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Pesrome.

B cTarbe onuckIBaeTCs peaKoe Mporpeccupyroliee 3a00IeBaHue CepASTHO-COCYIUCTON CUCTEMBbI, HACTIEICTBEHHAS MUTO-
XOHJIpHaJbHAas NaToJOoTus — cHHApoM baprta (3-meTunrimyTakoHoBas aruypus 2-ro Tuma). [IpuBonuTcs crucok 3abome-
BaHu# a5t 1 depeHranbHON IMarHocTKU. PaccMarpuBaeTcst cirydail KITMHAYeCKoro HaOmoneHus cuaapoma bapra.
B npencraBnenHoM ciyuae 3a0ojeBaHre MaHU(DECTUPOBAIIO B BO3pACTe JI0 TOa U MPOSBIIIOCH IPU3HAKAMH CEPICUHOM
HEZI0CTaTOYHOCTH, MBIIIEYHON TUTIOTOHUH, CHUKEHUEM KOJIMYECTBA HEUTPO(DUIIOB B Nepudeprudeckoi KpoBu. PebeHok
HEOJTHOKPATHO Habmromancs B craiimonape. [lomydan jedeHre MHruOMTOpOM aHTHOIIPEBpaIIaroiero GepMenTa, JUroK-
CHHOM, alleTHJICAIUIIMIOBONA KUCIOTONW. KOHCYIBTHpOBaH TeHETUKOM. BBIsSBIEHA CIUIACHHT-MyTalusl B 3-eM 2K30HE
rena tadasuna. CoueTaHne B KIIMHUYECKOW KaPTHHE MPU3HAKOB CEPACYHON HEIOCTATOYHOCTH, MBIIICYHON THIIOTOHHH,
0EITKOBO-DHEPTeTUYECKON HEIOCTATOUHOCTH, HEHTPOTICHHUH, HAYaJI0 Ha TIEPBOM IOy JKU3HH, CHIDKEHUE COKPATUTEITHHON
CITOCOOHOCTH MHOKap/ia JIEBOTO KeMyA0uKa, YBEIMICHHE Pa3MepOB ceplla U CHIDKEHUE €T0 COKPAaTHTEILHOM CIoco0-
HOCTH TOCITYXHJIM OCHOBAaHUEM 3aIo03pUTh JaHHOe 3a0omneBaHue. CuHapom baprta moarBepkieH Mpy reHETHUECKOM
00CIIeIOBaHUH.

Kniouegvle cnosa: 0emu, muoxkapouonamusl, OUASHOCIMUKA, CepOeunas HeOOCMAmOYHOCMb, Heumponenus, Mymayus
2ena magasuna, iewenue.

Abstract.

The article describes a rare progressive disease of the cardiovascular system, hereditary mitochondrial pathology — Barth’s
syndrome (3-methylglutacone aciduria type 2). A list of diseases for the differential diagnosis is given. A case of clinical
observation of Barth’s syndrome is considered. In the presented case, the disease manifested itself at the age of up to one
year and was characterized by the signs of heart failure, muscle hypotension, and a decrease in the number of neutrophils
in the peripheral blood. The child was repeatedly observed in the hospital, received treatment with an inhibitor of an
angio-converting enzyme, digoxin, acetylsalicylic acid, was consulted by a geneticist. A splicing mutation was revealed in
the 3rd exon of the taphazin gene. The combination in the clinical picture of the signs of heart failure, muscle hypotension,
protein-energy insufficiency, neutropenia, onset in the first year of life, a decrease in the contractility of the left ventricular
myocardium, an increase in the size of the heart and a decrease in its contractility gave rise to suspicion of this disease.
Barth’s syndrome was confirmed by genetic testing.

Key words: children, myocardiopathy, diagnosis, heart failure, neutropenia, taphazin gene mutation, treatment.
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Cunnpom bapra (3-MeTuiriyTakoHOBas alu-
nypus 2-ro tuna, Barth cunnpom) — X-cuernnieHHoe
MHTOXOHJIpHAJIbHOE 3aboneBanne. CTpamaroT dTUM
3a00/1€BaHMEM IIPEUMYLIECTBEHHO IpeACTaBHUTE-
M MYKCKOro mona. KimHuueckas cummroMaruka
XapakTepu3yercs: cnenuuyeckuM CHUMIOTOMaMH U
HPOSABIIACTCS KAPAMOMUONATUEH, CKEJIETHOM MMO-
natueil u Herponenueid. Yactora BCTpeduaeMOCTH
JAHHOTO 3a00JeBaHUs IO3BOJIAET OTHECTH €ro K
op(haHHBIM, ¢ Pa3TUIHON BCTPEYAEMOCTHIO, HO 0e3
CYIIECTBCHHOM Pa3HUIBI B PA3IMYHBIX 3THUUYECKUX
rpynnax. PemonenupoBanue KapAHOIUIMHA, JIEXKa-
mee B OCHOBE MHUTOXOHAPHAIBHON MaTOJOTHH, SIB-
JisieTcst MOP(OIOTHUECKUM CyOCTPaTOM OITHMCAHHOTO
BBITIE 3a00eBanus [1].

Bnepsrie »TOT cuHApoM ObuT ommcaH [lnute-
pom Baptom (P. Barth) B 1983 romy, rae mox Habmro-
JeHHEM HaXOuJIach rOJUIaHACKas ceMbs. MitaieHIIbI
9TO# ceMbd NOrudanu oT HHOEKIUH C IPUCOCTHHE-
HUEM SIBJIEHUH cepeuHoi nekommneHcanuy. Habmro-
JAJUCh IPOSIBJICHUS KapAMOMUOIIATHH, CKEJIETHOMH
MUOIIATUM U HEUTpoTieHuH [2].

Cumntomser, nobasiennsie R. Kelley u coabr.
MO3BOJIMIIM IPUCOEANHUTD K TPHAJle CHMIITOMOB Op-
raHuveckyto auuayputo. OHH ke oOpucoBaiu map-
nuanbHble (EHOTUTIB (M30JIUPOBaHHAs HEHUTpoOIIe-
HHS U OTCYTCTBHE Kapauomuonarun) [3].

CunnmpoM BeTpedaercs ¢ gacrtoroit 1/300000—
400000 poxnenHbix >xuBbiMU [4]. Peructp mna-
uuMeHTtoB ¢ cuHapomoMm bapra (Barth Syndrome
Foundation Registry, BSF) ne orpaxaer B momHoi
Mepe MOJIOKEHUE Belllel. VICTHHHAsE BCTPeuaeMOCTh
4acTOThl CUHIPOMA OCTAaeTCsl AUCKYTaOEIbHOM, I0-
CKOJIBKY YacTh MAIMEHTOB MoTrndaet 0e3 yCTaBiIeH-
HOTO IPU XHU3HM auarHosa. ['enernueckuil nedext
TUIHPYETCsl Y HE3HAUUTEIHHOM 4acTH 00CIIeyeMbIX
MAIMEHTOB.

OCHOBHOU T€HETHUYECKHI Je(eKT MpH CHH-
npome bapra — mytamus B rene tadazuna (TAZ).
I'en BrtowaeT 11 9K30HOB M PACTIONOXKEH HA JIJTUH-
HOM 11e4e X-XxpoMocoMbl — Xq28. YcranosneHo 60-
nee 120 paznuuHbIX MyTanuil rena TAZ [4].

I'en TAZ wopupyet anmnrpaHcdepasy, KOTo-
pas KaTaau3nupyeT peMOAeTUPOBaHIE KapAUOIUITHA
B MUTOXOHApHAaIbHBIX MeMOpaHax. Kapauonumnusn c
YETBIPEMS JIMHOJICHI-PparMeHTaMu (TeTpaTnHOIIe-
un-kapauonunud, L4—CL) mpenmymiecTBeHHO JO-
KaJHU3yeTcsi B TKAaHSAX C BBICOKHM OKHCIUTEIBHBIM
MOTEHUHAIOM. B cepAeuyHON M CKEJIETHBIX MBILILAX
L4-CL cocraBnset no 70-80% ot obmiero kapawo-
munuHa. [Ipn mytammsx rena TAZ cHmkaercs 00-
pazoBanue L4—CL B noab3y MOJIEKYI KapAUOJIUIINHA

pasHoOro amuiIBHOTO cocTaBa. B pesynbrate Haka-
TUTMBAIOTCS €r0 MIPOMEKYTOUHBIC BH/IbI, HECYIITUE 3,
a He 4 nuHONeoWN-Tpymmbl (monolysocardiolipins,
MLCL). 3To MpUBOANT K 3HAYUTEIHHOMY ITOBBIIIE-
Huto cootHomenuss MLCL: L4—CL [5], uto cayxut
OCHOBOH i pa3pabOTaHHOTO B HACTOSIIEE BpeMs
YYBCTBUTEJILHOTO TECTa JMATHOCTUKH CHUHIPOMA
Bapra.

KapanonmunuH wurpaer BaXHYIO pPOIb B TOJ-
JepKaHUH CTPYKTYpPHl MeMOpaHbl MHTOXOHAPHI,
B3aMMOJICHCTBYET C PSAIOM MHTOXOHAPHAIBHBIX
OENKOB, a TaK)K€ yYacCTBYeT B MHUTOXOHJIIPHAIHLHOM
anontose. Takke KapAHOJIMITUH CTa0WIU3UPYET CY-
MIEPKOMITJICKC JBIXaTCILHOW IIETH W ONTHMH3UPYET
BBIPAOOTKY SHEPTHMH B MHTOXOHIPHIX. 3HAYCHUE
KapINOJUIIHA B TIOAJIEPKaHINH MUTOXOHIPHATEHON
[EJOCTHOCTH TIONTBEPKAACTCS Pa3IUIHON CTere-
HBIO CTPYKTYPHBIX M (PYHKIIMOHATIBHBIX HAPYIICHUN
MUTOXOHJIPUH, BBIICJICHHBIX M3 KJICTOK OOJLHBIX C
cunagpomom bapra [6].

Kimandeckast kapTiuHa, XapaKTepHas U BBI-
IIEONTMCAHHOTO CHHIPOMA, TIPOSIBIISIETCS KapAHNOMH-
omnaruei, CKeJIeTHOW MUONATHIO, HEUTponeHue, 3a-
nepxkkor pocrta. [Ipu maboparopHoM 00CIIeOBaHUH
OTMEYAETCS TOBBIIICHUE SKCKPEIIMH C MOYOH 3-Me-
TUITITYTAKOHOBOW KHUCIIOTHI [7].

SBneHWs  OWMBEHTPUKYJSIPHOH  CepIevYHOMN
HEIOCTAaTOYHOCTH MOTYT OBITh KIMHHYECKUMHU
CUMNTOMAaMH JTUJIATAIIHOHHOW KapIHOMHOIATHH,
(ubposnacroza sHAOKapHa, Tuneprpoduueckont
KapJIMOMHUOIIATHH, HEKOMITAKTHOTO MHOKap/a JICBO-
ro KeJIymouka. DJeKTpokapauorpadpuueckue Gexo-
MEHBI, COMPOBOKIAIONINE €CTECTBEHHOE TEUCHHE
3a00eBaHMsI, TPOSBISIOTCS KEITyTOUYKOBBIMU apUT-
MUSIMU, YJUTHHEHUEM KOPPUTHPOBAHHOTO MHTEpBAIa
Q-T (QTc). CymectByeT yrpo3a BHE3aIlHOH cepred-
HOM CMEpTH.

B mepByo MONOBHHY MEPBOrO rojia >KU3HU
pebenka ¢ cuaapoMoM bapTa MposSBISIOTCS KIWHU-
YecKkre TpHu3Haku Kapawomuomnarnu. Cpeam Bcex
MHUOKAapAUONATUH JUIATAllMOHHBIA BapUaHT 3aHH-
MaeT JUAUpPYIoUyo mo3uiuio. Hepenko coueranue
¢ pubposnacTozoM 3HIOKApAA, TPAOCKYIIPHOCTHIO
JIEBOTO JKENMYyNoYKa, KOTOPasi B CBOIO OUepe/ib MOXKET
SIBIIATHCS TIPU3HAKOM HEKOMIIAKTHOTO MHOKapza [8].

Knuanueckne mposBieHUS HEKOMIAKTHOTO
MHUOKap/a XapaKTepU3YIOTCS SBICHUAMH UIIEMUYe-
CKOTO WHCYJIBTa, CBI3aHHOTO C HAPYIICHUEM KPOBO-
oOpailieHus] B cHCTEME MEePUPEPUICCKUX aPTECPHIA.
CepneuHas JIeKOMIICHCALUs SABISCTCS (DoHOM st
Pa3BUTHUS HHCYIBTOB.

Hapymenns putma cepama, BO3HHKAIOIINE
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KaK CJEICTBUE MOBPEKACHUS MOTUITHOIOTUIECKU-
MU (i)aKTOpaMI/I, IIO3BOJIICT OTHECTU JAaHHOC KIIMHU-
YECKHUE MPOSIBICHUS K KU3HEYTPOXKAIOLUM COCTO-
SHHUSIM C YIpO30M pa3BUTHsI CUHApPOMAa BHE3AIHOU
cepaeyHor cmepTu. JKemyiouKOBbIE U HAJKEITy04-
KOBbIE€ QpPUTMHUU MOTYT SIBISITHCS OTATOLIAIOLIUM
(hakTOpOM HE TOJBKO B JETCKOM BO3pacTe, HO U Y
B3pOCJIOI KaTeropuu HaCEIeHMUS.

N3 Bcex OnMCaHHBIX MUOKapAWONAaTHH JIHIU-
PYIOLIYIO O3ULUIO 3aHUMAET €€ COUYETAaHHBIN Bapu-
aHT — AWJATallMOHHAS W THIIEpTpoduuecKas Kapau-
omuomnarusi. [uneprpoduueckas KapAXUOMHOIATHUS
B €€ M30JHUPOBAHHOM BapHUaHTE BCTPEUACTCS 3HAUU-
TEIBHO pexe [9].

SIBrieHusT cepJIeYHOM HEJO0CTATOYHOCTH IIPU
[IEPBOM MOSIBJIEHUU ITAHHOTO TE€HETHYECKOIO CHH-
JIpoMa HEpEeIKO MPUHUMAIOTCS 32 BOCHAJIUTEIbHBIN
nporecc B muokapnae. C 3TUM cBs3aHa JeOOTHAS
MacKa HEeWTPONEHUH, TPOSIBISIIOIIasics MH)EKInOoH-
HBIM IIPOLECCOM.

Hapyumienune crpoeHuss M, Kak CIEICTBUE,
(hyHKIMH KapIHONHIINHA MIPOSBISIETCS N3MEHEHUEM
(hopMupoBaHUsI MOTEHIIMANA ISHCTBYSI IPU YIaCTUN
HOHOB Kanbliug. YUIMHeHHBIN untepBai QTc orme-
YeH y JAeTeH ¢ CUHAPOMOM bapra Kak npu runeprpo-
(uyeckoil, Tak U MpU JUJIATAIIMOHHON KapIUOMHO-
matuu [10].

B Ttepanuu nanueHTOB ¢ JAHHBIM T'€HETU-
YECKUM CHHIPOMOM TIOJIOKUTENBHBI 3PPEKT OT-
MEYaeTCsl OT MPUMCHEHUST MHTMOUTOPOB aHTHOTECH-
3HHIIPEBPAIIAIOIIEro pepMeHTa 1 0eTa-0JI0KaTOPOB.
O¢ddexThI, TPOU3BOIUMBIC BHIICTICPSUUCICHHBIMU
[penaparaMy, MO3BOJSIOT YIyYIIUTh COKPATUTEIb-
HYI0 CIIOCOOHOCTH CepAlla ¢ HopMalln3anue ymap-
HOTO 00BbeMa U MOBBIIICHHEM COKPATUTEIHHON CITO-
coOHoCcTH MHOKap/a. ToJepaHTHOCTh K TPOBOUMOMN
Tepanuu TpedyeT mepecMoTpa TaKTUKU BEIACHUS U
pPacCMOTpPEHHUsI BONpOCa TPaHCIIAHTALMK CEep.la.
Bo3pacTHoi#l 11eH3 Ha MOMEHT TpaHCIUIAHTAI[UU CO-
crapisieT ot 1-2 et go 10-15 jeT mo JaHHBIM peru-
ctpa BSF [11].

Heiitponenus, xapaxkTtepHas Uisi CHUHIpPOMa
Bapra, mposiBisieTcss B BHJIe CKIOHHOCTU K OakTe-
pUuaJIbHBIM I/IH(I)GKHI/DIM IIBIX&TCHLHOP'I CUCTCMBI, PO-
TOBOM MONOCTH, AeceH. PaTalbHBIM IPOSBICHUEM
HEUTPONEHUH SIBIsIETCS cencuc. CHUKEHUE KOIH4e-
CTBa HEUTPOPIITIOB MOXKET OMPEIEIIATHCS MMOCTOSHHO
1100 SBISATHCS TPAH3UTOPHBIM H/UIIN TUKINYSCKUM
(benomenoM. Kak npaBuiio, HEHTPONICHHUSI HE ABJISICT-
cs uctuHHol. [Ipn Manudecranuy HHOEKITUOHHOTO
mporiecca KOJMYEeCTBO HEHUTPOQIIIOB TPUXOIUT K
BO3PAcCTHBIM HOpMaM. Psii aBTOpOB MPUUYMHOMN HEM-

TPOINICHUH CUNTAET YCHIICHHBIH anonTo3 HedTpodu-
JIOB, TIpEKpaIeHue pocta Muenonutos [11].

[loBBImeHHOE CONEpXKAHWE MOHOIMTOB CBH-
JETENBCTBYET O HANPSHKEHHOCTH HWMMYHHOW CH-
CTeMBI U SIBJSIETCS KOMITIGHCATOPHBIM. JTO CIOC00-
CTBYET CHMXCHHUIO MaHU(ECTAIlMH KIMHUYCCKUX
nposiBJICHNH MH()EKIMOHHOTO OaKTepHaTLHOTO MPOo-
necca. TeM He MeHee, MMOJUOPTaHHAs HEJOCTATO4-
HOCTP SIBISIETCSI CIIEICTBUEM KOMOWHAINH TSHKETION
HEUTPOTIEHNH, KapAWNOMHONATHH, MHUTOXOHJPH-
aNpHON NUCHYHKIMH, HU3KOW MBIMIEYHON MACCHI,
CKJIOHHOCTH K THIIOTIMKEMUU ¥ MOJIOYHOKHUCIIOMY
arunosy [12].

Mpiiieunas  ¢1ab0CTh, XapakTepHas s
cuaapoma bapra, MOXeT OBITH TITABHBIM 00pazom
npokcuManbHoro tumna [1]. Yame Bcero mnamueH-
THl C CHHAPOMOM bapTa OBIaneBaroT OCHOBHBIMH
JIBUTATCIIbHBIMA HABBIKAMH BCJICJICTBUE TOTO, YTO
HE OTMEUAETCs BBIPAKEHHBIH perpecc B MUOIUTAX.
CHMKCHHBIM MBIIICUHBIA TOHYC PUBOIAMT K POPMH-
POBaHHUIO TOSICHUYHOTO JIOPJ03a C 3aMETHBIM CHH-
JKEHHEM MBIIIIEYHOW MaCCHI.

I'mnokcus ckeneTHONW MYCKylaTyphl U Kapiu-
OMUOIIMTOB NPUBOJIUT K CHUXKCHUIO (DYHKIIMOHAIb-
HBIX PE3CPBOB, HAPYIICHUI0 HACOCHON (YHKIHUU
cepana. CaencTBUEM 3TOTO SIBISCTCS YMEHBIICHUE
(paknum BeIOpOCA TP YIBTPA3BYKOBOM HCCIIENO-
BaHUM cep/ra. Melednas Onorcus 00OHapyKHBAET
HaKOTUIEHUE JIMITUIHBIX Bakyolei, arpoduro Boio-
koH | Tuma, pacmupenue cyOcapKoieMalbHbIX MPO-
cTpaHcTB. KorHUTHBHBIE PYHKIIUU CTPAJIAlOT HE3HA-
YUTEJIBHO U MPOSBISIOTCS YMEPEHHBIM CHIDKSHHEM
WHTeIUIeKTa. Yaie Bcero cTpagaer 3pUTeNbHO-TIPO-
CTpaHCTBEHHas opueHTanuu [12].

Hapymenne gusudeckoro pa3BUTHS POSBIIS-
eTCsl 3aJIEPKKOH POCTa BCIECACTBUE apTEepHAIbHOU
TUIIOKCEMUH, BO3HUKAIOLLEH Ha CEepJCUHON HEAOCTa-
ToyHOCTH. JleuIut Oeka BO3HUKACT B PE3yJIbTaTe
neeKToB MUTaHMs, IOTEpH ero mpu Auapee. Peru-
TUBUpYIOMHE WH(M)EKINH, CBI3aHHBIE C HEHTpoIe-
HUEH, TPUBOIAT K HANpPsSHKEHHOCTH UMMYHHOU CH-
CTEMBI, 33/ICPIKKE ITOJIOBOTO CO3PEBAHUS, YTO MOXKET
OBITh CBSI3aHO C JAC(PUIIMTOM WHCYIUHOIOO00HOTO
(hakropa pocra-1 (IGF-I). B nepron HHTEHCUBHOTO
pocTa BBIIIETIEPEIUCIICHHBIE PUYUHBI TPUBOIAT K
MIPOTPECCUPOBAHUIO CEPACYHON HEJOCTATOYHOCTH.

s cuaipoma bapra B paHHeM Bo3pacTe Xxapak-
TEPEH TaK HAa3bIBACMBII «aHTEIbCKUID» BHEIIIHUN BUJI;:
JIMIO KpyIJIoe ¢ OMHBIMU 1iekamu. [1o Mepe B3pocie-
HUSI HAYMHACT TPOSBIIATHCS TUCMOP(U3M B BUJIE BbI-
COKOT'O M IHUPOKOTO JI0a, TIONHBIX IIEK, BHIAIOMIETOCs
3a0CTpeHHOTO TIopboponka. OOpariaroT Ha ceOs BHH-
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MaHHe OOJIbIIME YIIHM W TITyOOKO MOCaKeHHBIE IJIa3a.
[To mepe pa3BuTus mydepTara rojoBa 1 JIUIO CyXKatoT-
Csl, YIII CTAHOBSATCA 00JIee 3aMETHBIML.

Hetu ¢ cunnpomom bapra siBisitoTCS MalueH-
TaMU KapUOJOTHYECKOTO U HEBPOJIOTHYECKOTO OT-
nenenuii. JlaboparopHble UCCIEOBAHUS BBISBIISIOT
3-MeTWITTYTaKOHOBYIO auuayputo. Hapsany ¢ atum
MPOUCXOUT TIOBBIIIEHUE TOUYEYHOM IKCKpeluei
3-METHITIIYyTapOBOM KHUCIOTHL. OTHCaHBI CIIydan
HOPMAJIBHOTO COJIEPKaHHSI B MOUE 3-METHITITyTapo-
BOM KUCTOTHI [1].

MeTabomu4ecKuMl  MapKepaMu  OIKCHIBae-
MOTO CHHJIpPOMa SBJISIOTCS HU3KUH YpPOBEHb IIpe-
anpOymuHa (79%), CHHKEHHE YPOBHS XOJIeCTEpPHHA
JIUTIONIPOTEHIOB 32 CYET JIMIONPOTEUIOB HU3KOH
mwiotHocTH (56%), rumnoxonmectepuHemus (24%),
MOBBIILICHHBIH YPOBEHb KpeaTHHKHHA3HI (15%), Mo-
JIOYHO-KUCIIBIA aIU/103, TUMOIIIMKEMHUS, CHIDKCHHE
YpOBHS KapHUTHHA W aprUHUHA B IUIa3Me, MTOBBILIe-
HUE aKTUBHOCTH CBIBOPOTOYHBIX TpaHCAMWHAa3, I'H-
niepammonuemust [4, 7].

JlakTar-anumo3 ¥ TUTIOTIIMKEMISI Jalle BCEero
MIPOSIBIISIFOTCSL B HEOHATAIILHOM U PaHHEM JETCKOM
Bo3pacTe. OKOHYATENbHBIN AMArHO3 BBICTABISIETCA
nocJie 0OHApYKEHUS TOUM UM MHOM MaTOreHHOU MY-
Tauu B reue TAZ.

Knnauko-reneTnaeckoe oOcieIoBaHuE SIBIIS-
eTcsi 00s3aTeTbHBIM I BCEX CeMeW MpH IMo/I03pe-
HUU HA JTAHHBIM reHeTHYeCKu cuHapoM. B rpynmy
pHUCKa MOMaIAl0T CEMBH, TJIC BBISBICHBI CIIy4au JU-
JIaTallMIOHHOW MUWOKapAUONaThu, paHHEH JeTCKOU
cMmeptH [2].

Hanuuue pojcTBeHHUKOB ¢ cuHIpoMoM bapra
MTO3BOJISIET TPEIONIOKATE 3a00/IleBaHNE U OCYyIIIe-
CTBUTH JOPOIOBYIO TUATHOCTUKY ITyTEM MOJIEKYISAp-
HO-TCHETUYECKOT0 aHanu3a reHa TAZ B Ouomnrarax
xopuoHa. OnpezeieHue moja mioaa sSBiseTcs: 00s-
3aTeNbHBIM. BHYTpHUYyTpOOHasi TUAarHOCTHKA CHH-
npoma bapra onmcana B tuteparype B Buze eIHHAY-
HBIX ciy4aes [8].

JuddepeHnanbHblii  TUarHo3 MPOBOAUTCS
C KapJUOMUOIATHSIMH Pa3IMYHOU MPHUPOJBI ayTO-
COMHO-JJOMUHaHTHas, ayTOCOMHO-peIeCCUBHas,
X-clemieHHass W MHUTOXOHAPHANBHO KOJIupyemas
dhopmbl. HeoOXoanMo MCKITIOUHATH AMIIATAITHOHHYIO
KapANOMHOTIATUIO SHAOKPUHHOW WM METa0oH-
yeckoil mpupoabl. TpyaHocTr auddepeHInantsHOl
JIMArHOCTHKH CBSI3aHbI C OJJHOTHUITHBIMH IPOSIBIICHH-
SIMM TIPH ayTOCOMHO-PELIECCUBHOM IMIaTallMOHHON
KapIMOMHOTIATHH, KOTOPAsi COUYETAETCs C aTakcuel u
3-metunrnyTakoHoBOHU aruaypueit (DCMA).

Tepanus cep/iedHON HEAOCTATOYHOCTH BKJIFO-

YaeT UCIOJIb30BaHUE aHTMOTEH3UHIIPEBPAIIAIOIIETO
(hepmeHTa, OeTa-0JOKATOPOB, MpENApaTOB JUTHTA-
JIca 1 MOYETOHHBIX cpelcTB. JleueHne qmrenpHoe,
C KOppeKIueH J03bI TI0 Mepe B3pOCIEHUsT peOeHKa.
BonpmmHCTBO MarueHToB ¢ cuHApOoMOoM bapra mo-
JIOKUTENBHO PEarupyroT Ha MPOBOJUMYIO TEPAIHIO.
YMeHbIIAKTCS MPOSIBJIEHUSA CEPAEYHON JEKOMIIEH-
canuu, HOopMmamusyeTrcss mauype3 [1]. He cmemyer
3a0BIBaTh O BO3MOXKHBIX OCJIO)KHEHHUSX B BUAE Ha-
pylieHus cepaedHoro purma. llpu pa3BuTHm Ke-
JYIMOYKOBBIX OKCTPACUCTONMH, TMapOKCH3MaIbHBIX
TaxWKapAHiA CTABUTCSA BONPOC 00 UMIUIAHTAIIUU UC-
KyCCTBEHHOT'O BOJIUTENS PUTMA.

ITo nanueiM peructpa BSF B TpanciutanTauu
cepana Hyxaamuch 14% namuenToB. Jta mporeaypa
MoKa3aia XOpoIue pe3yIbTaThl, HECMOTPS Ha BBICO-
KU peAonepaoHHbIN PUCK.

ITanieHTOB € CHUMOTOMATHYECKOW HEHUTpPO-
NEHUEH OOBIYHO JieyaT MyTEeM KOMOWHAIMM TIOJ-
KOXXHOTO BBEJIECHHUS TPaHYJIOLMUTAPHOTO KOJIIOHHE-
cTUMyIHUpyIomero ¢akropa. I paHymonuTapHbIi
KOJIOHHECTUMYIIMPYIOMIHA (akTop Ha3HAYalOT B
nmo3e 2-3 Mkr/kr 1 pa3 B cytku. KparHocTh mpuema
BapbUpyeT OT 2 pa3 B HEAETIO 10 €KEIHEBHOTO B
3aBUCUMOCTU OT TsKecTH HeWTponeHnun. Hopma-
TH3anus KOJMMYecTBa HEUTPOQHUIOB JI0 BO3PACTHON
HOpPMBI HE SIBIISIETCS LIeNbio Jiedenns. Heobxommmo
HEIOMYCTUTH Pa3BUTHSI arpaHyIIOINTO3a U TOOUTHCS
yIy4dlleHUEe KIMHUYECKON KapTuHsl [1, 6].

IIpenaparel L-kapHUTHHA TPUMEHSIOTCS IS
JiedeHus1 AaHHOro cuHipoma. CBeaeHus O UX TpH-
MEHEHHM TIPOTUBOpeYMBEL. OHH YIIy4IIAlOT yTH-
JU3AMUI0 KUCIOPOAa MHUOKapIOM M CHOCOOCTBYIOT
MOBEIIIeHHIO0 (pakiuu BeiOpoca [1, 5]. pyrue uc-
CJIEZIOBATENTN OTMEUAIOT YXYAIIICHUE TIPH UCTIONB30Ba-
HUH IaHHOU TPy [Ipenapara. Y YuThIBas CBEICHUS
0 HU3KOM ypOBHE aprUHHHA MPU JAHHOM CHHAPOME,
B pAne paboT OIeHMBAaCh BO3MOXKHOCTBH €TO TPH-
merHenus. [loka3ano, 4T0 Ha3HaYeHHWE aprHHUHA I10-
BBIIIIAET €0 YPOBEHb B TUIA3ME, YTO COITPOBOXKIACTCS
YCKOPEHHEM POCTa | yIydIieHneM (GyHKIUH CepIia.

ITo naunem peructpa BSF, cpenusis nponon-
KUTETHHOCTh JKU3HHU TPU €CTECTBEHHOM TEUCHUU
3a00ieBaHysl TMOCTE YCTAaHOBJCHHUSI JTMarHos3a co-
craBmsieT 3,3 roma [1, 7]. [lomoOpanHas Tepamus
WCTIOJIh30BaHNEM KapIUOTOHUYECKUX CPENCTB, IH-
YPETUKOB 3HAYUTEIHHO YIYyYIIAeT MPOTHO3 M Kaye-
CTBO XU3HHU.

IIpuBoaKMM onMcaHue KIMHUYECKOTO CIyyvasl.

Mansauk A., 07.03.2016 roma pokaeHus,
nmoctyrmuil B HostOpe 2019 roga B Y3 «I['pomHeHcKas
oOmacTHas KJIWHWYECKas OONBHUIIA» B OTIEICHHE
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peaHUMaIUU C XKaJIo0aMu Ha BAJIOCTh, OJICAHOCTD,
Oy TIIOBATOCTH JIMIIA, CTOHYIIIEE TbIXaHUe.

3a0omnen HakaHyHE, KOTJa MOSBUINCH OTEKH
rmox mra3amMu. bpuragoil CKOpol TOMOIIH OBII BBI-
CTaBIJIEH AMArHo3: oTeKk KBHWHKe, BBEICH MPEIHU30-
noH. CoCTOsSIHUE HA HEKOTOPOE BPEMsl YIyUIIUIOCH,
amMOyIaTOpHO TOJNy4Yall CYIpPAacTHH B TEUCHHE JIBYX
nHewt. Ha TpeTwii fieHb 0OJIE3HM MOSIBUIIACH BBIpa-
JKEeHHAs OZIBIIIKA, YMEHBIIEHHUE 00heMa BBIICIICHHON
MOYH, B TSKEJIOM COCTOSIHUW HAIpPaBIIEH B CTAIIHO-
Hap.

Pebenok ot 2 GepeMeHHOCTH 2 CPOYHBIX PO-
noB. JleBouka, poxxacHHas oT 1 OCPEeMEHHOCTH B
IpyroMm Opake, 310poBa. Macca Tena mpHu poXKIeHUN
2850,0 1, mymHa Tema 50 cMm. Ha mepBoM roay sku3HU
OTMEYEHO OTCTaBaHNE B MOTOPHOM Pa3BUTHH: CHUINAT
¢ 8 mecsnes, xoauT ¢ 1 roga 8 mecsues. Habmrona-
Jach TIoxas npubaBKa B Macce Tena: macca B 1 roj
7,2 kr, mmHa Teiaa 70 cM, macca B 3 r — 10 kr. Pogu-
TEJIM OTMEYAJIH OBICTPYIO YTOMJISIEMOCTh, CHHYKCHHE
TOJIEPAHTHOCTH K (hm3mdeckoil Harpyske. Co cloB
MaMBbl, MAJTBYUK YacTO YCTaBal MOCIe HEMHTEHCHB-
HOM (U3WYECKON HATrpy3KH, MPOCUI TMOCUIETh, OT-
JIOXHYTb.

B o6mem ananmm3e KpoBH KOIWYECTBO HEMU-
tpoduios konedansock ot 0,5x10°1 no 0,8x10%/m Ha
MIPOTSDKEHUHU 3-JIETHETO HAOMIOACHHS 332 pEeOCHKOM
amOyrnatopHo. B 6-Mecs4YHOM Bo3pacTe y MajbunKa
JMarHOCTHPOBaH KapOyHKYN BepxHeW TryObl. B oT-
JICJIICHUU YEITFOCTHO-JIUIEBOM XUPYPTHUH BBIOIHEHO
BCKPBITHE THOMHHMKA, MOCJIC YeT0 MPOXOAMI CTAIHO-
HapHOE JICUCHUE B OTAeIeHUU xupypruua Y3 «Ipon-
HEHCKasi oOyiacTHasl NIeTCKas KIMHWYecKas Ooib-
Hua». Ha mepBoM romy JKM3HH KOHCYJIBTHPOBAH B
PHIIL] «/leTckoil OHKOreMaTrolOTMH U UMMYHOJO-
TUW», JaHHBIX O MEPBUYHOM HMMYHOIC(PUIIMTHOM
COCTOSIHUU HE TIOYyUYEHO.

B TeueHue mepBoro roga KU3HU TPHIKIBI Ha-
XONIMJICS Ha JISYCHHUH B CTAIlFIOHApE 00JIACTHOTO IEH-
Tpa ¢ MUArHO3aMH: OCTPBIH OPOHXUT, ITHEBMOHWS,
oOCTpyKTHBHBI OpoHXuT. Ha peHTreHOrpammax
OI'K ormeuanocs yBeM4eHUE B pa3Mepax cep/a —
KTH 56%. Ha ¢one nHdekunoHHbIX 3a00neBaHUi
YPOBEHb HEUTPOPIIOB B 00IIIEM aHATI3E KPOBH T10O-
BBILLIAJIICA U JJOCTUTaJl 3HAUEHUI BO3paCTHON HOPMBI.
OraromieHa HaclEICTBEHHOCTh IO MAaTEPUHCKOM
TUHUH: B Bo3pacte 12-14 net Mame OBLIT BBICTaBJICH
JIMarHO3 «HOBCHWIBLHBIA HIIUOTATHYCCKHUI apTPUT.
[Tomyyana Tepanuio TIIOKOPTUKOCTEpOougamMu. B Ha-
CTOsIIIIee BPeMsl 0a3UCHYIO TEPAITUIO HE MOJTyYaeT.

CocTosiHME TIpH MOCTYIUIEHUH B OTIENICHHUE
peannManuu Tsokenoe. KoxxHble MOKPOBEI MpamMop-

Hple. OnpIIKa B MOKOE 57 B MUHYTY C Y4acTHEM
BcIioMorarenbHbIX MeI. [lepkyTopHo — pacmu-
pEeHHEe TpaHUIl CepALa: JeBasi TPaHUIa 110 MepegHer
MOIMBIILIEYHOM TMHUM, TIpaBas Mo MpaBoii apacrep-
HAJBHON JMHHUH. AYCKYIBTaTUBHO BBHICIYITUBACT-
Csl PUTM Tajorma, rpyOblil CHCTOMMYSCKHIA IIyM HaJl
BCell MOBEPXHOCTBIO CEpJlia, aKI[EHT BTOPOTO TOHA
Haja JeroyHod aprepueit, taxukapaus ¢ YCC 160
yaapoB B MUHYTY. OTMedaeTcsl yBeINICHHE TIeUeHH
+3 cM k Bo3pacTHO# HOpMe. Jlnypes 1,7 mi/kr/4.

B anHanmmzax KpoBW — THUIOXPOMHAs aHEMUS
JIETKON CTENEeHU TSHKECTH, YPOBCHb I'eMOIIOOMHA —
110-106 r/n. B OMoxuMHYeCKOM aHaIU3e KPOBU Oe3
nmabopaTopHOI aKTUBHOCTH, B T. 4.: CPb, TpomoHMHbI
B npenenax Hopmbl. JTHK Bupycos repmneca I, II, VI
THUIIOB, LIUTOMETAJIOBUpYCa, BUpyca DniuTeitna-bapp,
TOKCOIDIa3MbI He OOHapykeHbl. KpoBb Ha comepika-
HUE KAPHUTHHA B CHIBOPOTKE B IpeAeiiaX HOPMBL.

BricTaBieH  npeaBapUTENbHBIM  JHATHO3!
octpsrif muokapaut? BIIC ¢ runepBonemuei maso-
ro Kpyra kpoBooOpamienus. llepBuuHast jerodnas
runeprer3usa? [ 'umeprpodudeckas MHOKapAHOIIa-
tus? HK 26. Anemus nerkoii crenenu. HasHauena
aHTHOAKTEpUaIbHas Tepamus, ICTHIPAIMOHHAS Te-
panust GypoceMuIoM, KapAHMOTOHHUS JOOYTaAMHUHOM B
J103€ 5 MKT/KT/MUH.

KoucynsrupoBan B PHIIL «/IX», BbicTaBiieH
JUAarHo3: OCTPbIA MUOKAPAUT HEYTOYHEHHOU ATHO-
JIOTHH, HEAOCTAaTOYHOCTh MHUTPAIBHOTO KialaHa 2
cT. CH 2A ct. Haznauena tepanusi cepJeuHoi Heno-
crarouHocTd (aurokcud 0,01 MI/Kr B CyTKH, SHAIA-
npui 0,1 Mr/kr B cyTkH, pypoceMus; | MI/KT B CyTKH
BHYTPB).

3a BpeMs HaxXOXIEHHS B CTAaIlIOHape COCTO-
SHUE C HEKOTOPOW IOJOKUTEIbHOU JHMHAMHKOM:
yMeHbIIWIAch ofplka 10 32 B Munyty, YHCC 122
yIapoB B MUHYTY, COXpaHseTCsd YBEITUUYEHUE pa3Mme-
poB nieuenu 10 3 cMm. Juypes 2,4-1,8 MuI/kr B vac.

Ha OKI' BeIpaskeHHAs CHHYCOBAs TAaXHKAPIUS;
YCC 160-165 ynapos B MunyTy. ITonoxxenue 50C
BepTUKanbHOe; Muddy3HbIE U3MEHEHHS B MHOKap/Ie
JKETYJIOUYKOB; YCUIICHUE AIEKTPUUECKON aKTUBHOCTHU
JIEBOTO JKETy0UKa.

ITo pesynbraTam XoJaTepOBCKOIO MOHUTOPUPO-
BaHMA CEPIIEYHOTO PUTMA OCHOBHOW PUTM: CHHYCO-
BbIH pUTM, CKJIOHHBIN K Taxukapauu. Cpennss YCC
cocraBwia 114 ynapos B MuHYTY, MUHMMaibHas UCC
— 81 ynap B MunyTy. Makcumansnas YCC — 195 yna-
poB B MuHyTy. MakcumansHast YCC cooTBeTCTBYeT
90% ot makcumanpHON Bo3pactHOM UCC (216 yna-
poB B MHHYTY). Makcumansabii RR-uaTEepBaN (cH-
HycoBblil) 1008 mMc. B mHeBHOE Bpems cpennsist UCC
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121 ynap B MUHYTY, B HouHOe BpeMms — 102 ynapa B
munHyTy. Lnpkanasiit uaaexc — 1,19. Onu3ons! cuny-
COBOH Taxukapauu — 275, o0IIeH IpoIoHKATETHHO-
cteio 08:36:44. InutensHocth QT cpennee — 284 mc.
HnurensHocts PQ cpennee — 115 mc.

Oxokapauorpapuueckoe HCCIeAOBaHNe: -
nmatanus JieBblx oTaenoB cepana. OB 39%. Yme-
peHHas TunepTpoduss MHOKap/a JEBOTO KeTyI0UKa,
MIPEVMYIIECTBEHHO 33JHEW CTEHKH JIEBOTO JKeIy-
nodka. MurtpanpHas peryprurtamus 2-3 crT. Ha GoHe
JIITATAIAH JIEBOTO JKETYJ0YKa U KIIAITAHHOTO KOJIbIIa
MUTPAJILHOTO KJIaraHa.

Ha pentrenorpamMmMe opraHoB I'pyqHON KJIET-
KU cepjilie pe3ko pacuupeHo B nonepeunuke KTU
65%.

3a BpeMs HAXOXK/ISHHS B CTAI[MOHApE Ha QoHE
MIPOBOJIMMOM TEPANTUU COXPAHSIIUCH PU3HAKH Cep-
JICYHON HEeIOCTATOYHOCTH, OJBIIIKA C YacTOTOU 36-
40 B MunHyTy, Taxukapaus 140-150 ynapoB B MUHYTY,
MIEPUOINYECKH PUTM TralioNa, COXpaHsIeTCs yBeInde-
HHe pa3zmepoB nedenu (+3,0 cm), cemesenku (+2,0
CM) K Bo3pacTHOW Hopme. [luype3 B mpenenax 1,6-
2,0 Mur/kr B 4ac Ha QOHE MPUMEHEHHS TNy PETHKA.

Pebenok noMOW B CTAaOWJIBHOM COCTOSHUHA
BBINMKCAH Uil amMOyJIaTopHOTOo HaOMIOAEHUs ¢ Aua-
THO30M: OCTpbIi MHOKapauT. HemoctarodHOCTh
MUTPaJFHOTO KJamaHa 2 CT., HEJIOCTaTOYHOCTb
kpoBooOpamenus Ila ct. bemkoBo-sHepreTHUecKas
HepocrarouHocTh 1 cT. ['mmeprpodudeckas muo-
Kapauonarus? PekoMeH0BaHO MPOAOIIKUTH MIPUEM
mqurokcuHa B jo3e 0,01 MI/kr B CyTKu, 3Hajanpuia
0,1 mr/kr B cytku, pypocemMuaa 1 MI/Kr B CYTKH,
actipuHa 5 MI/KT 1 pa3 B CyTKH C KOPPEKITHEH 1035
TIpH YBEJIMYSHUH Beca MaIFeHTa.

UccnenoBanue comepikaHuss aMHHOKHCIIOT W
AIWIKAPHUTHHOB B CYXUX IIITHAX KPOBU METOIOM
TaHJAeMHOM Macc-criekrpomeTpun 25.11.2019 . — aua-
THOCTHUYECKH 3HAaYMMBIX HapyIlIeHHH He OOHapyKEHO.

C menpio yTOYHEHHS aMarHo3a peOeHOK 00-
cieoBaH B JabopaTopud HEXPOMOCOMHOW Ha-
CIIEZICTBEHHOCTH WHCTHTYyTa TEHETUKA U IHUTO-
noruu HAH benapycu. Pesynprartel mnosyueHsl
meTonoM TapretHoro NGS ¢ HcHoiap30BaHUEM
TruSight Cardio Sequencing Kit (Illumina Inc.,
USA) u BepuduKariipoBaHbl CEKBEHUPOBAHUEM I10
Conrepy. Y pebGeHka A. BBISBICHA CIUTAHCHHT-MY-
tarust €.239-1 239delinsTT (NM_000116) B 3-em
sk30He reHa tadasuna — TAZ (Xq28). Usmenenus
B 3TOM T'€HE CBSA3aHbI C pa3BUTHEM cUHApoMa bap-
ta (M1M#302060). BeisiBnennas y A. MyTanus He
OlHCaHa B KIMHUKO-TEHETHYECKHUX 0a3axX MaHHBIX
(NCBI ClinVar, HGMD na gary 11.05.2020 ). Ana-

JI13 IPOBEJCH B PaMKaX Hay4YHO-UCCIIEIOBATEIbCKIX
pabot npu MHOOPMHUPOBAHHOM COTJIACHU ITAIlUCHTA
Y €T0 3aKOHHBIX MIPEJCTaBUTEICH.

Juarnos: cunnpom bapra. X-cliernyieHHsblIi pe-
[[ECCUBHBIN THIT HACJICOBAHUSI.

WnTepec Kk JaHHOMY KIMHHUYECKOMY CIIy4dalo
00YCJIOBJICH PEIKOCTHIO 3a00JICBaHUS, CI0KHOCTHIO
mddepeHInaNT HON AUaTHOCTHKHA U MTOTMMOP(hU3-
MOM €r0 KIIMHUYECKUX MPOSIBICHUH.

PaccmarpuBas mpuBeneHHBIE HAONIOACHUSA,
MOXXHO OTMETHUTBH, YTO COYETaHWE B KIMHHYECKOU
KapTUHE MPHU3HAKOB CEPACYHON HEAOCTATOYHOCTH,
MBIIIEYHOW THIIOTOHUU OEJIKOBO-IHEPTETHYECKOM
HEJIOCTaTOYHOCTH, HEUTPOIIEHHH IOCIYXHIH OC-
HOBAaHMEM 3allOZI03pUTH HACJIE/ICTBEHHOE 3a00JeBa-
HHUE Cepllla W HalpaBUTh HA MPOBEJICHHE MOJEKY-
TSIPHO-TEHETUYECKOTO MCCIICAOBAHUS, B PE3yJIbTaTe
yero ObUTH OOHapyKeHa CIulaiicuHr-MyTanus c.239-
1 239delinsTT (NM_000116) B 3-em 3K30HE TeHa
tadasuna — TAZ (Xq28), Ha OCHOBaHUM YErO BBI-
CTaBIIEH AWarHo3: cuaapomMa bapra.

Mbr npoBoamnu AuQQepeHnaTbHy0 ra-
THOCTHKY CO BCeMH 3a00JICBaHVSIMH, YIIOMSHYTHIMH
BBIIIE, KOTOPbIE MOIJIM COMPOBOXIATHCSA CXOKUMHU
KIMHAYECKUMHU M UHCTPYMEHTAILHBIMHU JaHHBIMU.

TmarenpHbIN cOOp aHAMHE3a, OIICHKA KIIMHU-
YeCKOM KapTUHBEI O0JIE3HU M JTaHHBIX J1A0OpaTOPHO-
WHCTPYMEHTAIBHBIX METOJIOB UCCIIEOBAHUS TTO3BO-
JUIIA Cy3UTh JUAarHOCTUYECKUI TIOUCK W HAIIPABUTh
nanuMeHTa Aias o0cieoBaHHMs TEHETUKOM U TOJ-
TBEPXKICHHS MIPEANOIaraeMoro AMartosa.

bnarogapnoctu. biarogapum perieH3eHTa 3a
KPUTHYECKOE MTPOYTEHHE PYKOIIHCH.

ABTOpPBI BHIpAXAIOT UCKPEHHHUE CIIOBA OIaro-
JApHOCTH 3a COACHCTBHE B 00CIEAOBAaHNUY MMALIUCHTA
BeAyIIEeMy HaydHOMY COTpPYIHUKY MHCTHTYTa reHe-
tuku 1 nuronorun HAH benapycu, k.6.H. Cusuil-
xoii JI.H.
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