAKO-
IUIEHUIO OOJIBLLIOrO KOJIMUECTBAa MH(OpMalu, KOTO-
past 0OOCHOBBIBAET HEOOXOIMMOCTh CO3TaHUST peecTpa
JIETCKMX KapAuoOMMONaThii Ha Tepputopun Poccuii-
ckoit Denepannu 11 KATAMHECTUYECKOTO HAOTIOAEHMS
nauueHToB. ONMUCAaHHBIA HAMKU KJIMHUYECKUI TPUMED
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