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[IpuBenenHoe KIMHUYECKOe HAOJOeHHEe pedeHKa ¢ cuHapoMoM Bapra neMoHCTpUpYyeT TsKelloe MOpaXkeHHe cepana — codyeTa-
HUe TUIATAMOHHON KapIMOMHONATHH, CHHIPOMA HEKOMIAKTHOTO MHOKAp/a, MPU3HAKOB (uépodnacro3a sHAoKapaa. 3aboeBa-
HHe MaHU(ECTUPOBAJIO C NEPBBIX THEH KU3HH, OIHAKO JUIMTEILHO MPOTEKAJIO NO/L MACKO# BPOXKIEHHOro Muokapaura. Hapymenuit
CepeYHOro PUTMA, JIEKTPHYECKOi HeCTAOMIBHOCTH MHOKAP/A, YATHHEeHUs! uHTepBaia O—T B JaHHOM HAOIIO/IEHNH He BbISIBJIEHO.
Teuyenue 3a00/1eBaHNs HECTAOMIbHOE C YACTBHIMH MEPHOJAMH IEKOMIIEHCAMH HA (DOHE MHTEPKYPPEHTHBIX 3a0oneBanmii. [Ipencras-
JieH COBPeMEHHbIi B3IIsi/I Ha MPod.ieMy mopakeHus cepaua npu cuaapome bapra, o0cyknaorcs coBpeMeHHbIe OIXO/IbI K JI€YEHHIO,
MPOTHO3, MOKA3aHHS K TPAHCILIAHTALMH CepAla, BO3MOXKHOCTH MeTa00.IMYecKoii Tepanuu.

Karouesvte caosa: demu, cunopom bapma, ouramayuonnaa KapouoMuonamus, HeKOMRAKMHbLIL 1e6blil Jicenydouex, apummus, cep-
deunasi HedOCMAamMo4HOCMb, 3A0epicKa pocma, Hellmponenus, 3-memuiearymaxKonosas auudypus, een TAZ, neuenue.

The given clinical case report of a child with Barth syndrome demonstrates the severe heart injury — a concurrence of dilated cardio-
myopathy, myocardial non-compaction, and signs of endocardial fibroelastosis. The disease was manifested in the first days of life;
however, it was long masked by congenital myocarditis. No cardiac arrhythmias, myocardial electrical instability, or long Q—T
syndrome were detected in this case. The disease was unstable with frequent episodes of decompensation in the presence of intercur-
rent diseases. The paper gives a modern view on the problem of cardiac injury in Barth syndrome and discusses current treatment
approaches, prognosis, indications for heart transplantation, and possibilities of metabolic therapy.

Key words: children, Barth disease, dilated cardiomyopathy, left ventricular non-compaction, arrhythmia, heart failure, growth retarda-
tion, neutropenia, 3-methylglutaconic aciduria, TAZ gene, treatment.

IIUTOCKEJIETA, MHWTOXOHIPUAJIBbHBIC oenkn. Bo3moxkHO

ayTOCOMHO-JOMMWHAHTHOC, AYyTOCOMHO-PCLECCUBHOC,

niaTalilMOHHas KapanuoMUoIIaTuda OTHOCUTCA K Kpaﬁ—
HEC TS2KEJIBIM MOPAXXKCHUAM MHUOKapAa, XapaKTCpHU3y-

€TCSl HEeTPEePBbIBHOIIPOTPECCUPYIOIINM TEUeHUEM U CITy-
SKUT HanboJIee YacToM MMPUIMHOM pa3BUTHSI XPOHUIECKOM
CeplIeyHOl HeAOCTATOYHOCTH B JIEeTCKOM Bospacte. IMo-
KazaTeJll CMEPTHOCTU B Tieproja HabmomeHus oT | roma
JI0 5 JIET COCTaBJISIIOT cooTBeTCTBeHHO 31 m 46% |1, 2].
DTHONOTHS IWIATAIIMOHHON KapaIWOMUOTIATUM Pa3HO-
obpa3Ha, OHa MOXET pa3BMBATbCS KaK TMPHOOpeTeHHast
TaTOJIOTHUST BCJIEACTBUE TIEPEHECEHHOTO MUOKapanTa, Tak
1 UMEThb TeHETHYECKYIO MPUPOY, BOSHUKAThL Ha (hOHE Ha-
pyueHuii oomeHa BeiiectB [3—5]. B HacTosiiiee Bpemst
JIOCTUTHYT 3HAUMUTENBHBINA TIPOTpecC B M3YUYEHUM TeHe-
TUYECKUX aCTeKTOB IWIATAIIMOHHON KapIMOMUOTATHM.
BbigenieHbl OCHOBHBIE Te€HBI, MyTALIMM B KOTOPBIX TTPUBO-
JIAT K pa3BUTHIO 3aboieBaHusA. K HUM OTHOCSATCS TEHBI,
KOOUpYIOIINe OeKM CepIeyHoro capkoMepa, OeJIKU
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X-cleruieHHOe, a TakXe MUTOXOHIIpUaJIbHOE Haclea0-
BaHMe JUJIaTalIMOHHOM KapauomuonaTtuu |3, 6-8].

Cunapom bapra — omHa u3 ¢opm X-clerniaeHHOR
NWJIaTallMOHHOW KapIWOMUOIAaTUM — BO3HUKAET B CIIy-
yae HaIuuMsli Mytauuu B reHe TAZ (XpoMocOMHasi Jio-
Kanmu3auust — Xq28), komupyloiieMm 06eiaokK TaddazuH
[7, 8]. Tacddasun npencrapaseT coboit aruaTpaHchepa-
3y, KOTOpasi KaTajJu3upyeT pPeMOJeMpOBaHNE Kapauo-
jqunuHa — Qocdonaunuma MeMOpaH MUTOXOHIpUit [9].
KapauonunuH urpaer BaxXHYHO pojib B TOAAEPXKaHUU
CTpyKTYpbl MuToxoHapuii [10], ompenensier GyHKIIUU
psila MUTOXOHApPUAIbHBIX OenkoB [11], crabunusupyer
CYMEPKOMITJIEKC ABIXATEeJIbHOM 11eTTh, ONTUMU3UPYET BbI-
paboTKy 3HEpruM B MUTOXOHpuUsX [12], a Takke ydacT-
BYeT B MUTOXOHIIpUaJIbHOM arorrose [13].

BriepBbie 0 CHUMIITOMOKOMIUIEKCE, XapaKTepHU3ylo-
1meMcsl KJIMHUYECKON Tpuaaoii: aujaTallioOHHast Kap-
JNIMOMMOTIaTHsI, CKEJIETHASI MUOTIATUSI U HEUTPOTICHUST, —
coobmmiu P.Barth u coaBr. B 1983 1. Ha ocHOBaHUU
HaOIIOeHUS 32 OOJIBIIION TOJIJTAHACKOI CeMbeii C BBICO-
KOI MJIaIecHYE€CKOM CMEPTHOCThIO, MPUUYMHOU KOTOPOA
SIBJISLTUCH CepliedyHast HEOCTaTOYHOCTh WJIM MHMEKIUU
[14]. R. Kelley 1 coaBT. K TUMTUYHON Tpuaae CUMIITO-
MOB JI00aBMJIM OPTaHUUYECKYIO alluIypul0 C BBICOKOM
9KCKpeluein 3-MeTWITJIyTaKoOHOBOM KucjioTel [15],
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MO3HEe 3TOT CUMIITOM OBIT paclieHeH KakK TpU3HaK
BOBJICUEHUST B TIATOJIOTUYECKUIL TIPOIIECC MeMOpaHbI
muToxoHapuit [16]. TTokasaTenu pacrnpocTpaHEeHHOCTH
cuHApoMa baprta Mo3BONSIIOT OTHECTH €T0 K OpthaHHOM
matojoruu. Ilpemamonaraercs, 4to 3—5% MallbYUKOB
¢ IMJIaTAallMOHHOW KapAuoMUONaThel CTpamaloT CUH-
npomom bapra [1].

IMopaxkeHue cepaua Mo TUIY KapIUOMUOIATUU SIB-
JISIETCSI OCHOBHBIM KJIMHUYECKUM TMPHU3HAKOM Y 0OO0JIb-
HBIX ¢ cuHIpomoMm bapta. /laHHble peructpa CBHUIE-
TEJTbCTBYIOT O TOM, YTO KapAWOMUOIIATHUS BHISBIISIETCS
B 70% cnydaeB, ee OeOIOT OTHOCUTCSI K TIEPBOMY TOIY
KU3HM (Kak TpaBujio, 1o 6 Mec xkusHu) [17]. YcraHoB-
JIeHa BO3MOXHOCTb (hOPMUPOBAHUS KapAMOMHUOTIATUU
BHYTpyTpoOHO [17, 18]. Ilpeobnamaer auaaTaiMoHHast
KapIMOMMOIIaTHS, 9YacTO COYeTalomasIcs ¢ Mpu3HaKaMu
dudpoanacroza sHHoKapaa [19]. Mopdomornueckoii
0COOEHHOCTBIO MMOKapja JIEBOTO >KeJyJdouKa TalueH-
TOB SIBJISIETCS TIOBBIIIIEHHAsT TPAOEKYISIPHOCTD, TIPU OTOM
WCTUHHBIE KPUTEPUU HEKOMITAKTHOTO MUOKAap/a JIEBOTO
KeTyaouka nMeroT Mecto y 50% GonbHbIx. Topas3mo pexke
y TIALIMEHTOB ¢ CMHApOoMOM bapra pa3BuBaeTcst TUIEp-
Tpodurueckas kapauomuonatus [20, 21].

Hamu paHee omnucaHo HaOdoOneHWE MalbuuKa
¢ cuaapomom baprta, y KoToporo B 6 Mec XHU3HM ObLTa
JMUarHOCTUpPOBaHA  TUIIepTpoduUecKass  KapaHMOMHUO-
natusi. Ha ¢oHe Tepanum mnpemnapaTamu, yIIydllaio-
IMAMW HEPreTUYECKUil 0OMeH W (DYHKIUIO MUTOXOH-
npuid (L-KapHUTHH, KOSH3UM Q,,, IMTO-MakK) yaajaoch
YMEHBIIUTh BBIPAXXEHHOCTb TUIEPTPOMUU MHOKapJa,
YTO COYETAJIOCh C YAYYIIeHUEM OMOXMMUYECKMX Map-
KepoB (CHUKEHWE OKCKPEIUU 3-MeTUITIYyTaKOHOBOM
kuciothl) [21]. B nurepatype npencraBieHbl eIMHUYHbBIC
cyJdan COYeTaHWsT TMUIEepTPOGUUECKON W AWIaTallioH-
Hoit kapauomuonatuu [20]. Pe3ynabrarsl mIMTEIBHOTO
HaOIOMEeHUs 3a MalMeHTaM ¢ CUHIpoMoM bapTta mpo-
JIEMOHCTPUPOBAIM BO3MOXHOCTh U3MEHEHUST XapaKTepa
peMoJeTMpOBaHUST MUOKapAa B BUIE Tlepexona JuiaTa-
LIMU B TUTIEPTPOUIO, UYTO OMMUCHIBAETCS TEPMUHOM «BOJI-
HooOpa3HbIii (peHOTHT» [22].

OCHOBHBIM KJIMHUYECKUM TPOSIBJICHUEM,/OCITOXK-
HEHWEeM IUJIATAlMOHHOM KapIMOMUIIATUU SIBIISICTCS
JIEKOMITEHCAIUsI CUMIITOMOB CepACYHON HEIOCTAaTOd-
HOCTH, YTO TpeOyeT TOCIUTATU3ALNM ISl TIPOBEICHUS
MHTEHCUBHON MeIUKaMEHTO3HOI Koppekunu [22, 23].
Kak cBuIeTeIbCTBYeT aHaau3 JIMTepaTyphbl, HamboJiee
YacToi MPUUNHOM CEePIEYHOMN NeKOMITeHCAIIMN ObIBAET
NepeHeceHHas: MHTepKyppeHTHast nHpekuus [20, 23,
24]. YuuTbiBasi BBICOKYIO CKJIOHHOCTb K MH(EKIIMOH-
HBIM 3200JIeBaHUSIM Ha (poHe HEWTPOTIEHN U, HauaJbHbIe
MTPOSTBIICHUSA TTATOJIOTUN Cep/Ilia y TallueHTOB ¢ CUHIPO-
MoM bapra Hepelko MPUHUMAIOTCS 32 BUPYCHBIN MUO-
KapauT. B ¢BsI3M ¢ 3TUM 0c000€ BHUMaHKE MPETOKEHO
VIETSITh MaJbuMKaM ¢ AUArHO30M BUPYCHOTO MUOKap-
IATa IJIST CBOEBPEMEHHOTO WCKIIIOYEHUST CUHIpOMa
bapra, ocobeHHO B Tex ciyyasix, KOTAaa MPUCYTCTBYET
HelTponienus [23].

Jleonmvesa U.B. u coasm. Tlopaxenue cepiia npu cuaapome bapra

Bosbioit mHTEpeC MpeACTaBIsIOT JaHHbBIE MPOCTIEK-
TUBHOTO HaOJIIOIeHUS 3a MaieHTaMu. [pymra uccieno-
Batesieit u3 MpaHIY MPeACTaBUIN PE3YTbTAThI JUTUTEITb-
HOro HaOmoneHust (MPOAOJIKUTETbHOCTh HAOJIOIEHUS
ot 3 nmol5 net, B cpenHeM 4,75 rona) 3a 22 GOJIbHBIMU
¢ cuHgpoMmoM bapra, HaumMHasg ¢ poxaeHus A0 15-7eT-
Hero Bospacta [25]. 3abosieBaHME BBISIBISIIOCH Cpasy
MocJie pOXKIEHUS, CPETHUI BO3pacT IMarHOCTUKMU COCTa-
Bua 3,1 Hen. KapnunomuonaTust Obuta IMarHOCTUPOBaHA
y 20 (91%) n3 22 manmeHToB. 3a BpeMsl IMHAMUIECKOTO
Habmomenus y 20 (73%) nereii oTMeUYalUCh STU30IBI
CepAevHOl AeKOMITeHCallu1, TpeOOBaBIlIMe TTPOBEACHUS
WHOTPOITHOU TTonepXKu (64%), NCKyCCTBEHHOU BEeHTHU-
Jsun nerkux (11%). 3a BpeMst HabroneHusT ymepan 11
13 22 OOJIbHBIX, CepliedHasi HeTOCTaTOUHOCTh Oblja MpU-
YUHOI cMepTu y 9 AeTeit, cenTuieckuii mok — y 2. Mak-
cUMaJTbHasl CMEPTHOCTh OTMeUeHa y JIeTeil TepBOro roaa
KM3HU (CpeaHMit Bo3pacT cMepTu 5 Mmec). B 1iesiom BbI-
JKMBAaeMOCTh TTALIMEHTOB 3a TISATH JIETHUI TIeproJ, HabJTio-
neHns coctaBuiia 51%, mpu 5TOM XUBBI BCe IETU CTaplie
3 net. Eciiv maiimeHThl TpeooeBaloT KpUTUIECKHUA TTep-
BBIN TOJ JKMU3HU, BO3MOXHO TMOCTETIEHHOE YMEHBIIEHHE
pa3MepoB TTOJIOCTH JIEBOTO XeJIyIouKa U MacChl MMOKap-
Jla, 9TO COTPOBOKIAETCS YAYYIIEHUEM CHUCTOJMYECKOI
dyukumru (ysenuuenue ¢dbpakiuu BbiOpoca U dpakuuu
yKopoueHwust) [25].

VY nereit crapiie 10 JleT OCHOBHOW PHCK pa3BUTUS
JKU3HEYTPOXKAIOIINX COCTOSTHUI CBSI3aH ¢ HapyLIICHUSMU
cepaeuHoro putMa [23, 26, 27]. Pa3Butre aputMuii He 3a-
BUCHUT OT BBIPAXXEHHOCTU CHMITTOMOB KapaIWOMUOTIATHM.
Tak, apuTMUHM MOTYT BO3ZHMKATh TTPY HE3HAYUTEITBHOM pe-
MOJIETMPOBAHUM MUOKApJa U OTCYTCTBUU CepACYHOMN He-
noctarouHocTt [19, 23]. XKusHeyrpoxatoniye Kemryaou-
KOBBIC apUTMUU BBISIBIICHBI ¥ 13% (9 13 70) marmeHTos,
YTO TOTPeOOBAJIO TIPUMEHEHNST KapanonehrnopmusiTopa
[17, 26]. Kpome Toro, coobimaeTcst 0 2 cliydasix BHe3arl-
HOI cMepTH, OOYCJIOBICHHOM XXEeTylIOYKOBOW apUTMUEH,
W y JeTell paHHero Bo3pacTa [26]. YiiuHeHre nHTepBaia
QTc BouisBisiercst y 43% TallMeHTOB ¢ cMHApoMoM bapta
Kak TIpY TUTIePTPOGUIECKOM, TaK W TIPU IUIaTallMOHHOM
KapaIuOMUOIIaTUN, YTO CO3IAeT MPEANOCHIUTKN ISl DJIeK-
TPUUECKOW HECTaOMIIBHOCTM MUWOKapla W BHE3aImHOM
cMeptu [27]. BoickasbiBaeTcsl MpeArosokeHue, 4YTo mpu-
YUHOM 3JIEKTPUYECKON HECTaOMIBLHOCTM MHUOKapaa CIy-
KAT MuodUuOpuUIsipHas ne3opraHusanus [27]. B kaue-
CTBE IPYroii MPUUMHBI 3JIEKTPUIECKOI HECTaOMILHOCTH
MMOKap/a paccMaTpyUBAalOT HapyLIEHWS] SHAOTUIa3MaTH-
YeCKOW CETM W MUTOXOHIPWIA, BIMSIONINE HA TPAHCTIOPT
KaJblIsl B KapAMOMHUOLMTAX W TPOBOISIINX KIIETKaXx,
BO3HMKaIIMe Ha (hOHE HApYIIEHUI CTPOEHUSI U (DYyHK-
111 KapauoaunuHa [28].

TakuM 00pa3oM, MPOIOKUTETHBHOCTh XXU3HU Y TIa-
IIMEHTOB C CUHAPOMOM bapTa TiiaBHBIM 00pa3oM orpe-
NIEJISIETCSl COCTOSTHUEM CepAeYHO-COCYIMCTON CUCTEMBbI,
YacTOTON M BBIPAXKEHHOCTHIO TMEPUOIOB CEepACUHON Je-
KoMITeHcamu. Tak, Mo JaHHBIM pPeTrUcTpa CUHIpPOMa
bapra 3a 2000 r., BktouaBiiero 41 mauuveHTa, CpemnHsst
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MPOIOJKUTEILHOCT KW3HU COCTaBiisiiia 3,3 roza,
TosbKO 4 (10%) GombHBIX ObITH cTapiie 15 1et. OgHAKO
K 2011 . oTMeuYeHO yBeJIMYEHHE TPOMOKUTEIHLHOCTH
SKU3HU JETei, 4TO CBSI3aHO C TIPUMEHEHUEM COBPEMEH-
HBIX METOJOB KOPPEKLHNH CepAeYHON IeKOMITeHCAIun
C WCITOJTb30BaHUEM TIperapaToB MHOTPOITHOM TTOMXIEPK-
K4 (MUJIPUOH, JonaMuH, nooytamutH). KoanyectBo ma-
LIMEHTOB cTapiie 15 et yBenmmuaminoch 10 36% (53 u3 148)
[29]. MenukameHTO3Hasl Tepanusl cepiedyHOl HeaocTa-
TOYHOCTH BKJTIOYAET Ha3HayeHWe WHTMOMTOPOB aHTHO-
TeH3WHIIpeBpaliaero (gepMeHTa, 06eTa-0I10KaTOPOB,
MOYETOHHBIX cpeacTB. OTMeueHa BbIcOKast 3(h(PeKTUB-
HOCTb 3TOI Tepanum — y 6onee 50% malleHTOB HOp-
Maju3yeTcss (pakiMd BBIOpOCAa JIEBOTO  KETymIovKa
n puactonnueckuii oobem [20, 23]. Hamubompmasa mpo-
JOJKUTETbHOCTD JKM3HU MY>KYMHBI ¢ CMHIpoMoM bapra
coctaBmia 50 jet [29]. BmecTe ¢ TeM cocTosiHME HEKO-
TOPBIX TAIIMEHTOB, M3HAYaJIbHO XOPOIIO pearnpyrolmnx
Ha Teparuio, yXyIIIaeTcs TMOCie HECKOJbKUX MeCSIeB
WU JIET CTaOMIIBHOCTH, YTO TpeOyeT TpaHCIUTaHTaIuu
cepnua [17].

IMpuBoagUM KIMHWYECKOE HaAOMIOAeHWE TIalleH-
Ta ¢ cuHapoMoM bapTta, oTpaxaroliee BOJHOOOpa3HOe

TeyeHWe JUIaTallMOHHOW KapIUOMHUOTIATUU, YacThle
SMU30AbI CEPACYHON JeKOMIIEHCAIIMU, TpeboBaBIINe
MPOBeIeHUsT WHTEHCUBHOW Tepanuu.  3abojeBaHue

IJTNTETLHO TIPOTEKAJIO TTOA MAacKOU BPOXKIECHHOTO MMO-
KapanTa, 4To TIPUBEJIO K Ha3HAYeHNI0 HEOOOCHOBAHHOM
WMYHOCYITPECCUBHOM Teparuu.

KnuHuyeckoe HaGnoaeHue

ManpuuK poauIcs OT IepBOil OepeMeHHOCTH, MPO-
TekaBlleir Ha ¢oHe reraruta B, Ha 25-i1 Hemene Oe-
PEMEHHOCTH MaTh TIepeHecIa OCTPYI0 ITHEBMOHMUIO,
Ha 39-i1 Hedeslie BO3HUKIA OCTpasl OTCIIOMKa TIalleH-
TBI, 4TO TIOTPeOOBAJIO TMPOBEACHUSI SKCTPEHHBIX OTle-
paTUBHBIX PONOB (KecapeBo ceueHue). Macca pedbeHKa
pu poxaeHnu 2650 1, nmuHa 47 ¢M, OlLleHKa IO IIKae
Anrap 8/8 6annos.

Cry4yait B pOIOCIOBHON CIOpagudecKWil, pPOTUTEN
B POICTBE He cocTosAT. MaTepu 35 jeT, 00JbHA XpOHUYE-
CKUM remaTuToM B, otelr 36 yiet, cTpagaeT XpOHUYECKUM
racTPUTOM.

Ha 5-e cyTkm Xu3HM y peOeHKa MOSIBUJIUCH CUMIITO-
MBI IbIXaTeJIbHOW HETOCTATOYHOCTU, OCTPOI CeplaeyHOM
HEJIO0CTATOYHOCTH (CUHIPOM MaJiOro CEpACYHOTO BEIOPO-
ca), 4TO Pe3KO YXYAIIMIO COCTOSTHUE pebeHKa U ToTpe-
GoBaJio TiepeBoJa B OTIeleHue peaHuManuu. Haxommi-
¢ Ha MCKYCCTBEHHOM BEeHTUJISIIUU JieTKuX. CocTosTHMe
OCJIOXKHSIJIOCh CUHAPOMOM ITHCCEMUHUPOBAHHOTO BHY-
TPUCOCYIMCTOTO CBEPTHIBAHUS, SHTEPOKOJIMTOM C IIO-
BTOPHBIMU KEJTYIOYHBIMU KpOBOTeUeHUSIMHU. [locTaB-
JIeH JMarHo3: BHYTPUYTpPOOHAs TeHepalu30BaHHAs
nHpeKuus, BpoxXaeHHbI Kapaut. [lomyuyan neyeHue —
JNOOyTaMWH, TIPETHU30JIOH, AHTUOMOTHKM (CymMamen,
aMuKalluH, MepoHeM, 1edorakcum). Ctabuau3aius co-
CTOSIHMSI ObUTa TOCTUTHYTA HA 37-€ CYyTKU.

OPUINHAJIbHBIE CTATbU KAPAUoOJI0Orns

C 1 Mec XW3HU B aHaJIM3aX KPOBU OTMEYAINCh JIeii-
xorierust (1,6—3,7-10°/m), neitponienus (6—18%), aHe-
must, TpombouuTtorneHus. I[lpm pacmmpeHun obbeMa
SHTEepATbHON HArpy3Ku TOSIBWJINCH YacThle CpPBITHBA-
HUSI, TUaTHOCTUPOBAH MWJIOPOCTEHO3, B BO3pacTe 2 Mec
ObuT onepupoBaH. B Bo3pacre 2,5 Mec BHOBb BO3HMKIIA
JIEKOMIIEHCAIIMsI, HApOCIW CUMIITOMBI CEpAEeYHON He-
IOCTaTOYHOCTH. M3MeHeHMs B cepile ObUIM paclie-
HEeHBbI KaK BPOXKIEHHBI KapAUT ¢ MCXOAOM B Kapauo-
muonartuio. [lpoBommiack WHOTpPOMHAs TOMIEpPKKa
JIOOYyTAMUHOM, KYpPC MMMYHOCYIIPECCCUBHOM Teparuu,
rnocJie crabuan3aiuu OblT Ha3HaUYeH KaroTeH, MOYEeTrOH-
Hble cpencTBa. COXpaHSIOCh OTCTaBaHUE B (PU3MICCKOM
1 MOTOPHOM Pa3BUTHH.

B Bo3pacte 13 Mec pebGeHOK ObLT KOHCYJIBTHPOBAaH
B HayuHo-uccienoBaTe IbcKOM KITMHUUECKOM MHCTUTYTE
renratpuu. Co CIIOB pomuTesieil y pebeHKa OTCTaBaHUE
B TICUXOMOTOPHOM pa3BUTUM, ONBIIIKA TPU KOpMJie-
Huu. Ousnyeckoe pa3BUTHE HU3KOE: Macca Teia 7,2 KT
(<3-ro nmpouenTuis); poct 71 cm (<3-rO0 MPOLIEHTUIIS).
OOGpaniaam BHUMaHUe 0COOEHHOCTH (DeHOTUTIA: TTIOJTHbIE
IeKH, TITYOOKO TIOCaXKeHHBIE TJIa3a.

IpaHuIBI cepalla paciIMpeHbl BJIEBO OO0 CpeaHei ak-
CWJISPHOM JWHWH, TOHBI YMEPEHHO MPUIIYIIeHBI, Ya-
crota cepaeuHblx cokpaieHuit (HCC) 132 B MUHYTY,
nepudepudeckas myabcalus (Ha JIy4eBbIX U OeIpEeHHBIX
apTepusix) 0e3 IMaToJIOTMM, TeYeHb 2JIaCTUYEeCKO KOH-
CUCTEHIIMU BBICTYMAeT Ha 3 CM U3-MOJ Kpasi pedepHO
nyru, 2- QYHKUMOHAIBHBINA KJ1acc CEepAEeYHON HeI0-
crtaToyHOCTH. [1o JaHHBIM 3XOKapaAnorpauy BHISIBIIEHA
yMepeHHasl awiartanus JieBoro xenynouka (30—32 mm
Mpu HOopMe 10 27 MM), He3HAYUTEJbHOe CHIKEHUE CU-
CTOJIMYECKON (PYHKIIMU JIEBOTO Kejayaouka (dpakiius
BbIOpoca 48—54%), y4acTKM HEKOMITAKTHOTO MMOKap-
la B CPEIHUX W BEPXYIIEYHBIX JaTepalbHbIX U HIKHUX
CerMeHTax, TUCKUHE3 MEXOKETyTOYKOBOM TeperopoaKu
Ha YpOBHE CpeIHUX CErMEHTOB, PETYprUTallMsl Ha MU-
TpaJlbHOM KJjlamaHe |+, Ha TPUKYCIUIAJbHOM KJlarmaHe
1,5—2+, pacueTHOe CHCTOJIMYECKOE JaBjieHue B Tpa-
BoM xenynouke 39—40 mm pr.cT. [lo maHHBIM yibTpa-
3BYKOBOTO WCCJICIOBAHUS OPTaHOB OPIOIIHON TTOJTOCTH
HeOoJbIlIasi TermaToOMeTa s, pPEeaKTUBHBbIE W3MEHEHUS
TTOITKETYTOYHON JKeJIe3bl, YMEHBIIICHNEe 00beMa TTOYeK,
nuddy3HbIe U3MEHEHUS TTAPEHXUMBI TTOUEK.

Ha ocHoBaHuM codeTaHUsI OTCTaBaHUS B (hU3HUUe-
CKOM M TICUXOMOTOPHOM pa3BUTHH, IWJIATAllMOHHOM
KapIMOMMOIIATUM C CUHAPOMOM HEKOMITAKTHOTO MUO-
Kapfa, HeUTporieHnu ObLT 3armono3peH cuHapoM bapra,
PEKOMEHIIOBAHO TEHETMUYECKOe O0CTe0BaHNe, BhISIBIIC-
HUe MyTaluil B reHe TAZ.

B aHanm3e KpoBW HA aMUHOKUCIIOTBI M allMJTKAPHUTHU -
HbI UI3MEHEHUI HE BBISIBJIEHO: YPOBEHb apTMHUHA, APYTUX
AMUHOKUCITOT, CBOOOJHOTO KapHUTWUHA W allVJIKApHUTHU-
HOB — B MpeJiesiax HOpMbI. B Mode MoBbIIIIeHO conepKaHue
3-METWITJIyTAKOHOBOW KUCJIOTHI  (TTOJIyKOJIMYECTBEHHOE
onpeneneHue). B LleHTpe MoeKkynsipHO# TeHETUKN METO-
JIOM TIPSIMOTO aBTOMAaTUYECKOTO CEKBEHUPOBAHMS TPOBE-
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JIeHO mccienoBanue reHa 74Z v naeHTUGUIIMPOBaHA Jie-
JIeTIVIsI 9K30HOB 3, 4, 5 B TeMU3UTOTHOM COCTOSTHUM. Takum
obpa3oM, TuarHo3 cuHapoma bapra ObIT monTBEepsKIeH.
PekoMeHIOBaHO TMPOMOJIKUTH JIeYeHUE KartoTeHOM
(1 Mr/kr B cyTKu), TpuammypoM (%2 TabyieTku), Ha3HaYeH
Tpomboacc 1 Mr/kr, MeTabomyecKasi Teparusi — KO3H3UM
Q,, 30 mr/cyt, 30% ambkap 700 mr/cyt. Ha npotskennn
MepBoro roga pedbeHok 5—6 pas B roa 6osen OPBU, sH-
teputamu. B 2 rona (ceHtsiopb 2014 1) riocsie nepeHeceH-
HOW 3HTEPOBUPYCHON WHMEKIINM COCTOSTHWE MaJburKa
VXYIIIMIOCh, HAPOCIU CUMIITOMBI CEpPIEeYHOM HemocTa-
TOYHOCTH: OJBIIIKA, TaXUKApAWs, OTEKW Ha JIWIE U HO-
rax, rematoMeranus. Ha sxokapauorpamme BbISIBIEHA
OTpULIaTeNIbHass JWHAMUKA TJI00abHOM CUCTOIMYECKOM
dbyakumm (ppakust Beiopoca 33%), HEmOCTaTOUHOCTH
MUTPaJIbHOTO KJamaHa |-l CTermeHW, HeIOCTaTOYHOCTh
TPUKYCITUIATLHOTO KJlamaHa 3-1 CTereHM, JIeTouHasl TH-
MepTeH3ust (pacyeTHOE JaBJicHUE B TIPaBOM KETyIOuKe
50 MM pT. CT.), AWJIaTalMSI TIOJOCTH TIPABOTO XeJyao4Ka,
JCTONIMIecKas TUC(hYHKIIMS JIEBOTO KeJTyIoJKa 1Mo 1-my
TUITY, TIPABOTO KEJIyI0YKa — IO PECTPUKTUBHOMY THITY.
IpoBeneHa KoppeKius JJeUeHUsl CepAeYHON HeTOCTaTOu-
HOCTH, YBEJTMYEHBI JO3bI TIETIEBBIX INYPETUKOB.
TToBTOpHO rocHUTAIM3UPOBAH B OTAEICHUE Kapanuo-
nornn HUKMU nienmatpum B Bo3pacte 2 et 2 mec. Coxpa-
HSIETCST OTCTaBaHUe B (hu3myecKoM (Macca 9 Kr — HUXe
3-r0 MepLUeHTUJIsI; POCT 75 CM — HUKE 3-TO MEePLICHTUIIS)

- b e el ¥ o
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Puc. 1. DKT pebenka B. ¢ cunapomom Bapra.
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U TICUXOMOTOPHOM PAa3BUTUU (Haval XOIUTh C MOAAEPK-
Kot ¢ Bo3pacta 1 1 10 Mec). MabuuK T0BOJIbHO aKTUBEH,
peub otcyTcTBYeT. Koxa uucrasi, 6yeaHasi. 3eB He rure-
peMUpOBaH, YUCThI. MplilledHas runotoHus. Oapliika
B TIoKkoe (10 60 B MUHYTY), IbIXaHUE B JITKUX BE3UKYIISIP-
Hoe, xpurioB HeT. YCC 120 B MUHYTY, apTepuaibHOE 1aB-
Jgenue 77/52 mm pt. ct. [lynbcaiiust Ha KpyMmHBIX cocynax
(1ieitHble, OeapeHHble) cuMMeTpruyHas. O6aacTh cepaua
He u3MeHeHa. [paHullbl cep/ia NepKyTopHO pacIMpeHbl
ByieBO. TOHBI cep/lia MPUTIYIIEHbI, pUTMUYHBIE. 2ZKUBOT
MSITKUIA, 6e3001e3HeHHbIN. [leyeHb Ha 2 ¢CM BBICTYIAaeT
u3-noj kpasi pedepHoit ayru. CeneseHKa He NaIbIIUPYeT-
cs1. Ctyn no 3—4 pa3 B CyTKHM, pa3kukeHHbIN. Jlusypuye-
CKUX SIBJIEHUH HET.

B otnenenuu nposeneHo oOcienoBaHue. [lo maH-
HbeiM DKI BbIsIBIeHA pUTHUIHAS CUHYCOBasi TaXUKapaus
(UYCC 150—146 B MUHYTY) JIeKa U CTOST, TOPU3OHTAITLHOE
MOJIOXXEHUE JIEKTPUUECKON OcU cepiilia, Meperpys3Ka Jjie-
BOTO XXeJIyI0YKa U JIEBOTO MpeACcepaAusl, MOBbIIIEHUE aK-
TUBHOCTU MPABOTO Mpeacepausi, HapylleHue MPOLIECCOB
pernoyisipu3aliui ¢ MpU3HAKaMU CyO3HAOKapaAuaaibHOMI
UIIIEMUWU, CTOSI — HEKOTOPOE YXY/IIEHUE MPOLECCOB pe-
noJisipusauuu (puc. 1).

ITo maHHBIM 24-9aCOBOTO XOJTEPOBCKOTO MOHUTO-
pUPOBaHUsI OCHOBHOW PUTM — CHUHYCOBbIN, CPEIHSIS
YCC 3a cytku, nHeBHas 1 HouHas 110,120 u 96 B Mu-
HYTYy COOTBETCTBEHHO, MWHUMaJbHas 67 B MUHYTY,

Hpns]{alm neperpy3Ku Ji€BOro 2kej1y104Kka, HapymeHue BHYTPUKETY10UYKOBOIO NMPOBEICHU.
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MakcuMajbHasi 126 B MUHYTY — B Npeaeiax HOPMBI.
HupkanHeiii mpoduab puTMa MpaBUIbHBIN (LIMpKa-
Hbiit nHAeKe 1,25). [TocTosTHHO perucTpupyercsl BbICO-
KOaMILIUTYAHbIN 3yOelr P. Ha ¢oHe cuHycoBoii aput-
MWU 3apeructpupoBaHo 16 may3 putMa ot 1200 mo 1341,
He TPEBBIIAIOIINX HOPMATUBHBIE TTOKA3aTeIN, U OIHA
rmay3a pATMa IpOAOKUATENbHOCTBIO 2141 Mc Ha ¢oHe
OCTaHOBKM CHMHYCOBOTO y3j1a B HOuHoe BpeMs (04:19).
Hapyiienuit cepaeyHoro putMa He BBISIBJIEHO (3aperu-
CTpMpOBaHa TOJbKO OJHA HAXKEIyJI0uKOoBas 3KCTpacu-
crona). [lpomomkurenbHocTh MHTepBasia Q—7 He Ha-
pyllieHa: MepuoaoB yuinHeHus1 natepBasia Q—7 Gosee
430 mc He 3apeructpupoBaHo, O—7¢c Ha MAKCUMAaJIbHOM
YCC 273 mc (npu Hopme 402 Mc), HA MUHUMAaJIbHOM
YCC — 297 mc (nipu Hopme 408 mc). [TocTostHHO peru-
CTPUPYIOTCSI HaApYIIEHUST TIPOLIECCOB peTosipu3aluu
B BUJE CIUIaXXeHHOro 3y01ia 7'u nernpeccuu cermeHTa S7'
mo —0,095 mB. Ouenka BapnabeJbHOCTH pUTMa Cep-
11a YCTAaHOBMJIA TIOBBIIIIEHME OCHOBHOTO YPOBHSI (DYHK-
IIMOHUPOBAHUSI CUHYCOBOTO y3J1a, CHUXKeHUEe (PYHKIMU
pa3bpoca puTMa, MOBBbIIEHWE (YHKIIMU KOHIEHTpa-
MM PpUTMAa. YPOBEHb MapacUMIATUISCKUX BIUSHUIN
Ha PUTM Ceplia CHUXKEH.

ITpu ipoBeneHNM X0Kapanorpadyy BhISIBJIeHAa He3HA-
YUTeJIbHASK IUJIaTalMs TTOJIOCTH JIEBOTO KeJTy1ouKa (KOHeu -
HbBII TUCTOJIMYECKUI AUAMETP JIEBOTO XeJymouka 37 M,
Mpyu HOpMe 10 32 MM), TUTIOKMHE3 HWKHUX, TIEPEeTHUX
U JlaTepaJIbHbIX CETMEHTOB JIEBOTO KEIyI04YKa, BbIpaXKeH-
HOEe CHIDKEHUE T7100aIbHOM CUCTOIMYECKON (DYHKIINM Jie-
BOTO XeJynouka (pakimst BeIOpoca — 6a3abHbBIN YPOBEHD
32%, cpenumii — 42% mo Teiixonbity, o Cumricony 29 %),
YCUJIEHUE BXO-CUTHajla OT 3HmoKapaa. HesHauutenbHoe
paciMpeHue TpaBoro Kejaymouka (IuameTp MpPUTOYHO-
TO OT/esIa MPaBOro Xeayaouka 21 MM, BBIBOTHOTO OTIIEa
21 MM nipu HopMe 13 MM), CHUXKEHUE ero CUCTOJMYECKOM
yHkumn. YmMepeHHas turieptpodusi 3aHei CTeHKU JIEBO-
TO XeJyaouka (TOJIIIMHA 3a7Heit creHku 10 MMm), Mexcke-

BELSKY
2B4BIII0NAGTER  Arrythmiss center

OIOTRO4 108 TIS0E MI 1.2
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Puc. 2. Dxokapauorpamma pedenka b. ¢ cunnpomom bapra.

OPUINHAJIbHBIE CTATbU KAPAUoOJI0Orns

JIYIOYKOBAs TIeperopoaka He M3MeHeHa (TOIIMHA 6 MM).
Jnacronmyeckast AMCPYHKIMS 000MX XKeJTyIOYKOB IT10 1-My
Ty, [Tpu3HaK1 HEKOMITAKTHOTO MUOKap/a OTPeAesioT-
Cs Ha YPOBHE CPEeIHUX HIDKHUX CETMEHTOB (COOTHOIIIEHHE
30H KOMIIAKT/HEKOMMAKT 1:3; UCTOHYEHUE KOMITAKTHOTO
¢J104 10 2,6 MM) M Ha ypoBHE 0a3aJIbHBIX U CPEIHUX J1aTe-
PaJIbHBIX CETMEHTOB (COOTHOIIIEHUE 30H KOMITAKT/HEKOM-
nakT 1:2). YrjoTHeHUe CTBOPOK, YCWJIEHME 3XO-CUTHajla
OT BHIOKApJa MAMUJUISIPHBIX MBIII MUTPaJIbHOTO KJTara-
Ha. MuTpasibHasi HEMOCTaTOYHOCTb +2,5, TPUKYyCITAATb-
Hasl HeJIOCTaTOYHOCTh +1,5, pacueTHOe CHCTOJIMUYECKOe
NaBjieHue B JierouyHoit aptepuu 30 MM pT.CT. (puc. 2).

B oOmem aHanusze KpoBu: HB — 124 1/m, 3p —
4.89-102/m, 1. — 4,1 - 10°/n, p. — 277 - 109/ 1, 30 — 1%,
m — 1%, c. — 34%, mumd. — 59%, MoH. — 5%, TeMaTOKpUT
40%; COD 5 mm/4. OOLIMIT aHATM3 MOYM O€3 TTATOJIOTHH.

B OuoxumMuueckoM aHaiu3e KpoBU: OETO0K OOLIMi
64 r/n (Hopma 52—88 r/m), ymepeHHOe TOBBIIIEHUE
aKTUBHOCTU JakKTataeruaporeHassl g0 493 E/n (Hop-
ma 225—450 E/m), ramma-rayraMuiTpaHCIenTuaasa
55 E/n (wopma mo 61 E/m), acmapTataMuHOBasi TpaHC-
depaza 47 ME/n (Hopma no 40 ME/n), MoueBuHa
8,7 mmonb/n (Hopma 1,7—8,3 mMmonb/n); TMokaszaTenau
KpeaTuH(OCHOKMHA3bI, aJlaHWHAMUHOBOW TpaHCcde-
pasbl, XOJecTepuHa, OOIIEro M TMpsSMOro OWIMpyoOuHa,
KpeaTWHWHA, KaJivsl, KaJbLUS B TIpeneaXx HOpMbl. TeH-
NEHIIUST K CHUXXEHUI0 YpoBHS HaTpusi — 134 MMouib/1
(Hopma 135—147 MMob/1). YpoBeHb IIOKO3bl — OT 3,9
1o 6,1 mmonb/n (Hopma 4,2—6,4 mmoinb/m). TTokazatenn
KHCJIOTHO-IIIEJIOYHOTO COCTOSTHMSI B TIpeleaXx HOPMBI.
ITpy MOBTOPHOM MCCIENOBAHUM OMPENENSIETCS] TPAH3U-
TOpHAs TUTTOTJIMKEMMSI: TJIIOKO3a HaTolIaK 3,8 MMOJIb/JI,
yepe3 | 4 mocne 3aBTpaka 7,4 MMOJIb/JI, yepe3 2 4 Tocie
3aBTpaka 4,7 MMOJIb/JI, YMEPEHHOE MOBBIIIEHNE MOJIOY-
Hoit kucyioThl 10 3,07 MmoJib/n (HopMma 1,0—1,7 MMoob/i1)
W MMUPOBUHOTPAIHON KUCTOTHI 10 0,23 MMoJb/1 (HopMa
0,05—0,09 mmonb/m).
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‘YMepeHHOe pacuiMpeHue MoJI0CTH JIEBOTO JKeJyA0YKa, KOHeUHblii ANACTOJIMYECKHil IUAMETP JIeBOTO Keaya0yka 34 MM nmpu Hopme
32 MM, CHIZKeHHe 001Ieii cucToIMYecKoi pyHkmun — (pakuus Bbiopoca no Teiixoabiry 32%, no Cumncony 29% IIpusHaku HeKOM-

MAKTHOro MUOKap/Jaa HA YPOBHE CPEIHUX HU2KHHUX CETMECHTOB.
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Koarynorpamma: mporpomoun 79%, MHO 1,19. He-
KOTOpoe CHUXeHue ypoBHs dubdbpuHorena C (1,6 t/m)
u pacuyeTHoro ¢uodpunoreHa (1,9 r/x). HebGonbioe yBe-
JIMYeHWE TPOMOMHOBOTO M MTPOTPOMOMHOBOTO BPEMEHH,
BpeMeHM (UOPUHOJIM3a U COAEPKaHUsI PacTBOPUMOIO
(GubdprUH-MOHOMEPHOTO KOMILIeKca. Bricokuii ypoBeHb
J-mumepa (2596 Hr/mi).

ITo naHHBIM yJIBTPA3BYKOBOTO MCCIIEIOBaHUS OpIOIII-
HOW TIOJIOCTM pa3Mepbl TEYEHU YMEPEHHO YBEJTWYEHbI
(BepTUKaJIbHBIN KOCOW pa3mep TMpaBoil gonu 7,5 oM,
neBoit noau 5,0 cM), cooTHomeHue poneit 1,2:1 (Hopma
1,5:1). Huxnuii xpait Beictynaet Ha 0,9 cMm u3-noa pe-
OepHOIl Jayru. DXOTeHHOCTb IMapeHXWMBbI TIOBBIIIIEHA,
BOpOTHAasl BeHa HE paclIMpeHa, CKOpPOCTbh KPOBOTOKA
B Mpenesiax HOpMbI, HUXKHSIS TT0J1asi BEHa He paclidpeHa,
OTMEYEHO paclIMpeHue TeYeHOYHbIX BeH [-ro mopsimi-
Ka, COCYIMCTBhI pUCYHOK ycuiieH. OcTajibHble OpraHbl
OPIOITHO ITOJIOCTH 0e3 0COOEHHOCTEA.

IponomkeHa KoOMOMHUpPOBaHHAsI Teparusi cepaed-
HO HETOCTaTOYHOCTH: KaroTeH B 103¢ | MT/KT, AUTOKCUH
0,03 Mr 2 pasza B eHb, TpUaMITyp ¥4 TabneTku, (ypoce-
MUJI 2 MT B CyTKH, J1a3ukc 0,4 MJI BHYyTPUBEHHO WJIM BHY-
TPUMBIIIEYHO 2 pasza B AeHb (MpU JAEKOMIIEHCAlIUN),
MOCTEeTIEHHOE TUTPOBAaHWE N1O3bl AWIATPEHAa, HauWHasl
¢ 0,8 mr 1 pa3 B ieHb 10 MakcuMasnbHOI 0,4 MI/KT B CyT-
ku. Ilpooautcs metabonnueckast Tepanus: 30% sbKap
1200 mr/cyt, kosnsum Q,; 60 mr/cyt, neoton 0,7 — 11
BHYTPMBEHHO KarneJbHo No5, BuTaMuHbI rpymiisl B.

3aknovyeHue

Oco0EHHOCTBIO MOPaXKeHUST cep/ilia B HaIlleM HalJto-
JIEHUM SIBWIACh paHHsAsT MaHudecralys 3a0oJeBaHusl,
HauMHasg ¢ MEPBbIX AHEN KMU3HU, C YaCTBIMU IepUOJaMU

JNTEPATYPA
(LITERATURE)

1. Wilkinson J., Landy D., Colan., Towbin J. The Pediatric Car-
diomyopathy Registry and Heart Failure: Key Results from
the First 15 Years. Heart Fail Clin 2010; 6: 4: 401—413.

2. Towbin J.A., Lowe A.M., Colan S.D. et al. Incidence, causes,
and outcomes of dilated cardiomyopathy in children. JAMA
2006; 296: 1867—1876.

3. Wicks E.C., Elliott P.M. Genetics and metabolic cardiomyopa-
thies. Herz 2012; 37: 6: 598—610.

4. Byers S., Ficicioglu C. Infant with cardiomyopathy: When to
suspect inborn errors of metabolism? World J Cardiol 2014; 6:
11: 1149—1155.

5. Cox G.F. Diagnostic Approaches to Pediatric Cardiomyopathy
of Metabolic Genetic Etiologies and Their Relation to Thera-
py. Prog Pediatr Cardiol 2007; 24: 15-25.

6. Towbin J. Inherited cardiomyopathies. Circ J 2014; 78: 10:
2347-2356.

7. Hershberger R., Jill D., Siegfried M. Clinical and Genetic Is-
sues in Familial Dilated Cardiomyopathy. JACC 2011; 57: 16:
1641—1649.

8. Tarig M., Ware S.M. Importance of genetic evaluation and
testing in pediatric cardiomyopathy. World J Cardiol 2014; 6:
11: 1156—1165.

9. Vreken P., Valianpour F., Nijtmans L.G. et al. Defective re-

Jleonmvesa U.B. u coasm. Tlopaxenue cepiia npu cuaapome bapra

JNEKOMIIEHCUPOBAHHOM  CEpPIEYHON  HEIOCTaTOYHOCTH.
TlopaxeHue cepaiia XapakTepu3oBajloCh cOYeTaHUEM JIM-
JIATAllMOHHOM KapIWOMUOIIATUH, CUHAPOMAa HEKOMITaKT-
HOTrO MHOKap/a, mpu3Hakamu (hpudpoas1acTo3a sHaI0Kapaa.
Hapyiienuit cepneyHoro putMa, 3JeKTPUUYECKON HecTa-
OWJIBHOCTM MUOKapia, yuIMHeHus: uHtepBajia Q—7'y Ha-
OJitojaeMoOro HaMM MajibuMKa He BbIsIBIeHO. Ha ¢one
CepAeYHOM IEeKOMITEHCAIMA, BO3HUKHOBEHUSI OTEUHOTO
CUHIpPOMa, PE3KOT0 YBETWUEHUST TpeIHArpy3Ku OTMeda-
JIOCh YBEJIMYEHUE TPUKYCITUIAIBHON HEIOCTaTOYHOCTH,
TPaH3UTOpPHAs JIETOUHAsK TUTIEPTeH3MsI. MaJTbulK ITOoTyJaeT
KOMOMHHPOBAHHYIO TEparuio CepAeuyHON HEeITOCTaTOYHO-
¢t (MHTMOWUTOPBI AaHTMOTEH3WHIpEBpallamIiero dep-
MeHTa, AWJIATPEHI, MOYETOHHBIE), TPU IEKOMIIEHCAIINHA
CepAeYHOM HEeITOCTATOUHOCTA TIPOBOAUTCS WHOTPOITHAS
noanepxka. Kpome Toro, pebeHKy MpoBOAUTCS MeTabo-
JIM9ecKast Teparst SHeProTPOITHBIMU MpernapaTaMu (JIEBO-
KapHUTKH, KOSH3UM Q,, HEOTOH, BUTAMUHBI TPYTIIbI B).

Teyenue 3abosieBaHUsI HECTaOWIbHOE C TEpUOIAMU
JeKOMITeHCAallMM Ha (hOHe WHTEPKYPPEHTHBIX 3a0ojeBa-
Huit. BMecTe ¢ TeM Ha (hoHe yBeTMUeHUs TO3bI MOYETOH-
HBIX TPENapaToB W YCWJIEHWS WHOTPOITHOM TMOMIEPKKHA
yaaeTcss ObICTPO KOMITEHCHPOBATh COCTOSTHME pebeHKa.
B HacTosIiee BpeMsi COCTOSTHUE MallbuMKa CTaOuIbHOE,
CTeTNeHb CEePACYHON HEIOCTATOYHOCTH HE TPEBBIIIACT
2-11 GyHKIMOHABHBIN Kiiace no kiaccudukaimu NYHA
(Hplo-MopKcKoit ceprevHoit acCoIMaIi), 9To O3B0 -
€T HaNesITbCSl Ha OTHOCUTENLHO OJIarONpUsITHOE TeUYEeHHE
3a0oseBaHusi. HeoOxonumo nanbHellee TUHAMAYECKOE
Haomonenue. [1pn HeaPHEeKTMBHOCT KOMIUIEKCHOM Te-
parnuu XpOHWYECKOW CepAeUHON HETOCTATOUHOCTH C Ya-
CTBIMM TIepUOJaMU JeKOMITEHCAIIMM PEKOMEHIOBAHO pe-
IIXATH BOMTPOC O TPAHCIUTAHTALIUK CEep/Lia.

modeling of cardiolipin and phosphatidylglycerol in Barth
syndrome. Biochem Biophys Res Comm 2000; 279: 378—382.

10. Koshkin V., Greenberg M.L. Cardiolipin prevents rate-depen-
dent uncoupling and provides osmotic stability in yeast mito-
chondria. Biochem J 2002; 364: 317—322.

11. Schlame M., Towbin J.A., Heerdt P.M. et al. Deficiency of te-
tralinoleoyl-cardiolipin in Barth syndrome. Ann Neurol 2002;
51: 634—637.

12. Klingenberg M. Cardiolipin and mitochondrial carriers. Bio-
chim Biophys Acta 2009; 1788: 2048—2058.

13. Gonzalvez F., Gottlieb E. Cardiolipin: setting the beat of apop-
tosis. Apoptosis 2007; 12: 877—885.

14. Barth P.G., Scholte H.R., Berden J.A. et al. An X-linked mi-
tochondrial disease affecting cardiac muscle, skeletal muscle
and neutrophil leucocytes. J Neurol Sci 1983; 62: 327—355.

15. Kelley R.I., Cheatham J.P., Clark B.J. et al. X-linked dilated
cardiomyopathy with neutropenia, growth retardation, and
3-methylglutaconic aciduria. J Pediatr 1991; 119: 738—747.

16. Wortmann S.B., Kluijtmans L.A., Rodenburg R.J. et al. 3-Meth-
ylglutaconic aciduria-lessons from 50 genes and 977 patients.
J Inherit Metab Dis 2013; 36: 6: 913—921.

17. Roberts A.E., Nixon C., Steward C.G. et al. The Barth syndrome
registry: distinguishing disease characteristics and growth data

POCCUVICKWI BECTHUK MEPUHATOJIOMMW U MEANATPUM, 1, 2016

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 1, 2016




OPUINHAJIbHBIE CTATbU KAPAUoOJI0Orns

18.

20.

21.

22.

70

from a longitudinal study. Am J Med Genet A 2012; 158A:
2726—2732.

Brady A.N., Shehata B.M., Fernhoff P.M. X-linked fetal car-
diomyopathy caused by a novel mutation in the TAZ gene.
Prenat Diag 2006; 26: 462—446.

. Ades L.C., Gedeon A.K., Wilson M.J. Barth syndrome — clini-

cal features and confirmation of gene localization to distal
Xq28. Am J Med Genet 1993; 45: 327—334.

Spencer C.T., Bryant R.M., Day J. et al. Cardiac and clinical
phenotype in Barth syndrome. Pediatrics 2006; 118: E337—
E346.

Hukonaesa E.A., Jleonmvesa U.B., Cemenos B.A. u dp. Cun-
npom bapra. Poc BecTtH mepuHarton u meguatp 1998; 43: 5:
37—42. (Nikolaeva E.A., Leont’eva I.V., Semenov V.A. et al.
Barth syndrome. Ros vestn perinatol i pediatr 1998; 43: 5:
37-42.)

Hanke S.P., Gardner A.B., Lombardi J.P., Manning P.B. Left
ventricular noncompaction cardiomyopathy in Barth syn-
drome: an example of an undulating cardiac phenotype neces-
sitating mechanical circulatory support as a bridge to trans-
plantation. Pediatr Cardiol 2012; 33: 1430—1434.

23.

24.

25.

26.

27.

28.

29.

Clarke S.L., Bowron A., Gonzalez I.L. et al. Barth syndrome.
Orphanet J Rare Dis 2013; 12; 8: 23. doi: 10.1186,/1750-1172-
8-23.

Jleonmvesa HU.B., benrozepos I0.M., Huxonaesa E.A. CuH-
npoMm bapra. Pocc BectH nepunaron u ieguatp 2015; 5: 33—
41. (Leont’eva 1.V., Belozerov Yu.M., Nikolaeva E.A. Barth
syndrome. Ros vestn perinatol i pediatr 2015; 5: 33—41.)
Rigaud C., Lebre A., Touraine R. et al. Natural history of Barth
syndrome: A national cohort study of 22 patients. Orphanet J
Rare Dis 2013; 8: 70.

Spencer C.T., Byrne B.J., Gewitz M.H. et al. Ventricular ar-
rhythmia in the X-linked cardiomyopathy Barth syndrome.
Ped Cardiol 2005; 26: 632—637.

Martin A.B., Garson A.Jr., Perry J.C. Prolonged QT interval
in hypertrophic and dilated cardiomyopathy in children. Am
Heart J 1994; 127: 64—70.

Acehan D., Vaz F., Houtkooper R.H., James J. Cardiac and
skeletal muscle defects in a mouse model of human Barth syn-
drome. J Biol Chem 2011; 286: 899—908.

Spencer C.T. Barth Syndrome Registry. USA: Barth Syn-
drome Foundation, 2011; http: www.barthsyndromeregistry.org

IMoctynuna 09.12.15

POCCUVICKVI BECTHUK MEPUHATOJIOMNMN U MEANATPUM, 1, 2016

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 1, 2016



