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K umcny axTyanbHBIX MPOOJIEM COBPEMEHHOM
MEIAITMHBI OTHOCUTCSI CBOEBPEMEHHAsT THarHOCTHKA
TaK Ha3bIBaeMbIX OpdaHHBIX 3a0oneBaHuii (OT aH-
[JIMICKOTo CJioBa orphan — «CUPOTa») — PEAKUX Ta-
TOJIOTHH, YTPOXKAIOLINX KU3HU WM HEYKIOHHO MPO-
IPECCUPYIOIINX, KOTOPBIE NTPU OTCYTCTBUU JIEUCHUS
MOTYT BBI3BaTh JICTATBHBIA MCXOJ WM TPUBECTH K
naBanuaHOCTH [1]. Okomo 80 % Taknx 3a00eBaHuIT
MMEIOT TeHEeTHYECKYIo MpHUpoAy [2], a 1Be TpeTH u3
HUX IPOSIBIIIOTCS B PaHHEM JIETCKOM BO3pacte, uTo
TpeOyeT CBOCBPEMEHHOW JMArHOCTHKM W paHHETO
Havasa JeYCHHUsI.

K unciy op¢haHHBIX MaTOIOTHH, HOPAKAFOIINX
CepACYHO-COCYIUCTYIO CHUCTEMY,. OTHOCHTCS CHH-
npom bapra, vin 3-MeTUnTy TakoHoBast araypus 11
Turna. BriepBeie naHHbIN cHHAPOM ObLT onrcad B 1983
roay B Hunepnannax 1. 'baproM Kkak crerieHHoe ¢
X-XpoMOCOMO# 3a00JIeBaHUE, XapaKTEePHU3YIOIIeeCs
HEUTponeHnel, CKeJIeTHO MHONaTHEed U KapAHo-
Muomnartueit 3]0 B omucanHoi B TaHHOM HCCIIeI0Ba-
HUM CEMbE B TPEX MOKOJIEHUSIX OTMEYAIHCh CIydan
CMEpPTHOCTH MJIaJIEHIIEB MY>KCKOI'O I10J1a B BO3pacTe
0T.3 nHew jo 31 Mecsiia BCIEACTBUE MPOTPECCUPO-
BaHUSI, cepAcUHON HemocTarouyHocT [3]. Y 0oib-
IIMHCTBA ATHX JeTell BBIABISIIACH TAKXKe CIa0OCTh
CKEJIETHBIX MBIIIII, TPaHYJIONUTONIEHUS B 00pasnax
MYTOBIUHHOW KPOBH, @ DJIEKTPOHHAsT MHUKPOCKOIHS
MOKa3bIBaJIa AHOMAJIBHOE CTPOEHHE MUTOXOHPHIA.

[locnenyromyie TreHETHUECKHE  MCCIIEAOBaHUSA
BBISIBWIIM, 4TO cUHApoM bapra oOycnoBieH myTa-
ruei B reHe TAZ (G4.5), pacronios)keHHOM Ha Xpo-
MocoMe X(q28 [4, 5]. 'en TAZ xomupyeT cHHTE3
tadaz3zuHa — OeJKa, KOTOphId OTBEYaeT 3a pPEeMo-
JISIUPOBaHNE W CO3PEBaHHE BHYTPEHHEr0 MHTO-
XOHJpUATIBHOTO MeMOpaHHoro ¢dochonumuma —
KapauonumuHa [6]. B cBoio ouepens, KapAHOIUIIUH
MMEeT pelarolee 3Ha4eHNe st TPaBUIBHON CTPYK-
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TypHI U QYHKIHOHUPOBAHHUS MUTOXOHpHH [4—06].

Hapymienwst B pabore Tadaz3nHa MPUBOIAT K W3-
MEHEHHSIM MOJICKYJISIPHOTO CTPOSHUS KapIHOJINIIH-
Ha, BbI3bIBas TUCHYHKIMIO JBIXaTSIILHOMN LIenH, 00-
IITUPHBIE MUTOXOHIPHAIbHBIC a0eppalluy U YIIbTpa-
CTPYKTYpHOE TIOBPEXJICHUE MBI, AHAIU3 IyTel
aHOMAJTFHBIX METa0OJIMTOB JIEMOHCTPHPYET y4acTHe
MUTOXOHIPHATBHBIX 1 BHEMUTOXOHIPHATBHBIX OHO-
XUMHWYECKUX ITyTe, BKIII0Yas MeTaOO0JIN3M JIUITH/IOB,
OMOTCHHBIX AMUHOB M aMUHOKHUCIIOT, YHIOTEIUAb-
HOM CHHTa3bI OKcHIa a3ota u onocunte3 TPHK [7].

[lo pa3HBIM OlLlEHKaM BO BCEM MHUPE CHHAPOMOM
Bapra cTpanator menee 250 yenoBek, 99 U3 KOTOpPBIX
ouIMaNTEHO 3apErnCTPUPOBaHBl B peectpe PoHaa
cunnpoma bapra [5, 8, 9]. OqHako ncTuHHAs 9acToTa
cunapoma bapra cunraercs Oosiee BHICOKOH U OIle-
HUBAETCsl KaK OJMH ClIy4ail Ha OAMH MUJUIMOH JIUIT
MY3KCKOro 1osa [9], IOCKOJIbKY MallUeHThI C JETKU-
MH TIPOSIBIICHUSMH MOTYT OCTaBaThCS HEIHMArHO-
CTHPOBAaHHBIMH, a HEKOTOpBIC TAIMEHTHl YMHPAIOT
NPEKIEBPEMEHHO JI0 TOTO, KaK UM OY/IET MOCTaBJICH
BEPHBIN TUArHo3.

JKenmunpl, umerone nedexTsl B reHe TAZ,
OOBIYHO SIBJISIFOTCS OECCUMIITOMHBIMU HOCHTEIISIMH
3a00JIeBaHUSI WU HE WMEIOT HHUKAKHX KIMHHYECKUX
W OMOXMMHUYECKUX OTKIOHeHHWH [S]. Tem He Me-
Hee OB 3aperMCTPUPOBAH OJUH CIy4aid CHHIPOMA
Bapra y neBouku ¢ ToueuHoit myraruen ¢.253insC B
rede TAZ, npossBUBIIMIICS pa3BUTHEM XPOHUYECKOM
cepaeunoit HemocrarouHocty (XCH) u Heitrporne-
HUH B Bo3pacTte | mMecsia u MpUBEIINN K CMEPTH OT
CENTHYECKOTO IIToKa B Bo3pacte 3 jet [9].

Knununyeckue nposiBiaenusa cuiapoma bapra, kak
NpaBUIIO, JIOBOJBLHO BapualeNbHBI, OJHAKO Yalle
BCETO MPOSBISCTCS KapIUOMHUOMATUEH, CKEIETHOMN
Muonatueil u Heiirponenueit [3, 5, 8]. Ilozmuee
OB BBISBJICHBI €T0 JAOMOIHUTEIbHBIE (PEHOTHUIIH-
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YecKHe MPU3HAKH, BKITIOYAIOIIHE 3aJIePKKy POCTa U
Pa3BUTHS, XPOHUYECKYIO YCTAIOCTh, JUCMOP(H3M,
Hauboee BHIPAKEHHBIN B MJIaICHYECTBE, U KOTHH-
TUBHBIE Hapymenus [10-12].

Kapauomuonartus npu cunapome bapra warie
HOCHUT JTWJIATAI[MOHHBIA XapakTep W MaHU(DECTH-
pyeT B Bo3pacTe oT moayrona mo S5 jet [5]. Hu-
JATallMOHHAS KapAMOMHOIIATHS MOXKET COIPOBO-
KIAThCS TUIEPTPAOEKyIIAIUEH JTIeBOTO KeTya0uKa,
MU3BECTHOW KaK HEKOMMAKTHBIA MHUOKAp[l, a TaKxke
SHJIOKapAUANbHBIM (prOpo3TacTO30M WM CyOdH-
JTIOKapIUATbHOW BaKyOJIM3aIeld KapIHOMUAOIINTOB.
Pexxe npu cunapome bapra BcTpedaercs TUIIEPTPO-
(naeckas kapauomuomnatus [8]. IlamueHTs ¢ cuH-
JipoMoM bapTa moaBepKeHbI MOBBIIIIEHHOMY PHUCKY
pasBuTHs Ae()EKTOB MPOBOJUMOCTH U JKEITYI0UKO-
BBIX apUTMUH, MOTCHIIUAIBHO MPUBOJISIINX K BHE-
3anHou cepaeuHoit emeptu [10, 11].

Hetitponiennst mpu cuaapomMe bapra ObIBaeT Xpo-
HAYECKON (TIEPCUCTUPYIOMICH) WIIM IMUKITHYCCKOM.
Hefitponienns MOXXeT OCIOKHATHCS WHQEKIUIMHU,
OJTHAKO B IIEJIOM YacTOTa MH(MEKUHH SIBISETCS OT-
HOCHUTEJIBHO HU3KOH BCJIEICTBUE KOMIIEHCATOPHOM
aKTUBAIIMK MOHOITUTOB [8].

Muonatuss npu cunapome bapra npeumynie-
CTBEHHO TOpa)kKaeT MPOKCHUMAJIbHBIE MBI KO-
HEYHOCTEW W KIMHMYECKH XapaKTepuiyeTcs cia-
00CTbIO, HHU3KOW MEPEHOCUMOCTHIO (PH3MUECKHX
Harpy3ok M runotonueii [12].

[aruentsr ¢ cuHapoMoMm bapra 0OBIYHO UMe-
10T 3aJIepKKy pocTta. Bec u pocT y Takux maru-
€HTOB OOBIYHO HWKE CPEIHEr0, a MHJEKC MAaCChI
TeJa 3HAYUTEIHHO CHIDKEH. Y seTeil HaOoaeTes
XapaKTepHbIM BU JHIA («aHTEIbCKOE JIUIO»), Xa-
PaKTEPU3YIOUIUICS BBICOKAM M HIHPOKUM-JI00M,
MOJTHBIMU 1IIEKaMH, 3a0CTPEHHBIM IOJI00POIKOM,
OOJNBIIUMH YIIIAMH W TITYOOKO TOCaXCHHBIMH TJjla-
3aMu [9]. DTOT BHEITHUI BHJI COXPAHIEICS B T€UC-
HHUE BCEro JIETCTBA U PErPeCcCUpPyeT B MEPHOI MOJIO-
BOTO CO3pPEBaHUs, TOJIBKO YIIM OCTAIOTCS 3aMETHO
YBEIMUYCHHBIMU U HHU3KO MOCAXKCHHBbIMU. MHTEn-
JIEKTyaJbHbIE CIMOCOOHOCTH TpH CHHIpoMe bapta
94acTo CJerka CHIDKEHBI. \[IpAMEpHO y TOIOBUHBI
MAIeHTOB CTapiie 7+JieT QUYEBWIHBI TPYAHOCTH
B 00ydeHUHU, HaOTIOAAeTCs 3a/ICpPKKa B TIPOU3HECe-
HUU TIEPBBIX CJIOB MJIK COCTABICHUU CJIOB [5].

B OnoxuMuteckoM ‘aHaiHM3e KPOBU IPH CHH-
npome bapra MokeT HaOIromaThCs JTAaKTOAIHI03,
TTOBBIIIICHAE , YDOBHEH TI€YEHOYHBIX (DEPMEHTOB,
THITOX0JIECTEPUHEMUS, TUIIOTJIMKEMUS, THII0ATH0Y-
MUHEMUS; a TaKKe HU3KHE YPOBHH aMHHOKHCIOT.
B ananuse MouM MOBBIIIEH ypOBEHb 3-METHIITITY-
TapOBOI KHUCIIOTHI, YTO BBIABISIETCA C MOMOIIBIO
XpoMaTorpaguu.

Jmarno3 pomwkeH ObITh MMOATBEPKIEH TeHeTHYe-
CKAM TECTHPOBAaHHMEM W JOKYMEHTHPOBAHHEM TO-
YEYHOU MyTallMH WM JeNICIHN/ Ty TUTMKAIH B TCHE
TAZ c nomoIplo aHajmu3a IOCIEA0BATEIbHOCTH
WIHM aHaJIM3a Aeneruu/nymmukanuu |5, 8, 9]. Ecnu
aHanu3 B reie TAZ oTpuuaTenbHbld, CIEAyeT pac-
CMOTPETh BO3MOXKHOCTH TPOBEICHHUS CEKBEHHPO-
BaHUS C MOMOIIBIO MAHEIBHBIX HCCIETOBAHIHA WIIH
CEeKBEHUPOBAaHMS dK30Ma [§8].

B mnHacrosimee Bpems  cHeUalU3HPOBAHHO-
ro JjeueHus cuHipoma bapra He paszpaboraHo.
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[lockonpKy HanW4due KapIUOMHOIIATHH HE3aBH-
cuMo oT (eHoThIa MpuBOAUT K pa3Butuio XCH,
M0 COBPEMEHHBIM IIpeJCTaBieHusIM [9], Tpedyer-
Cs WCIOJh30BAHWE OCHOBHBIX T'PYIII JIEKAPCTBEH-
HeIx cpenctB s teparuu XCH (MHrHOUTOpOB
AHTHOTCH3MHOBBIX PEIENTOPOB W HENMpPUIN3WHA,
B-ampeHo0I0KaTOPOB, AHTAarOHWCTOB MHHEPAJIO-
KOPTUKOUAHBIX DPELENTOpPOB, HWHTUOWTOPOB Ha-
TPUN-TIIOKO3HOTO KOTpaHCIopTepa 2-r0 THIIA)
[13]. OnHako HU OJIHO U3 OIyOJIMKOBAHHBIX HUCCIIE-
JIOBaHUI HE OIICHUBAJIO HANPsAMYIO 3(h(HEeKTUBHOCTH
3THX METOOB JIeueHUs pu cuHapome bapra. Bme-
CTe C TeM B HACTOsAIIEe BpeMs pa3padarhIBacICs
MHOTO TEpareBTHYECKUX ITOJX0/I0B; »HEKOTOPBIC
U3 KOTOPBIX HAXONATCS HA CTAJANH KIMHUYCCKHUX
HUCIIBITAHUI WA JOKINHUYECKUX CTAIUH. DTU IO~
XO/Ibl HallEJICHbI HA JICYCHUE KapAMOMHUOIIATHY ITPH
cunipoMe bapTa ¢ pa3HBIX TOUYeK 3peHUS, BKITFOYast
yCTpaHEHHE MHUTOXOHAPHAIBHOW AUCHYHKITUH,
BOCCTAHOBJICHHE T€HA WU 0€JIKa, U BOCCTAHOBJIE-
HUe OMOCHHTEe3a Kapauojununa[14].

PerpocniexTuBHOE . MiccnepoBanne 22 TaIUeH-
TOB C CHHIPOMOM bapra, AHarHOCTUPOBAHHBIX
¢ 1983 mo 2013 rox, mokaszago, YTO MSTHIICTHSS
BBDKMBAEMOCTb cocTaBisieT S1 %, a puck paHHei
CMEPTHOCTH JIOCTHFAET MHKAa B TEPBBIE HECKOIb-
KO JIeT km3Hu [15]. MccnemoBanue Taxke Mpojie-
MOHCTPUPOBAJIO, YTO Yy MAIIMEHTOB C CHHIPOMOM
bapra, poauBmuxcs a0 2000 roma, HATHIETHSS
BBIKMBACMOCTb cOCTaBisieT 22 % MO CpaBHEHUIO
¢. 70 %y tex, kro poamwicsa B 2000 roxy nnu nos-
xe.[16]. Takum oOpa3om, CBOEBpEMEHHO HadaTas
onTHMaibHasg MeaukKaMmeHTo3Has Teparnus XCH
U npoduiIakTHKa MHOEKIUH B paHHEM JIETCKOM
BO3pacTe MOTYT YJIYYIIUTh BBDKMBAEMOCTB IIaIU-
eHTOB ¢ cuHApoMoM bapra 06e3 HeoOXomauMocTu
MIPUMEHEHUS CIIOKHBIX XHUPYPTUYECKHX METOMMK,
TaKUX KaK TPAHCIUIAHTAIHS Cep.Ia.

Onucanue KiuHUYECKO20 cayuan

B nannoli craThe cunuTaeM BO3MOXKHBIM MPUBE-
CTH CBEJICHHS O CIlydae HaOIIOJCHWSI HAMH TallH-
eHTa ¢ cuHJpomoM baprta, gocturiimMm 18-metHero
BO3pacTa.

[Manment K., my>kckoro mosa, B Bo3pacte 18 jer,
noctynunl B Y3 «['poaHeHckuit obmacTHOW KiH-
Huueckuii kapauosnorundeckuit neHtp» (IOKKII)
15.12.2024 1. ¢ xamo0aMu Ha OJIBIIIKY, CIA0OCTb,
OTeKH HI)KHUX KOHeYHOcTer. OTMedaeT, 9To B Te-
YEHHUE TPEX MOCICTHUX MECSIIEB YCHIIAIACH OJIBIIII-
Ka IpHY Harpy3Kax, UMeeT MECTO TOBBIIIICHHAS yTOM-
JISEMOCTD, ITIOSBUJINCH OTEKH HIDKHUX KOHEUHOCTEH.

AHamHe3 3a0oiieBanusi: y Matepu namuenra K.
OblTa OEpeMEeHHOCTh JIBOWHEH, OJTHAKO OpaT-0sm3-
Hell yMep BHyTpuyTpoOHO. M3 ocobeHHOCTEl ce-
MEHHOro aHaMHe3a — OTeI MaJbUMKa HE UMEET 3a-
OoneBaHUil cepiIa, MaTh MAIMEHTa WMEJa TPOSB-
nenust cuagpoma WPW, B cBsA3u ¢ mapokcuzmamu
TaxHKapJIUK JISCSATh JICT Ha3aj el Oblja BBIOJIHEHA
pagrodacToTHas aljamus JOMOJHUTEIBHBIX ITy-
Te mpoBeaeHus. Y poautenei nanueHta K. B ce-
MbE€ €CTh eIIle IBE IOYEpH, Y HUX AUATHOCTHPOBA-
Ha IEJIMAKUS, a MTATOJIOTHH CO CTOPOHBI CEpIIla HE
BBISIBJICHO.
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[Tarment K. poaucs B anpene 2006 r. B 1. I'po-
HO, ¢ BecoMm 3050 rpaMMOB, OIleHKa TI0 TITKajie ATl-
rap — 8, uepe3 5 MuHyT — 9. PocT npu posknennu —
50 cM, OKpY>HOCTb IoJIOBBI — 34 cM, Tpyau — 33 cM.
Hmenock 00BUTHE MyMOBUHBI BOKPYT HIEU U y3ell
nynosuHsl. Ha snextpokapanorpamme (OKI'), 3ape-
TUCTPUPOBAHHOM Ha BTOPOH J€HB TOCJIE POXKICHHUS,
OTMEYEHBl U3MEHEHHs PEenojiipu3aluyd B 00JacTH
MIEPETOPOIKN BEPXYIIKH 1 OOKOBOW CTEHKH JIEBOTO
xenmygouka. Ha peHTreHorpamme rpyJHON KIETKU
B IPSIMOH NMPOEKIMH OTMEUYEHbI IPU3HAKU HEKOTO-
poro yBeNW4YeHHs TEHH cep/na. Jnarno3 B poamiib-
HOM JoMe: MOp(hOopyHKIIMOHATEHAS HE3PETIOCTh.

B utone 2006 r. medmiics B cTanpoHape IICH-
Tpa METUIIMHCKON peadmInTaluu JeTCH-MHBAH-
OB W OONBHBIX JAETEH INCHUXOHEBPOJIOTUIECKOTO
npoduist ¢ nuarHo3oM «CHHAPOM 3aAEpPKKH MO-
TOPHOTO pPa3BUTHUS BCIEACTBHE OJHIIE(]aIONaTHH
HOBOPOKJAECHHOTOY.

Uepes monroa 1Mocie pOXKACHUS IAIMEHT Jie-
ymiicss B cranpoHape Y3 «['ponmHeHckas aerckas
o0nacTHas KIMHAYECKas OOJIBHUIA» C JUATHO30M
«mMmyHHass HedTponeHus. BpoKIeHHBIN Kapaur.
Anemus nerkoit crerenu. PexonBaneciieHT OPBU,
ocTporo Oponxuta. HefipoTokcnko3. XuMUIECKUIH
OKOT 00J1acTH 3aJHETO MPOXOa W MPAMOM KHUIIKH
2 crenienu. OTKPHITOE OBAIbHOE OKHO. AHOMAJILHO
pacrookKeHHbIE XOP/Ibl JIEBOTO JKETyJ0UKa cepaLa.
OTHOocuTENbHAs HEJO0CTaTOYHOCTh MHUTPAIBLHOIO
KJIanaHa», ObUIM PEKOMEHIOBaHBI TNPOQUIAKTHKA
MH(DEKITMOHHBIX 3a00JICBaHUH, PHUEM DHAJIANIPHIIA,
IINTOKCHHA, (HONMEBONW KUCIOTHI, PHOOKCHHA, KOH-
TPOJIb TMOKa3aTenel o0IIero aHaiu3a KPOBH.

B nocneayromiem y nanueHTa ObUIH YacThle CIy-
4yau 3a00JIeBaHUI: OCTPbIE PECIIMPATOPHbBIC, CTPEI-
TOJIEPMUSI, aHTHHBI, OTHT, PYPYHKYI.

K Bo3pacty 6 ner y mnanumeHTa HpPOSBUIHCH
CUMIOTOMBI OTCTaBaHHS B (PU3NIECKOM. pa3BUTHH,
nucnernicudeckue cuMnToMsl. [Ipu. obcnempoBannm
B cranuoHape Y3 «I'pojHeHcKas A€TcKas 00jacT-
Hasl KJIMHAYecKas OOJbHMLA» ObLI MOCTaBIICH OH-
arHo3: «HuskopocnocTs. CYOKIMHUYECKUH TUIO-
THUPEO3, CTaANd MEINKaMEHTO3HON KOMIICHCAIINH.
Hemnakusa? CocTOsHHE,. TOCIE TEPEHECEHHOTO
BPOKACHHOTO KapIUTay.

Ha DOKI' Obuix OTMEYEHBI MPHU3HAKU HapyIIe-
HUSl pENoJsIpu3alliyd JEBOro JKelyAodKka cep/la.
ITo nanneiM 3xokapauorpadun (IxoKI') oTknone-
HUU CO CTOPOHBI IOKa3aTeneil He BbIsABIEHO. Jler-
CKH{ KapIuoJIor IIpeanoaraia Halndiue aHOMailb-
HOTO  OTXOXJIGHHS JIeBOW KOPOHAPHOW apTepuu
OT JIETOUHOW apTepuH.

B cBsA3u ¢ mo103peHneM Ha LEIHAKHIO MAIUEHT
OBLI HampaBJieH 1 o0cieoBaH B PecniyOnnkanckom
JIETCKOM IIEHTpPE NENWaKUd W TaCTPOIHTEPOJIOTHH
Ha 0aze Y3 «3-1 Topojackas meTckas KIMHUIeCKas
OonpHUIA» T. MuHCKa B 1exadbpe 2012 roma, rae Ha
OCHOBAaHMM 3HAYUTEIHHOTO TOBBIIIEHUS AHTUTEI
K MOAM(UIUPOBAHHOMY TIJIMAaAMHOBOMY TICHTH-
Iy ¥ UMMYHOTHCTOXUMHYECKOMY HCCIIEIOBAHHIO
TOHKOW KHIIKH OBLT TIOCTaBJeH nuarnos: «llemma-
Kusl, THIHYHAs Gopma, akTuBHaAs ctamus. Mopdo-
noruyeckuid BapuanT mo March IIb. I'mnotupeos.
HocutensctBo CMV, HSV». B nepuon nHaxoxnie-
HUSL B CTallMOHAPE JAHHOTO JICYEOHOTO YUPEIKICHUS
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Obu1a BeinosiHeHa DxoKI', n3aMeHeHul noka3areiiei
HE BBISBIICHO.

B nanpheiimeM, Ha (oHE COOMIOAECHUS ariroTe-
HOBOW JIUETHI ObLIA JJOCTUTHYTA CTONKAS PEMUCCHSL.

KimmHndecky 3HaYMMbIe TPU3HAKY CEPICUHOMN He-
JIOCTaTOYHOCTH OoTMedeHBI ¢ 2022 roma (¢ 16 neT),
KOTJIa TTOSIBIJIACh 3aMETHAasl OJIBIIIKA TIPU XOIb0€ U
MOTbEME TIO JISCTHHIIE, TTOBBIIIEHHAS YTOMIIIEMOCTb.
Taroke ¢ 3Toro BpeMeHr O0ecrioKonin 00U B Cepalle,
HOCOBBIE KPOBOTEUEHHUS, CYIOPOTH B MBIIIIAX HOT.

bein Hanpasnen B PHIIL] nerckoit xupypruu,
rae mociae ooOciegoBaHus, BKarodasmiero DXoKI,
MarHATHO-PE30HAHCHYI0  ToMmorpaduion.. (MPT)
cep/ma ObUT BHICTABIEH JUArHO3: «APHUTMOTCHHAS
KapJIUOMHOIIATHs, TPABOJOMHHAHTHBIN BapUaHT.
Bropuunass HemOCTaTOYHOCTh TPHUKYCHUIAILHOTO
knanana. HK 1».

[To manabemM MPT cepaua’ (ot 23.03.22'1.) ¢ KOH-
TPaCTHBIM YCHJICHWEM Ta{OJMHNEM BBISIBIICHBI CHU-
KeHue (pakuuu BeiOpoca jeBoro (34 %) u mpaBoro
(17 %) xemymodkoB, HEKOMITAKTHBIA MUOKApPI IO
nepeTHe00KOBOM M HHKHEH CTCHKE JIEBOTO JKEIy-
JIOYKa Ha ypOBHE CPEIHUX CErMEHTOB, OOIIMPHBIC
30HBI (UOpO3a B BEpXHEH, HIDKHEH U HIDKHE-0OKO-
BOM CTEHKaX MHOKAap/ia IpaBoro kemyaouka (puc. 1).

Pucynok 1 — Cxanwt (A, B) MPT cepoua nayuenma K.

B muokapoe onpeoensatomcesa nona puoposa. 3nauumenvnan
ounamayus nPagozo HceayoouKd, npagozo npeocepoust,
YMeEpeHHAA OUNAMAUUsA 166020 HCeNyO0UKa
Figure 1 — MRI scans (A, B) of patient K.'s heart. Fibrosis fields
are detected in the myocardium. Significant dilation of the right
ventricle, right atrium, moderate dilation of the left ventricle
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Ciyuall U3 NpaKkTUKN

[To nanubiM OxoKI' BbIsiBIIEHA BbIpa)XKE€HHAs
JUTaTaIys TPaBBIX Kamep Cep/rla, MOBBIIICHHAS
TpaOeKyISIpHOCTh TPABOTO JKEIyA0YKa, WCTOHYE-
HHUE ero CTeHKH, CHI)KEHHE COKPAaTUMOCTH IIPABOT0
JKETyI0uKa.

[Ipu xontepoBckoM MoOHHUTOpUpOBaHUHM (XM)
OKI' ObuT BBIABICH OJWH O3MH30J TaxXUKapIHH
MPOIOJDKUATEIHHOCTEIO 10 CeKyHI ¢ dYacTOTOM
175 yn/muH, 0€3 yKa3aHUUA TPOUCXOXKICHUSI
TaxXuKapauu.

Ha ocHoBanuu nojayuyeHHbIX JAaHHBIX KOHCHUJIH-
YM CHEIMAUCTOB MIPUHSII PEeIIeHUE BO3/IEePIKATHCS
OT XUPYPrUYECKON KOPPEKINH U TPOBOIUTH ME/IH-
KaMEHTO3HYIO TepaInuio dHaJIapuioM, GypoceMn-
JIOM M coTajnonoM. PekomeHnioBaHbl MpoduIaKTH-
Ka WHQEKIMOHHOTO SHAOKapIHWTa W MPH IOsBIIE-
HUU YTPOXKAIOIINX JKU3HH aAPUTMHIA MMILIAHTALIUS
KapAnoBepTepa-1epuopuIIsaTOpa.

B mocnenyromemM manm@eHT OBUT MOCTaBIEH B
JUCT OXKHUIaHWS TPAHCIUIAHTALMU CepJIia U PEeKo-
MEH/IOBAaHO IPOBEJEHHE I'€HETHYECKOTO HCCIIE0-
BaHUS CepAla.

14.07.2022 roga B KJIMHHUKO-IUArHOCTHYECKOM
nabopatopun I'Y PHIIL[ «Mate u autsi» ObLIO
MIPOBEIEHO TeHETUIECKOe MCCIe0BaHNE, B PE3YITb-
TaTe KOTOPOTO OBUIO OIMpEIENeHO, YTO MarueHT T.
SBIISIeTCS HOocUTeleM MyTauuu B reHe TAZ B re-
MU3UTOTHOM COCTOSIHUM, MYTallid B HSTOM T€HE
aCCOLIMUPYIOTCS. C pa3BUTHEM cuHApoma bapta
¢ X-CIICTJICHHBIM PEIECCUBHBIM HACIIEIOBAaHHEM
(Barth syndrome OMIM 302060. I'erotunn C/C
p.Gly80Arg). Ilo COBOKYITHOCTH CBEICHHWNA BBISB-
JICHHBI BapuaHT HYKJICOTHUIHOW TMOCIE0BaTEIh-
HOCTH PacClieHEeH Kak MaToreH-
HbIH. J[MarHo3 ObLI N3MEHEH.

[ocne JTOCTHKEHHS
18 ner, manueHT HaOIIOMAETCS
kapauosnioramu ['OKKII.

B nmepuwon waGmromeHus
¢ 2022 roma mo Hacrosiee
BpeMsl y TanueHTa HaOJroja-
JIOCh HapacTaHWE CUMIITOMOB
cepaeyHoi HEJI0OCTaTOYHO=
CTH B BHJAE 3HAYUTEINBHON &
ONBIIIKK ¥ yTOMJISIEMOCTH,
MOSIBJICHUST OTEKOB ' HIDKHUX
koneunocre. Alpu. mpoBee-
Huu XM OKT ot 5.10.2024 1.

4
3apETUCTPUPOBAHBI 589  Ke- i mg
JTyJOYKOBBIX 4 SKCTPACHCTOI
W 2 omm301a, HEyCTOWYIMBOM
HKEITyIOUKOBOI TaxuKap-

Jud (Makc. YMCIIO KOMILICK-
coB.— 9, makcumainpHas UHCC —
175 yn/mun).

15.12.2024 roma mamueHT
K. camocTosTensHO 00OpaTui-
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MOKPOBBI C JIETKMM aKpOLHaHO30M. Dusnueckoe
pa3BUTHE HE COOTBETCTBYET BO3PACTY (Ha BUI MOXK-
HO IyMaTh 0 Majbumke 10 JieT), BHEIIHE CHUMIITOM
«aHTEJIbCKOTO JIUI[A» — BRICOKHI U IIUPOKUH JI00, y3-
kuii mooopook. Poct— 168 cMm, Bec — 52 kr, UMT —
18,4 xr/m?. Tlpu aycKyabTaluy HaJl ISTKUMH OTIpe-
JensieTcs Be3UKYJSIpHOE IbIXaHue. I'paHullbpl OTHO-
CUTEJIbHOW CEPJICYHOM TYMOCTH CMEIIEHbI BJIEBO
(+2 cm) u BrpaBso (+2 cm). [lepBslit ToH ocnabieH,
aKLIEHT BTOPOr0 TOHa HaJ JIETOYHOM apTepueil,
rpyOBIli CUCTONMYECKUN LIYyM B HPOCKLUUHU TPUKY-
COMJAJIBHOTO W MHTPAJIBHOTO KianmaHoB. Ilyisibc
PUTMUYHBIN, YAOBJIECTBOPUTEIBHOTO HAMQJIHCHHS
84 yn/muH, AJ] — 105/65 MM pt. cT. JKHBOT MATKHit
0e300JI€3HEHHBIH, MMEeYeHb YBEJINYEHA, BhICTyIaeT
U3-TI0/1 Kpast pedepHOi 1yru Ha 3.cM. Cenie3eHKa He
yBenuueHa. OTeKu royieHei.

Huaznoz npu nocmynnenuu. OCHOBHOI:
E 71.1 cunapom bapra. Kapaunomuonatusi. OTHO-
cutesbHas HelTponeHust. OCI0XKHEHUSI OCHOBHOTO:
I 50 CH 2b craguu, ®K-NYHA III. OtHOCHTENb-
Has HEJJOCTATOYHOCTh, TPUKYCIUAAIBHOTO KiIanaHa
3 crenenu. HezpaunrenpHble I'HAPOTOPAKC, THAPO-
nepukapa. ConyrctByrommii: E03 I'mmotupeos.
Henmmakwus.

Hasnaueno 24/26  wmr

JICHYCHHUC!: FOIIEPUO

no 1/2 raQuetku 2 pasa B cyTkH, Topcun 10 mr, cnm-
pOHOJAKTOH 25 Mr, kapBenwnon 3,125 mr 2 pasa
B CYyTKH.

PegynpTaThl HHCTPYMEHTAJIBHBIX U allllapaTHbIX
METOI0B, MCCIIEIOBAHUS:

OKI ot 15.12.2024 r. (puc. 2): puT™M CHHYCO-
BbI, perynsipubiid, YHCC — 96 yn/mMuH, OTKIIOHEHHE
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I'OKKL. T'ocnuranusupoBaH
B OAPUT Ne 2
Cocmosanue nayuenma
npu nocmynjienuu:

OO6mee cocTosHuE Cpe-
HEl  TSAKECTH. Koxnubie
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Pucynok 2 — Inexkmpokapouozpamma nayuenma K.
Figure 2 — Electrocardiogram of patient K.
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D0C BmpaBo, TpHU3HAKH THUIEPTPOHHUH H TIEepe-
Tpy3KH TpaBoro mpencepaus. Hapymenus npero-
napuzanuu (pacumper QRS B orBenenun V2, o
(emcunon)-BonHa B V1-V2, yMeHbIIEH BOJBTAXK
QRS (V3, V4) u penonsipuzauun (n3menenust ST-T
B OOJIBIIIMHCTBE OTBEICHU ).

KommprorepHas Tomorpadusi opraHoB TpymHON
kimeTkn oT 15.12.2024: 3axmodenne: Jledexror
KOHTPACTUPOBAHUS KPYITHBIX M CPEIHUX JIETOYHBIX
aprepuil He BbIABIeHO. Cep/ie paciiMpeHo B Tore-
peunuke. JKUIKOCTHONH KOMIIOHEHT NMEepUBaCKYJISIp-
HO Ha YPOBHE COCYAHCTOTO ITy4Ka U IO MepeaHEMY
KOHTYpY Tiepukap/a (BeInoT). KocBeHHbIE TpU3HAKA
CepIeyHOl HemocTaToyHOCTH. JlaHHBIX 3a Bocma-
JIUTENbHBIE N3MEHEHUSI CO CTOPOHBI JIETKMX Ha MO-
MEHT HccienoBaHus He nonydeHo. ConepxuMoe B
TUICBPAJIBHBIX MOJIOCTSIX.

Oxokapmuorpadust ot 15.12.2024: Jlunartanms
mmoJtocTelt mpaBoro npeacepans (52 x 68 M), mpa-
BOTO JKemymodka (36 MM), pacmpeHHe KOIbIIa
TPUKYCIIHIABHOTO ~ KJamaHa. |pHKycHHIaibHas
peryprutauusi 3 CTENEeHH. YMepeHHas JieroyHas
TUMEpTeH3ust  (CHUCTOJIMYECKOE  JaBJIEHHE  —
45 MM pt. cT.). MutpanbHas peryprurtanus 1 cre-
nern. [wumeprpodus MuOKapAa JIEBOTO IKEIyI0d-
ka. CHIDKEHHE CHCTOMMYECKON (YHKIIMH MHOKapIa
neBoro xenynouka (PBmx — 47 %) u IDK (TAPSE
13 mm). Jlmacronmueckas AMCHYHKIMS MHOKapIa
JIEBOTo JKemyaouka mo 1 tumy. I'maporopakc nByx-
CTOPOHHUH HE3HAYUTENBHBIN (puc. 3).

V3U nneBpsl uniepukapaa 17.12.2024: [nespaiib-
HBIE TIOJIOCTH: B TUIEBPAJIBHOM TOJIOCTH CIIEBa OTIpe-
JIEJISIETCSl TTAaTOJIOTHYECKAsl KUAKOCTh 9 MM (00beM
210 1), B IUIEBPAILHOM MOJIOCTU CHpaBa OMPe-
JIEJISIeTCSl MaTOJIOTHYecKast KHUIAKOCTh 9 MM (00beM
100 m).

MounurtopupoBanue OKI' no Xonrepy OT
18.12.2024 r.: CUHYCOBBI PUTM, TIEPHOIBI TIPCI-
cepanoro putma, YCC ot 56 no 107 ya/mun. Cpen-
st UCC pmHem 86 y/MHH, HOYBIO. 69 yj/MUH.
JKenynoukoBble 3KCTPAaCUCTOJNBL: OAUHOYHBIE — 4,
nonumopHbie. CrabuipHble u3merenus ST-T Ha
MIPOTSDKEHUN BCETO MCCIICIOBAHMSE.

Pe3ymnprarer 1a00paTOPHBIX NCCIICIOBAHMIA:

OO6umit ananmu3 Kposu 15.12.2024: spurporm-
ThI 5,63 MIIH/MKJ; TeMOTrIQ0uH 176 T/71; JIeHKOoIM-
Tl — 4,4 ThIC./MKT 35 COD IO Becreprpeny 2 Mmm/4;
reMaTokput 53. %; TpomOoumTel 186 TBHIC./MKI;
MCV - 9451ty MCH — 31,3 ir; MCHC — 332 1/m;
RDW —14,5%;18eroBoii nmokasareis 0,94; 303uHO0-
el 1°(0,5-5) %; HEWTpOQHIIBI MANOYKOsIIEPHBIE
1 (1-6) %; wHelitpodwIbl CErMeHTOsACPHBIC
37 (47-72) %; mumdormter 48 (19-37) %; MoHOIH-
TeI 13 (3—11) %;

Buoxumuueckuii ananus kposu ot 15.12.2024:
obmmuit O6emox 70,6 (64-83) T1/m;, amEOYMHHBI
36,2 (35-52) 1/m; wmoueBmHa 6,9 (2,14-7,14)
MMOJB/JI; KpeaTmHuH 62 (62—-106) MKMOJIB/T;
xonecrepuH 2,3 (<5,2) MMoub/n; OwIupyOuH
obmwmit 35,2 (<34) MKMOJB/I; TIFOKO3a KPOBHU
4,8 (3,3-5,6 ) mmonnw/m; ACT 80,6 (<40) En/m;
AJIT 44,2 (<41) En/m; nakraTaeruaporeHasa
1265 (207414) En/n; wnarpmii 136,4 (135-
150) wmmonw/m; wammit 5,2 (3,5-5,5) mMmons/i;
xsopuabl 100 (92—110) mmous/m.

Crnyuail U3 MpakTHKH

Pucynok 3 (A, b, B) — CHumku 3xoKkapouozpammsl nayueH-
ma K. ¢ npooonvnom, nonepeunom u 4-kamepnom ceuenuu
nayuenma K.

Figure 3 (A, B, C) — Echocardiogram images of patient K. in the
longitudinal, cross-section and 4-chamber view

Kapmnomapkepsr PATHFAST 15.12.2024: Tpo-
nouuH 1 (TNIhs) 21,4 (0-29) ur/m; NT-proBNP
7725 (0-125) nr/m; A-Jumep 5000 (0—700) Hr/mut.

OOwmit ananus moun 15.12.2024: user — cou.-
JKEJIT.; TPO3PaYHOCTh — MPO3P.; PeaKIus — KUCIL.;
oemok — 0,2 1/1; TIIOKO3a — OTP.; SIUTETUH TII0C-
knii — 0—1; spurpountsr — 0—1; nefikorursr — 0—1.

3a BpeMs JICUCHHS B CTAallMOHAPE COCTOSHHE
MalyeHTa YIY4IIUIOCh, He HAOII01aJI0Ch OTEKOB
CTOII U TOJICHEH, 3HAYUTEIIFHO CHU3WIIACH OJIBIIIKA.
Brimuican Ha aMOynaTOpHBIN 3Tal B YAOBIETBOPH-
TEITLHOM COCTOSTHUH.

/Iuazno3 npu eévlnuckKe:

E71.1 cunnpom bapra. Kapaunomuonarus. Ot-
HOCHUTEJIbHASL HEIOCTATOYHOCTh TPUKYCIHIAIEHOTO
KJlanaHa, perypruraugus 3 creneHu. MuTpanbHas
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Ciryqait 3 mpaKTHKA

HEJOCTATOYHOCTh, peryprutauus 1 crenenu. Pen-
KH€ MOHOMODP(]HBIE KEIyI0YKOBBIE JKCTPACHCTO-
JIBL, PEJIKUE ATH30/IbI HEYCTOHUYNBONH MOHOMOP(HOM
JKEIyJJOUKOBOM  Taxukapauu. HenoctaTtouHOCTh
KkpoBooOpaienus 2b cragun. OyHKUMOHANBHBIN
knacc II mo NYHA. Ymepennas nerounast rurep-
TEeH3US (CUCTOJIMYECKOE MaBieHUE — 45 MM PT. CT).
Huskopocnocts. ['mnoxonecrepunemusi. I'unep-
TpancamuHazeMusi. OTHOCUTENbHAs HEHTPOIIeHus.
@ypyHKy) mpaBoil maxoBoil oGmactu. llennakus,
cumnroMHas opma, COCTOSHHME KOMIIEHCALMU Ha
(oHE arIMagMHOBOW TUETHl. AYTOMMMYHHBIH TH-
peounnut, HopMoTpodmaeckas dopma. [lepBUIHBIH
TUIIOTUPEO03, MEANKAMEHTO3HAs CyOKOMIICHCALIMSL.

B pesynbraTte nedeHuss JOCTUTHYTO 3HAUUTEIb-
HOE yJTIy4IlIeHUe, CTAJIM MEHbIIIE O/IBIIIKA U YTOMIIS-
€MOCTb, HET OTEKOB.

Oobcysrcoenue

OmyOIMKOBaHHBIX TAHHBIX O TMAIlMEHTaX ¢ CHH-
npoMoM bapTa, JOCTHUTIIMX B3pPOCIOTO BO3pacTa
odeHb Maio [17].

JlaHHBIC, TIOJTyYEHHBIE B XOJI¢ HAOIIOIaTeIIbHBIX
WCCIIEIOBAaHUH, NTAIOT TPENCTABICHUE O KIIMHHYE-
CKUX TPOSBICHUSX M (PEHOTHIAX KapIuOMHOIA-
iU Tipu cuHIpoMe bapta [18, 19]. MagerdecTBo
U paHHUH JE€TCKUI BO3PACT SIBJISIFOTCSI NEPUOJIAMU
BBICOKOTO PHCKa CEpACUYHOM CMEPTH M TPAHCIUIAH-
Tauuu npu ganHod maronoruu [18, 19]. Opnako
cokpartHuTenbHas (DYHKIHS Ccepiia MOXeT CTaOu-
JU3UPOBATHCS WM Ja)K€ HOPMAIIM30BATHCS B IIOJI-
POCTKOBOM BO3pacTe M BO B3pociioil »xku3Hu. Iocie
CTaOUIM3AIMH COCTOSIHUS, XOTS OOJBIIUHCTBO Ias
[UCHTOB IO-TIPEKHEMY MPUHUMAIOT HEOOXOIMMBbIC
JIEKapCTBa, pa3Mep HX JIEBOTO JKEIyJOYKa HaXo-=
JUTCS B TIpeJieNiaX HOPMBI, a CUCTOJMYECKas (PyHK-
U] — HA HU3KOM ypPOBHE WJIM ClIeTKa cHukeHa [20].
VY manueHToB cO CTaOMIM3MPOBAHHBIM COCTOSIHUEM
MOCIIE TOCTUKCHUS TIOIPOCTKOBOTO BO3pACTa Kapau-
OMHMOIIATHsI CTAHOBUTCSI OoJiee JOOPOKaYeCTBCHHBIM
CUMIITOMOM WIIU JaX¢ CYOKIIMHHYECKHM TECYCHUEM
[21]. KoHKpeTHBIE MEXaHU3Mbl pealu3auu (eHo-
MeHa CTaOWIIM3aIlH COCTOSHHSE, HSU3BECTHBI B Ha-
CTOsIIee BpEMsl, OJJHAKO B OYZyIIeM pelieHue 3TOH
3araJiki OTKPOET ITyTH JCUCHUS M APYTUX TOATPYIIIT
MAIUEHTOB ¢ cuHApoMoM bapra [14].
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VY naumenrta K. UMEIOTCS TUIIMYHBIE KOMITIOHEH-
Thl cuHJIpoMa bapra, Takue Kak KapJUOMMOIATHUS
M HEKOMIIAKTHBIA MHOKapj, OTCTaBaHue B (hu3u-
YECKOM Pa3BUTHH, HEHTPOIICHUS, META0OIUUYCCKIE
Hapywmenus. OQHaKO MMeeT MecTo Ooiyiee penkuit
(eHOTHT KApJUOMHUONATUU C JOMUHHUPYIOIIUM
MOPa)KEHUEM TPABOro >Keiaylaouka. B To ke Bpe-
Msl TedeHHe 3a00JIeBaHHS OTHOCHUTEIBHO MSTKOE
(mmarno3 cuHIpoma bapTta peako THAarHOCTUPYIOT
Yy B3pOCIIBIX), HET MHOIATUH, HHTEIJICKTYyaIbLHOTO
CHW)KCHUS y TAIlMeHTa Ha MOMEHT OOCIJIe0BaHUs
HE BBISIBJICHO (OH SIBJIICTCS CTYIEHTOM TEXHHUYCSCKO-
TO BBICIIEr0 y4eOHOTO 3aBe/ICHU).

CTOUT OTMETHTH B ONHCHIBAEMOM CITydae KO-
MOpPOHIHOCTG CHHApOMa bapra U . HeTHaKuH.
B noctymHbIX 0y OIMKOBAHHBIX MCTOYHUKAX MBI HE
HAIIUTU CBEJICHUH O OJHOBPEMCHHOM:3200ICBaHUU
cuHapoMoM bapTa u nenuakuen.

Iemmakusi, Kak CaMOCTOATENHEHOE 3a00IeBaHNe,
MMEeT BBICOKYI0O KOMOpPOWTHOCTH. B ToMm umcre B
psiZic MCCIIEOBAaHWH ITOKa3aHA CBSI3b C Pa3BUTHEM
JIMJIATAllMOHHON _KapAUOMHONATHM W HapyLIEHUN
MIPOBOAUMOCTU MMITyJIbca B cepaue. HenaBhee wmc-
cienoBanue [22] NOATBEPAUIO CBSI3b PA3BUTHSI IU-
JATALMOHHOM KapAMOMHONATHHU MpPHU  LIETHAKUH.
OpHakQ pacrpoCTPaHeHHOCTh AWIATAIIHOHHON Kap-
JTUOMHOTIATHY y TIAIIMEHTOB C IIEIMAKUCH OICHHBA-
eTCs Kak OYeHb peakast (17 ciyuaeB AUIaTaioOHHON
kapauomuonatiy Ha 29 000 nanueHToB ¢ MOATBEPXK-
JICHHBIX OmOTICHel cirydaeB 1enuakun) [23]. BaxHo
OTMETHTE, 9TO COOIIIOJICHUE arIFOTEHOBOW JHETHI B
OOJIBIIMHCTBE CITy4aeB COMPOBOMKIACTCS BOCCTAHOB-
JICHUEM COKpaTUTEIbHOU (PYHKIIMK MHOKapa [24].

3akniouenue

Oco0eHHOCTSIMU IPUBEACHHOTO B IAHHOW CTaThe
Clydasi SIBJISIOTCS TIPOSIBIICHUE TIOPAXKECHHUS Cepla
B BUjic (HEHOTHUIIA apPUTMOTCHHON KapIMOMUONIATHN
C JOMHUHHPYIOIIHUM THUIIOM IMOPAXKCHU IIPAaBOT'0 XKC-
JIyA04YKa U HCKOMITAKTHBIM MUOKAapJA0M, «MATKOT'0»
Te4YeHHUs 3a00JIeBaHUs, PEIKON KOMOPOUIHOCTHIO —
COYCTAaHHEM C IIEJMAKUEH U THIIOTHPEO30M (paHee
HE OMHCAHHOM), MO3THEM YCTaHOBIICHUW TeHETHYC-
CKOU TIPUYHHEI O0JIC3HU.
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THE CASE OF BARTH SYNDROME IN AN ADULT PATIENT:
FEATURES OF THE PHENOTYPE OE=CARDIOMYOPATHY AND

COMORBIDITY
V. A. Snezhitskiy', L. V. Kalatsey', A. V. Yanushka’;'S. N. Hryb’, L. M. Badyukova’,
P. A. Herasimchyk’, M. S. Stanisheuskaya’, N. A, Krainiaya’, A. Yu. Rubinskii’
'Grodno State Medical University, Grodno, Belarus
’Grodno Regional Clinical Cardiological Center, Grodno, Belarus
‘Republican Scientific and Practical Center “Cardiology”’, Minsk, Belarus

The article provides a brief overview of the rare hereditary disease "Barth syndrome" and a description of the
clinical case. The features of this case are the phenotype of arrhythmogenic cardiomyopathy with a predominance
of right ventricular involvement, a relatively "mild" course and comorbidity with celiac disease and autoimmune
thyroiditis with hypothyroidism and metabolic disorders.
Keywords: Barth syndrome, cardiomyopathy, neutropenia, growth retardation, "angelic face", celiac disease,
hypothyroidism, metabolic disorders.
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