https://doi.org/10.26442/00403660.2024.08.202815

@ bv-Cshao) OB30P
Cungpom bapra y B3pocnoro namueHra: 0630p mpoo6meMsl
Y OIIVICAHVE KTMHIYECKOTO CITyYast

M.A. Mykcunosa™', K0.®D. Ocmonosekas', U.B. AeortbeBa?, M.A. lanraesa', O.B. Crykaaosa', A.l. beHunawBsmam?®,
A.A. Cacpuyaannal, 1.B. XKupos!, C.H. TepelueHko'

'®OI'BbY «HauMoHaAbHbIA MEAMLIMHCKUI UCCAEAOBATEABCKMIA LIEHTP KapPAMOAOTUMM UM. akaa. E.M. Hasosa» Munsapasa Poccumn, Mocksa, Poccus;
2DIAOY BO «Poccuiickuit HaUMOHAAbHBIA MCCAEAOBATEALCKMI MEAMLIMHCKMI yHUBepeuTeT um. H.M. Tporosa» MuH3sapasa Poccun, Mockaa,
Poccusi;

3OIBHY «HayuHbIi LeHTp NcMxMUecKoro 3A0poBbsi», Mocksa, Poccus

AHHOTaums

Cunapom bapra — peakoe reHetuueckoe 3a6oAeBaHMe, BbI3BAHHOE aHOMAAbHBIM METAOOAM3MOM KAaPAMOAUIIMHA, XapaKTEPU3YIOLLEECS BbICOKOM
CMEPTHOCTbIO B TEYEHME 5 AET OT MOCTAHOBKM AMArHo3a B CBsi3M C CEPAEUYHOM HEAOCTATOUYHOCTHIO M/MAM UH(EKUMOHHBIMU OCAOKHEHUSIMM.
B cTaThe npeactaBAeH KAMHWMUECKUIA CAydai B3POCAOIO MauMeHTa ¢ cMHAPoMom bapra. OnucbiBaloTcst 0COGEHHOCTH TedeHust 3ab60AeBaHuUsI, B
TOM 4MCAE M TpaHcdopMaums rMNepTPoUUEcKoro T1na KapAMOMMONATUU B TMNOKMHETUHECKUI TUM Ha (DOHE B3POCAEHMSI 3TOrO MauueHTa.
B AaHHOM CcTaTbe AEMOHCTPUPYETCSI CAOXKHOCTb B MOAGOPE OMTUMAALHOIO AEYEHMS MALMEHTA C CUMHAPOMOM bapra B peaabHOM KAMHUYECKO
npakTUKe B YCAOBUSIX OTCYTCTBUS YETKO MPOMMUCAHHBIX PEKOMEHAALIMIA U NMaTOreHeTUYeCKon Tepanmu.

KAroueBble caoBa: cMHAPOM bapra, KapAromumonaTusi, B3pOCAbIN NnaumeHT, opdpaHHoe 3aboreBaHme

AAs umtnpoBanus: MykeuHoa M.A., OcmonoBckas 10.D., AeontbeBa M.B., TarnaeBa M.A., Ctykanrosa O.B., bennawsuan A.T., Cadpuyaaun-
Ha A.A., Xupos M.B., Tepewerko C.H. CuHapom bapta y B3pocaoro naumeHTa: 0630p npobAembl U onmcaHue KAMHUYECKOro CAyyasi. Tepanes-
Tnueckmn apxus. 2024;96(8):812-819. DOI: 10.26442/00403660.2024.08.202815

© OO0 «KOHCHUANYM MEAMKYM», 2024 1.

REVIEW
Barth syndrome in an adult patient: an overview of the problem and case report. A review
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Abstract

Barth syndrome is a rare genetic disease caused by abnormal cardiolipin metabolism, characterized by high mortality within 5 years of diagnosis
due to heart failure and/or infectious complications. This article describes a clinical case of an adult patient with Barth syndrome. The peculiarities
of the course of the disease are described, including the transformation of the hypertrophic type of cardiomyopathy into the hypokinetic type as
the patient grew older. This article demonstrates the difficulty in selecting the optimal treatment of a patient with Barth syndrome in real clinical
practice, in the absence of clearly prescribed recommendations and pathogenetic therapy.
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REVIEW

Beeaenne

Cunppom Bapra — opdanHoe 3aboneBaH1e, pacpocTpa-
HEHHOCTb KOTOPOTO COCTaB/IAeT IPUMepHO 1 cayyait Ha 1 MTH
MY>KCKOTO Hace/IeHV, M B HaCTosAllee BpeMs OMNMCAHO OKOJIO
230 cinygaeB atoit maronoryu [1]. JJaHHBI CHHAPOM Xapak-
Tepu3yeTcsi HeOMaronpusATHBIM MPOTHO30M, B OCHOBHOM 00-
YCTIOB/IEHHBIM CEpPfIeYHOI HeJOCTATOYHOCTBIO U MH(QEKIMOH-
HBIMM OCTTOKHeHMAMM. CpefHAA IPORO/KUTETbHOCTD XU3HA
COCTaB/IAET OKOJIO 5 JIeT, XOTA B IOC/IeNHee BpeMs y IaljieH-
TOB, popuBIIuxca nocie 2000 r., 3TOT IOKasaTelb yBeINIuI-
cs BiBoe [2]. Hoxutue go 18-meTHero Bo3pacra y IaIeHTOB
¢ cuHppoMoM bBapra paHee ommcaHO TONMBKO y 1 manueHTa, 1
HaMmu jajee GymeT MpefCcTaB/IeHO BTOPOe OIICaHMe KIMHIYe-
CKOTO C/Ty4asi TeHeTUYeCKU U OMOXMMUYEeCKY TTOATBEP>KAECHHO-
ro cuHppoMa bapra y B3poctoro 60bHOrO.

Cunppom Bapra sBnsercs X-clielieHHBIM 3a60/IeBaHuEM
(xpomocomHas mokanmsanus — Xq28), mpu KOTOPOM IIPOUCXO-
AuT MyTauys B reHe TAZ, B pe3y/bTaTe 4ero HapylaeTcs pabo-
Ta €ro IPOAYyKTa, hepMeHTa Taa33nHa, yIaCTBYIOLIETO B IPO-
[jeccax peMOJeNMpPOBAHNSA KapAUOINIMHA [3], 9To mpuBOAUT
K YBeIMYEHUIO COAEp)KaHNS MOHOMM30KApAMONNIINHA, IIPO-
MEXYTOYHOTO IIPOLYKTA PEeMOJieIMPOBAHNA KapAMOINITNHA, 1
YMeHBIIEHNIO TKaHEeBO-CIIennIYeCcKOTo KapAVOIUIINHA C Je-
TBIPbMsI TMHOJIEW/I-PparMeHTamMy (TeTpannHOIeNIKAPAIO/N-
muH — L4CL), npakTudeckn Ha 80% /IOKa/IM3YIOLErOCs B TKa-
HSAX C BBICOKMM OKUC/IMTEIbHBIM IIOTEHIMANIOM (B CepfieTHOI
U CKeJIETHBIX MBIIIIaX) [4], 4TO, COOTBETCTBEHHO, 00YCIOBIN-
BaeT 3HAUUTE/IbHOE MTOBBIIIEHNE COOTHOIIECHSI MOHOMM30Kap-
muonunuHa: L4CL=18:2 [4, 5]. [laHHbIe U3MEHEHWSA SBJISIOTCS
IPUYMHON KOMIUIEKCHBIX HapylLIeHN! B MOfiiep>KaHNU CTPYK-
TYPbl MUTOXOH/IpUII [6], GYHKIMYU pAfla MUTOXOH/pUATbHBIX
6er1koB [7], pabOTHI [BIXaTEebHON L{eNN U BBIPAbOTKe SHEPTUN
B MUTOXOHZPMAX [8], 4TO IPMBOAKT K yCUIEHNIO 3aBUCUMOCTH
OT aHaspOOHOro MeTaboNMM3Ma M/l YHOBIETBOPEHMs JHepre-
TUYeCKUX HOTpe6HOCTel [9] M MCIONb30BaHMIO ITIIOKO3BI B
KadeCTBe IPeAIIOYTUTEIbHOIO YI/IepOfHOro cybcrpara [10], a
TaKOKe IPOUCXOANT HaPYIIEeHe MUTOXOHIPMATIbHOTO AIOITO-
3a [11]. Tem He MeHee BCIeCTBME KpajlHell peSKOCTI IaToTre-
He3 3a00/1eBaHMs TpeOyeT Ha/lbHEIIIer0 U3y IeHNS.

ITocKOMbKY COCTOSIHMS BBI3BaHBI AHOMA/IbHBIM T€HOM Ha
X-XpoMocoMe, TO TPOABIAITCA NMPEUMYILIECTBEHHO Y MYX-
4yH. JKeHIUHBI, Y KOTOPBIX Ha OfHOI 13 X-XpOMOCOM IIpH-
CYTCTBYeT aHOMA/IbHBIN TeH, ABIIAITCA HOCUTENIAMY 3TOTO 3a-
6onesaHus. Bripouem, nMeeTcs 1o KpaiiHeit Mepe 1 ommcaHue
KIMHUYECKOTO C/Ty4as CMHApoMa Bapra y pebeHKa KeHCKOTO
110718, KOTOpOe 00YCIOBIEHO MO3aUIIM3MOM /i MOHOCcoMMM X
M TSI KO/BIIEBON X-XPOMOCOMBI C OOJIbLION HeIenyiet UINH-
HOTO II/IeYa, BK/Io4ast obmacts Xq28 [12].

TUnMYHBIMU TIpY3HAKaMU 3a00/IeBaHNsA ABIAIOTCA Kapayo-
Myonaryisi (06BIYHO AV/IATAI[OHHAS, MHOIAA C HEKOMIIAKTHO-

cThi0 jteBoro sxenymouka (JDK) m/mmm ¢ubposnacrosom sH-
IOKappia), TOpasfo pexe — ¢ (HEHOTUIIOM IMIEPTPO(UIECKON
kappyomyoriatyyt (TKMIT) [13, 14], sxusHeyrposkaromiue Hapy-
ILIeHVS CePAeYHOro puTMa (YIIMHEHHbIIT KOPPUTYPOBAHHBII MH-
tepBan QT, >KeNyIOYKOBas apUTMMsI), HU3Kasi MbIIIEYHAs: Macca
U MbILIeYHas CTAbOCTB, YTO B CBOIO O4Yepefb IPVBOANT K Helle-
peHoCHMOCTY (PM3MYECKMK YIIPaXKHEHMIT, TPYSHOCTSM B 00yde-
HyY 1 Ipo6iemMaM ¢ KopmiieHneM (HaripyuMep, 3aTpySHEHNs IIPU
COCaHMM, ITIOTAHNUY VJIM YKEBAHUM, ALJEHTHl AeMOHCTPYPYIOT
OIIpefieTleHHbIe TIPEAIIOYTEHNS B efie), 3alep)KKe POCTa U pasBu-
A [2, 14]. K XapakTepHbIM M3MeHEeHMsAM B TA0OPaTOPHBIX aHa-
JM3aX OTHOCUTCS HEMTPOIEHNUS (MOXKeET ObITh XpOHITYECKOI, UH-
TEPMUTTUPYIOLIEN, MKINIECKOI), YTO 0OYCTIOB/IMBAET YacThie
MHQEKIMOHHbIE OCTOKHEHNs, 3-MeTWIITYyTaKOHOBas alufi-
ypusi, IIOBbIIIEHNE KOTOPOIL B 5 1 607ee pa3 sB/IATCS [AMArHO-
cTuUecKuM KputepreM cuugpoma bapra [2, 14]. K 6oree penxum
71a60PaTOPHBIM IIPOSIBIIEHNSIM OTHOCATCS TUIIOITINKEMISI, B TOM
YuC/Ie TUIOMIMKEMIS HATOWAK (Yallje BCEro B IepPyOf, HOBOPO-
XKAeHHOCTH) (2, 14] 1 runoxonecrepunemust [15].

K ommcaHHBIM KIMHMYECKVIM IIPOSIBJIEHVSAM MOXXHO JO-
0aBUTh IICUXOHEBPOJIOIMYECKIE AaCIeKTbl CMHApoMa bapra.
IToxasaHo, YTO KayeCTBO >KM3HM, a TaKXe HapamMeTpbl Gpusn-
YeCKOTO M IICUXO3MOIMOHANIbHOrO (YHKIMOHNPOBAHUS, CBS-
3aHHOTO CO 3[{0POBbeM, IIPY JAHHOM 3a00IEBAHNUM XYXKe, YeM
Ipy caxapHoM Amabere 1-ro THIA U 37I0KaYeCTBEHHBIX HOBO-
ob6pasoBanusx [16]. HacTo Kk OfHOMY U3 IPOSIBIIEHMIT CUHAPO-
Mma bapTta fo6aBisgeTcss KOTHUTUBHBI HeUUNT, BbIABIACTCI
CHIDKEHME 3pUTENTbHO-MOTOPHBIX HaBHIKOB (y 7 u3 10 mains-
YMKOB), YTO CBSI3AHO C M3MEHEHVsAMU (GYHKIMOHMPOBAHUSI
[OIIEPEYHOIIONOCaTol MycKymarypsl [17]. Ommcano Takxe
3HAYMMOE YXY/LIeHIe HaYa/bHbIX MAaTeMaTU4eCKIX HABBIKOB,
yCumuBaroIeecs: B CIydae HOXKUTYS IALMEHTOB O CPeTHEro
IIKOJIBHOTO Bo3pacTa [18].

B Hacrosimee Bpemsi He CYIIeCTBYeT MATOIEHETIYECKOIrO
nedeHus cuHppoMa bapra. JledeGHas cTparerys HaIpaBlieHa
Ha KyIJpPOBaHUE VMEIOLIEHCS KIVHMYECKON CHUMITOMATHUKIL.
Bripouem, Bo MHOIMX C/Iy4asiXx BO3MOXKHO yIpaB/ieHMe K/IVHM-
YeCcKMMM IposiB/IeHMAMI. [I0CKONbKY Ha/lmndme pasindHoro ¢e-
HOTHITA KapAMOMMUOTIATIIL IIPOSIBIISIETCS Pa3BUTIIEM CePREIHOIN
HEJIOCTaTOYHOCTH, II0 COBPEMEHHBIM MpefcTaBieHmsM [19],
TpebyeTcsl MCIO/Mb30BaHMe OCHOBHBIX TPYII JIEKAPCTBEHHBIX
CPEICTB M/IA JIedeHNs JaHHOTO CHMMIITOMOKOMIUIEKCA (MHIM-
O6UTOPBI AHIMOTEH3MHIIPEBpaLIaIIero GepMenTa/6I0KaTOpPsI
PELenTOpOB  AHTMOTEH3MHA/AHIMOTEH3NHOBBIX  PELIENTOPOB
U HENpWIN3MHa MHIMOUTOP, PB-ajpeHOOI0KATOPBI, aHTArOHM-
CTBl MMHEPaIOKOPTUKOUJHBIX PELeNTOPOB, MHIMOUTOPbI Ha-
TPUIL-ITIIOKO3HOTO KOTpaHcnopTepa 2-ro tuma — nHIJIT-2) [20].

ITo faHHBIM aHA/MNM3a OMMCAHUIT KIMHIYECKUX CTydaeB Io-
Ka3aHo, YTO BCJIEACTBYE JETCKOTO BO3PACTa MALMEHTOB CPefy
Kap[JMOTPOIHbIX IpeNnapaToB 4Yallle BCETO JCIIONb30BaINCh

Uncpopmaums 06 asropax / Information about the authors

bennamBuan Aaran fepoBrY — KaHA. MEA. HayK, CT. Hay4. COTp.
Aa6. ncuxodpapmakororun OIEHY HLM3

CadpryarnHa AAbgpusi AXaTOBHA — A-p MEA. HayK, Hay4. COTp.
OTA. 3a00A€BaHMI MMOKApPAA M CEPAEUHON HEAOCTAaTOYHOCTH
®OIrbY «HMMLIK um. akaa. E.N. Hazosa»

Xunpoe Uropb ButaabeBuu — A-p MeA. HayK, MPO., BEA. HayY.
COTp. OTA. 3aBOAEBAHUIT MMOKAPAQ M CEPAEYHOM HEAOCTATOYHOCTU
DOrbY «HMMLK mm. akaa. E.N. HYazosa»

Tepewenko Cepreit HukoAaeBuu — A-p MeA. Hayk, NPod., pyK. OTA.
3a00A€BaHMN MMOKAPAA U CEPAEYHOM HEAOCTATOUYHOCTH
DOIrbY «HMMLIK mm. akaa. E.N. HYazosa»

TEPATTEBTUYECKMM APXMB. 2024; 96 (8): 812-819.

Allan G. Beniashvili. ORCID: 0000-0002-5149-3760

Alfiya A. Safiullina. ORCID: 0000-0003-3483-4698

Igor V. Zhirov. ORCID: 0000-0002-4066-2661

Sergey N. Tereshchenko. ORCID: 0000-0001-9234-6129

TERAPEVTICHESKII ARKHIV. 2024, 96 (8): 812-819. 813



Ob30P

https://doi.org/10.26442/00403660.2024.08.202815

B-ampeHO6IOKATOPDI, CepieuHble ITMKO3MUAbL U IeTIeBble [u-
yperuxu [21].

Xota wucnonbsoannme MHIJIT-2 y feTell HeBO3MOXKHO
BCTIENICTBYUE TIOKA3aHMII K IIPYMEHEHNUIO TO/IbKO y IIAIMeHTOB
crapuie 18 7eT, TeM He MeHee CYIECTBYeT CUIIOTE€3a O BO3-
MOXXHOM 071aronpyuATHOM 3¢ deKTe IpenapaTos 9TOJ IPYIIIbI
BCJIE[ICTBUE IIOBBIIIEHN YPOBHA LMPKYIMPYIOUMX KETOHOB
M TOCTIERYIOLIEro OKUC/IEHN KeTOHOB B Muokappe [22]. Ipu
cuHapome Bapra 3T0 Ba)KHO, MOCKONBKY (epMEHTBI OKMCIIe-
HMA KeTOHOB IPaKTHYECK! He 3aBMCAT OT B3aMMOJEICTBUA C
KapJJONMUIIMHAMM M3-3a MX JIOKa/JIU3aLUy B MUTOXOH/IpUAIb-
HOM Matpukce [23].

AKTMBHO WM3Yy4alOTCs TeHHas Tepaiys, OCHOBaHHas Ha
TOCTaBKe T'€HOB PEKOMOVMHAHTHBIM aleHOACCOLMMPOBAHHBIM
BUPYCOM K CEPALY ¥ CKeJIeTHBIM MBIIIIIaM OCHOBHBIX TKaHel,
HOpaKeHHBIX IIpK cuHApoMe bapra [24], Tepanus, Halle/leHHast
Ha yCUJIeHMEe TPaHCKPUIILMM TFEHOB, YYaCTBYIOLIMX B OKNC-
nmTenbHOM MeTabomusMe. IlocenHee HalpaB/ieHNe CBA3aHO
C ONBITOM HpMMeHeHMsA 6esadubpaTa, aroHMCTa pelenTopa,
aKTUBMPYeMOro IponudeparopaMu MePOKCICOM, aKTUBUPY-
IOLIETO IIepefiady CUTHAIOB 1-, YYaCTBYIOLIMX B YITIEBOZHOM
Y IMIMJHOM oOMeHe. B sKcIepyMeHTaIbHOI MO/ CUHPO-
Ma Bapra HasHaueHne 6esadubpaTa IPUBOANIIO K YIYUILICHIIO
cucrommdeckot ¢pyukiym JDK [25].

JlOCTYIHBI pe3y/lbTaThl MCCIENOBAaHUA C 9MAMUIIPETH-
TIOM, KOTOPBIII IIPOHNKAET Yepe3 BHEIIHIOKn MeMOpaHy MUTO-
XOHJPYUM VI CBA3BIBAETCA C Kap[MONMIIMHOM, COCTABILAIONINM
¢dochommnmaomM BHYTpeHHelI MeMOpaHBI, M B pe3y/bTrare
yIydiaeTr 6109HepreTMIecKyo AUCYHKIMIO 1 MOP(OIOrnio
MMTOXOH/IpUII y AIVIEHTOB C cuHapoMoM bapra. Vicnonb3osa-
HIe 37IaMUIIpeTIHA B TedeHre 36 Hefielb IPMBOAMIIO K YMeHb-
IIEHNIO KOJMYeCTBAa KOHEYHDBIX TOYEK, aCCOLMMPOBAHHBIX C
K/IMHUYECKOM CUMIITOMATUKOI Y Ka4eCTBOM >XI3Hu [26].

B ycnoBuAX OTCYTCTBMA NATOT€HETNYECKOTO eYeHNs Me-
TOZOM BbIOOpa GONBIIVHCTBA aBTOPOB ABIACTCA MeTabOM-
geckas Tepamys. Jegmmt L-kapautyHa u kosHsuMa Q,, mpu
cuHapoMe bapra MOXXHO YMEHBIINUTH ITyTeM 3aMeCTUTEIbHO
tepammu. OfHaKO B HAacTOsLIee BpeMs HeT HY OJHOTO MCCIle-
IOBaHMsI, JOKasbIBaLlero nx apdexTuBHOCTD [21], 1, 60mee
TOTO, €CTb JaHHbIe 00 OTPUIJATENILHOI POy L-KapHUTMHA Ha
TevyeHne 3aboneBanua [27].

ITockonmbKy B 60IBIINHCTBE paboT coob1aeTcs 06 UCIONb-
30BaHMM TOMM(APMAKONIOTMYECKOTO IIOfIXOfd, HEBO3MOXHO
BBIJIETUTD VIHVBUZIYa/IbHBIA BK/IAJ, KaXXJJOTO JIEKapCTBa MIIN
TPYIIBI IEKapCTBEHHbIX IIperaparoB. B HacToAIMIT MOMEHT
Lie/IbI0 JIedeHNUs IAlMeHTOB C cuHAapoMoM bapra sBmsdercs
CUMIITOMAaTHYeCKas Tepanus, foKasaTe/lbHasg 6asa KOTOPOI
OCTaeTCcs KpalitHe HU3KOIA.

KAuHMUyeckui cayyain

IMaument K. 1989 ropma pokmeHMs IOCTYIMI B sSHBape
2023 r. B ®I'BY «HMUIIK nm. akaz. E.V. YasoBa» ¢ OCHOBHBI-
M1 )Ka71006aMy1 Ha OfBIIIKY [IPY MUHVMMAa/IbHOI (PU3MIECKOlT Ha-
rpyske (IIOZbEM Ha 2-il ICCTHUYHBII IPO/IET), IPUCTYIIBI y4a-
IIEHHOTO CepplleOueHNs Mpy He3HaYMTeNTbHON (U3NIecKoit
Harpyske, IOCTOSIHHYIO C/1ab0CTb U OBICTPYIO YTOMIIAEMOCTb.
Ajepronornyeckuit aHaMHe3 OTPMUI[AET, MpPOQeCcCrOHab-
Hble BPEJHOCTU OTPULIAET, U3 BPEJHBIX NPUBbIUEK: KypeHMe C
17 net no 0,5-1 matuxe B geHb Ko ceHTA6ps 2022 r. Kpome Toro,
U3 aHaMHe3a >XM3HM U3BECTHO, YTO OKOH4M/ 11 Kmaccos, Ipo-
Y4M/ICA B YHMBEPCUTETE 2 Kypca, OTIMC/IEH, 3aTeM 10 2022 T.
paboTa 3NeKTPOMOHTAXHIKOM.

HacrecTBEHHOCTD TI0 CepJieIHO-COCYAUCTHIM 3a60/IeBaHM-
sM He OTATOLIEHA. Bo3pact MaTepu Ipy poxxeHnn peOGeHKa —
36 71eT, 300pOBa, XKanoobbl He NpenbsBisier. Pusndeckoe passu-
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TV€ — HVDKE CPEJHET0, TADMOHNYHOE: POCT — 158 cM, Macca — 54 Kr.
Bospacrt oTua npu poxxzeHnn pedenka — 37 neT, 3T0poB, pusn-
YyecKoe pasBUTHeE cpefiHee: pocT — 176 cM, Macca - 70 kr. Ilepsas
OepeMeHHOCTb MaTepy 3aKOHYMIACh MEVMIHCKAM ab0PTOM.
Marbumk ot 2-if 6epeMeHHOCTH, IPOTeKaBlIell 6e3 TOKCUKO3a,
MaTb IepeHecIa rpumi Ha 19-20-11 Hefensax. Popb! Ha 2 Hep 1103-
Ke MPefo/IaraeMoro CpokKa, co CTuMyssinueit. PebeHok 3akpu-
4aj cpasy; Macca Tenma npu poxgenyy — 3100 1, jymmnHa - 53 cm.
C poxpeHmst 6eCIIOKOWIN CPBITMBAHMs, HAPYILIEHNE COCAHMA,
HaXOIM/ICA Ha VICKYCCTBEHHOM BCcKapmyBaHun. C 5 Mec oTMme-
YeHBI IIOXas MpubaBKa MacChl Te/la U 3afiepXKKa CTaTMKO-MO-
TOPHOTO ¥ Pe4eBOro pasButus. PebeHok Hadanl cumeTs ¢ 8 Mec,
XORUTD — C 2 JIeT, TOBOPUTD IPOCThbIe ppassl — ¢ 3 yeT. AHTpO-
IOMeTpUYecKue IOKasaTey B Bo3pacTe 1 rofla COCTaBILSIN:
poct — 70 cM (<3 uentwa), Macca — 7 Kt (<3 uentuna). C 1 roga
HaOJTIOIa/ICS Y HEBPOJIOTa C IMAaTHO30M «MMOIATHIS».

BriepBble M3MeHEHMA CO CTOPOHBI Cepflla BbIABICHBI B
1,5 roga B Bufie cuMMeTpu4HOIT HeobcTpykTuBHOI I'KMII. Tlo
maHHBIM sxokapauorpadum (9xoKI') TommyHa MexOKemymod-
koBoit neperoponku (TMIKII) - 12 mwm, sagueit crenkn JDK —
10 mm mpu HopMe 5 mm. Ha OKT' - noBblieHne snexTpudeckoii
aktuBHOCTH JIDK, CHI>KeHNMe npoliecca penoiapusaluu B MUO-
Kappe. B Bo3pacre 3 jeT mpoBefieHO yrny6neHHOe 06cenoBa-
HIUe Ma/IbuMKa B oTHeneHuy Kapauonorun B HVM nenmatpun
u gerckoyt xupypruu um. axkaj. I0.E. Benpumesa ®ITAOY BO
«PHVIMY um. HJ. Iluporosa». OfHUM 13 OCHOBHBIX K/IVMHU-
YeCKMX CUMIITOMOB SIB/ISUIACH 3aep>KKa (uanmueckoro (poct
<3 yeHTuIsA, Macca <10 reHTniIs) u IICUXOMOTOPHOI'O pasBUTUS,
OTMeYeHbI NTOBbIIIeHHAsA YTOMIAEMOCTD, OTCTaBaHNUe IICUXope-
4yeBOro pasBuTuA. KoxkHble IOKPOBBI YMCTHIE. B /IerKMx IbIxa-
HJl€ ITy3PUIbHOE, TOHBI CEPJla TPOMKIUE PUTMUYHbIE, XKUBOT
MATKMil 6e360/1e3HEeHHbIIT. B HEBpPOIOrMYecKoOM CTaTyce BbIsB-
JIeHa TUIIOMVMIA JINLEBBIX MBbIIILI, HepMOAMIeCKY TONepXBa-
Hll€e, HapylLlleHVe IPOM3HeCeH)sI HEKOTOPBIX 3BYKOB, BBIPayKEHbI
00111as1 MBIIIIeYHAsI TUITOTOHMS U TUIIOTPOUS, CHYDKEHIE CUITBI
M. CyxoXnibHble pedIeKChl CHIUDKEHBL, OOTIblIIIe B BEPXHIX
KOHeuHOCTAX. IToxofka M3MeHeHa [0 TUITYy YTUHOI, C TPYAOM
HOfHMMAJICS 1O jecTHuIle. KoopAyHATOpHBIX HapylIeHui He
06HapyXeHO. B IcyxomornyeckoM craTyce OTMedYeHa Jerkas
3aflepXKKa Icuxmueckoro paspuryA. OPTanrbMonornyeckoe 06-
CriefoBaHVe U3MeHEeHMI! ITTa3HOTO IHA He BBIABUJIO.

IKT - puTM CHHYCOBBIIL, YaCTOTA CEPAEUHBIX COKPAIleHMII
(UCC) 96 yn/MuH — MOBBILIEHE SMEKTPUYECKON aKTUBHOCTHI
JUK, cumxenme mpouecca penonsapusanuu B Muokappe. Io
maHHbIM Ox0oKI monocTu ceppiia He pacIIMpeHbI, COKPATH-
Te/IbHAs CIIOCOOHOCTD He M3MeHeHa, ¢ppakuys Bbibpoca (OB)
66% (o Terixonblly) B HOpMe, BbLAB/IEHA CUMMETPUYHAs He
obcrpyktuBHas TKMIT (TMXKII - 12 MM, 3afHell CTeHKU
JIXK - 13 MM nipu HOpMe 5 MM).

ITpoBeneHa MO3UTPOHHO-IMICCHOHHAS TOMOTpadus cepy-
1a. (VccnenoBaHe BbIIIOTHEHO Ha HO3UTPOHHO-9MUCCHOHHOM
tomorpade upmsl Scanditronix, IlIserus, B HayuHo-mpakTu-
yeckoM IjeHTpe «Mosr» I. CaHkT-Iletepbypra.) DHepreTude-
CKuit MeTab0MM3M MIUOKapfia M3y4aIy € HOMOIbI0 pafnuodapM-
npenapara (pTOpHE30KCUITIOKO3bl, MEYeHHOI ¢GTOopoM-18, B
MCXOJIe M IIpY TUIlepIInKeMuu (BHY TPUBEHHOE BBefieHre 10 M
40% TII0KO3BI), YTO ITO3BOJIANO OLEHUTD He TONbKO aKTVBHOCTD
IJIMKO/N3a, HO ¥ pe3epBHbIE BO3MOXKHOCTY 3TOTO SHEpreTmye-
CKOTO Iy Ti. AKTBHOCTb ITepy3uu OLleHNBAIACh 10 HAKOILIe-
Huio 13 NH3 B mmnokappe. Hakonnenne NH3 HezHaunTenbHo
CHIDKEHO BO BCEM MMOKapfie MO CpaBHEHMIO ¢ HOpMmolt (2,7
pu HopMe 3-4). IIpu Harpyske Ho-I1moit 0HO yBeTUYUIOCH
Ha 20% m cTamo B mpepenax Hopmbl. Hakomrenue droppes-
OKCUIJIIOKO3BI, MeueHHOIT ¢pTopoM-18, cHmkeHo (0,9-1,4) mo
CpaBHeHUIo ¢ HopMoIi (2,0-2,5) BO BceM MUOKap/ie, B MEHbLIeN
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CTeIleH ) — B IIePEropOfiKe U IepefHeIleperopofiouHolt 06acTu
(1,1-1,14), peakumsa Ha Harpysky cHivkeHa (10-25% npu Hop-
Mme 25-30%).

OnexrposHtedanorpadust: nerkue auddysHble M3MeHe-
HUsL 6M1039/IEKTPUYECKOIl aKTUBHOCTY TOIOBHOTO MO3ra. JIeK-
TpoHelipoMuorpadusi: IOBbILIEHNE YNCIA HOIUMOPQHBIX
HOTeHIMaNoB, A dy3Hble M3MEHEHNA HEPBHO-MbILIEYHOTO
XapaKTepa, MUOIIATNYecKnil TuI Kpusoil. KommboTepHas To-
Morpadusi TOTOBHOTO MO3Ta — KapTHHa «IIYCTOTO» TYPELKOro
cera. ComepxaHye B KPOBY TUPEOTPOIHOTO TOPMOHA U TOP-
MOHOB LIIUTOBU/IHOI JKe/esbl — B Ipefeniax HopMblL. IIpu mpo-
BefeHuu mpo6sl ¢ Knodennnom peduiyra coMaToTpoIHOro
rOpMOHa He 06HapyxeHo. Pertrenorpadus Tpy64aThIx KOCTeIl
BBISBI/IA OCTEOIIOPO3.

ITo KIMHMYECKUM aHAIN3aM KPOBM OOHapy>keHa TpaH3M-
TOpHas HeMTPOIIeHIsI, aHa/IU3bI MOuM 6e3 ocobenHocreit. [Tpo-
BeleHHOe OMoXuMumieckoe o0crefioBaHNe peOeHKa BBLABUIIO
HOBBIIIEHNe YPOBH:A KpeatuHpochokuHassl fo 180 Ex/m, ru-
normkemuio (2,0-3,12 Mmmonb/n mpu HopMe 3,3-5,7). YpoBeHb
MOJIOYHOJ KVC/IOTBL B CBIBOPOTKE KPOBU IIPY IIOBTOPHBIX MC-
crefoBaHysAx Bappuposai ot 0,35 o 2,63 Mmosns/n (ipu HOp-
Me 1,0-1,7 mmonb/n). Ilocie Harpysku I7IFOKO3011 cofiepXKaHue
MOJIOYHOJ KUCTOTBI IOBBICUTIOCH J0 4,16 MMonb/n. OTMevarncs
BBICOKIIT ypOBEHb MMPOBMHOTPAIHOI KUC/IOTHI B KpoBy (0,17-
0,23 mmons/n npu HopMe 0,05-0,09 Mmorb/). CreKTp aMuHO-
KUCTIOT KPOBY U MO4M HOpMaybHbIL. [Tokasatenu paBHOBeCUs
KIC/IOT ¥ OCHOBAaHUII KpOBY — 6e3 MaToMOTuu.

YunTpiBas IOBBILIEHNME VPOBHs JIAKTaTa ¥ IMPYBaTa,
TPaH3UTOPHYIO TUIIOIIMKEMUIO, COYeTaHUe B KIMHMYECKOI
KapTuHe MH(AHTUIBHOTO coMaroTuna (OTCTaBaHUe B IOKa-
3aTe/sAx $M3UIECKOTO PasBUTHS), MUOIIATIIECKOTO CHHAPOMA
U KapAMOMUOIIATUM, He UCK/II0YaTach MUTOXOHApHa/IbHAs a-
TOJIOTH, @ TAKXKe HapylleHue B-OKCUAALNY XKUPHBIX KUCIOT.
ViccremoBaHme cOCTaBa OpraHMYeCKMX KUCTOT MOYM METOZOM
ra3oXXMIKOCTHOI XpomaTorpadum — XpoMaro-Macc-CIeKTpo-
MeTpUM — OOGHAPY)KIIO BBICOKYIO 9KCKPELMIO 3-MeTUIIIyTa-
KOHOBOJ, 3-METUIITTy TapOBOIA, 3-TUAPOKCH-3-METUIITYy TapPO-
BOJI KMCOT. [I/I1 MCKTIOUEHUS MMTOXOH/JpPUATbHOTO TeHe3a
[IaTOJIOT MY IIPOBefieHa OMOMCHs CKeleTHOI Mbluibsl. OOHapy-
JKEHbI OYaryl perMOHAIbHBIX HEKPO30B, CybCcapKoIeMMaIbHbIe
CKOIIIEHMsI METIKO3ePHUCTBIX KOHITIOMEPAaTOB Ka/lblys, GeHo-
MeH PBaHBIX KPacHbIX BOMOKOH (ragged red fibres) B 15% Bo-
JIOKOH, Cy6capKo/ieMMajIbHble CKOIIEHNs] MUTOXOHAPUIL, TIpH-
3HAKV UX AECTPYKUMU. AKTMBHOCTD CYKI[MHATHAEIMAPOreHAa3bl
U LUTOXPOMOKCH/a3bl He M3MeHeHa. [JaHHble CBUETENTbCTBO-
Ba/IM O MMTOXOH/PUA/IbHON MTaTOMOTUIL.

Takum 06pasoMm, 10 pe3y/ibraTaM KIMHUYECKON KapTUHBI,
(nHpaTHIBHBIL COMATOTUI, KAapAMOMMONATHS, MUOIATI)
IIPOBEfIeHHBIX MCCIeSOBaHNIT (HETPOIeHNs + BBICOKAs 9KC-
Kpeuys 3-MeTUIITTYy TAKOHOBOJ, 3-MEeTU/ITTy TApOBOA >XMPHBIX
KIUC/IOT) HALeHTy IIOCTaB/IeH [VarHo3 «CUHApPOM bBapra».
Hasnauena metabommndeckas tepanus nuroxpomoM C, L-xap-
HUTUHOM U KosHsuMoM Q, . Ha done mposopmsieiics Tepa-
MM OTMeYasach MOMOKUTENbHAsA AMHAMMKA C YIydlIeHUeM
K/IMHUYECKOTO COCTOAHUSA Ma/b4uyKa: yBeIMYeHe MOTOPHOII
aKTMBHOCTM VI MBIIIEYHOTO TOHYCA, HOBBIIIEHNE TOIEPAHTHO-
CTM K (U3MYIECKVM HAarpyskaM, CHVDKEHME CTEeIleH!U MBbIIIed-
HOII runoToHnu n cnaboctu. Ha amexTpokappuorpaMme Tak-
JKe OTMeveHa IOMOKNUTeNbHasA NUHAMMKA B BUJE YIydIIeHNs
mponecca penonApusanyu. [lo mamaeiM 9xoKI' B Bo3pacre
11 net (ot 2001 r.): TMIKII - 8,4 MM, TONIIMHA 3aHEl CTEH-
xu JUK - 9,7 cm, OB - 67%, KOHEYHO-JACTONNYECKIIT PasMep
(KOP) - 34 mm, B obuiem aHamuse oT 2001 . KpoBU HENTPO-
duIBl Ha HIDKHeJT TpaHyIe HOPMBI (JIefKouuThl — 5,5%10°/71,
Helfrpodunel — 23%, 6asodunsl — 2%, sosuHoduabl — 5%,
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Puc. 1. AeKTpoKapAMOrpamMma npy1 NOCTYNAEHHM.
M3ameHenume 3ybua P no tuny p-pulmonale (ykazaHo
CTpeAKamMM) 1 npusHaku runeprpodum AX: oTKAOHEHHE
IAEKTPUUECKOM OCH CEpALIA BAEBO, AMCKOPAAHTHOE
cmelleHne cermenTa STB V,, V, |, aVL (o6BeA€EHb),
yBeAndeHue amnAnTyabl 3ybua R e V,, V,, aVL 1 yseandenune
amnAMTyAbl 3y6ua S 8 Il V|, V, (ykasaHo cTpeakamm).

Fig. 1. Electrocardiogram at presentation. P-pulmonale
(indicated by arrows) and signs of LV hypertrophy: left axis
deviation, discordant ST-segment displacement in V,, V,

I, aVL (circles), increased amplitude of the R wave in V,,
V,, aVL and increased amplitude of the S wave in lll, V,, V,
(indicated by arrows).

muMounTel — 62%, MOHOLUTBI — 8%), OTMEYEHO CHIDKEHUe
9KCKpeIMM 3-MeTWIITyTaKOHOBOW, 3-MEeTUIITIyTapoOBOM W
3-TU/IpOKCK-3-METUIITY TAPOBOJ KMUCNIOT. B Bo3spacre 16 ner
HoKasaTenu QU3MIECKOro pasBUTHA B HOPMe.

C 18 neT HabIOfasNCA y TepaleBTa 110 MECTY XXUTeNIbCTBA,
NpMHMMA Kypcamu L-KapHnTuH, Kosusum Q,, m MunjpoHar.
Yxypimenue otMedeHo ¢ eta 2022 T., KOrjja cTanaa Iporpeccu-
poBaTh OfBIIIKA IPY MMHMMAasbHON (U3MYECKOIl Harpyske.
ITo manubiM Ix0KT ot 17.08.2022: 06beM /1€BOTO Mpefcepays
(JITI) - 44 mn, KOP - 5,0 cM, KOHEYHO-CUCTONMMYECKMIT pas-
mep (KCP) - 3,8 cm, OB - 44-45%, miomjaap mpaBoro mpencep-
oy — 19,5 cM?, mepegHe3afHIIT pa3Mep MPAaBOro >KeTyZouKa
(IDX) - 4,2 cm, moBbleHHas TpabekymapHocTb IDK. AM6y-
JIATOPHO IIPeAINpUHATA TIONBITKA Ha3HAYEeHNsI caKyOuTpmna +
BaJIcapTaHa 25 MT 2 pasa B JieHb, 6MCOoIIporiona 2,5 MT 1 3Iliepe-
HOHA 25 MT, OTHAKO B CBSI3U C CUMIITOMHO TUIIOTOHUEN, KOTO-
PYI0 DallMEHT IVIOXO NE€PEHOCUTI, IPeNapaThl CAMOCTOSATEIbHO
oTMeHuI. VI3 cemMeliHOro aHaMHe3a U3BECTHO, YTO POIMUTENN U
M/Iafilias cecTpa HalMeHTa COMAaTUMYeCKM 3IOPOBHI, a TaKXke
YTO pORHOI 6par 6abyIIKM IO MATEPMHCKON IMHUM yMep B
MJIaJleH4eCTBE, IPMYMHA HEM3BECTHA.

ITIpn ocMoTpe 06pallaloT BHUMaHMe ITyOOKO IOCaKEeHHbIE
I71a3a, 6OJIbIINE YL, KOTOPble C BO3PacTOM IPUOOpeny BUX
OTTOIIBIPEHHBIX, «THYCABOCTb TO/IOCA», CTabOPa3BUTasT MYCKY-
narypa (ocobeHHO pyK 1 Hor). [Ipu ¢usukanrbHOM 0CMOTpe Ha
MOMEHT NOCTYIIEHNS PUTM IIPaBUIbHBIN, Iy/Ibc — 89 yi/MuH,
aprepuanbHoe fasjieHue — 100/70 MM PT. CT., TECT INECTUMMUHY T-
HOJ X0#bObl — 156 M, IPU3HAKOB [{eKOMIIEHCALM He OTMeda-
JIOCh: OTEKM OTCYTCTBOBAJIN, [I€YEHD HE YBENMYEHA, OTPULATENb-
HbIil TeMaTOIOTY/IAPHDIIL pedIoKe, Xxpunos Het. [ToMuMo 9TOro0
obpalljaeT BHMMaHMe M30ObITOYHOE MOTpeO/eHMe CIIaIKOro: B
cpenHeM ManyeHT HoTpebsier o 5-10 madek MapMenasa B ieHb.

Ha snexrpokapayorpamme (puc. 1) mpu HOCTYIIEHNY peru-
cTpupoBanuch cunycosblit put™ ¢ YCC 88 yn/Mun, usmeHeHune
3y61a P o tumy p-pulmonale u npusnakyu runeprpodum JDK.

TERAPEVTICHESKII ARKHIV. 2024; 96 (8): 812-819. 815



Ob30P

https://doi.org/10.26442/00403660.2024.08.202815

Tabamua 1. O6mMi aHaAM3 KPOBM NMaLMeHTa npy
nocrynAeHnmn: abCcoAoTHas HeHTpodmAms 6e3 noBbleHHs
00Lero KoAM4eCcTBa AeHKOLIMTOB

Table 1. Hematology of the patient at presentation:
absolute neutrophilia without an increase of the WBC
count

IToxa3arenb 3HaveHne Pedepenc
Temorno6uH, v/ 14,40 13,00-18,00
TemoTokput, % 41,8 42,0-52,0
Spurpormter, 104/ 5,02

Jleitkouutsr, 10°/11 5,4 4,8-10,8
Hesirpo¢uibl, ThIC./MKIT 1,7 1,9-8,0
Heitrpodubl, % 31,7 40,0-74,0
Basoduibl, ThIC./MKT 0,07 0,0-0,2
MOHOLITBI, THIC./MKJT 0,98 0,2-1,0
D03MHOGUIIBL, THIC./MKIT 0,1 0,0-0,8
JInMOLUTSI, THIC./MKIT 2,6 0,9-5,2
Tpom6ouuTsr, 10°/1 202 130-400
CO3, MM/u 9,0 0-15,0

B o6uiem aHaMM3e KpOBY OTMeYaeTcs HeOOIblIIas HelTpo-
IeHMs, B 0CTaIbHOM 6e3 ocobeHnHocTeilr (Tabm. 1), B 001ieM aHa-
nv3e Moy 6e3 KIMHWYIEeCKN 3HAYMMBIX M3MeHeHmit. B 6moxu-
MIYeCKOM aHaJIi3e KPOBYU OTMEYaI0Ch IIOBBIIIEHE MO3TOBOTO
HATpUITypeTUYECKOTo MeNTufa go 607,4 nr/mi, B OCTaIbHOM —
B IIpefie/lax HOpMaJIbHbIX 3Ha4eHMI1 (Imokosa — 4,80 MMOB/ I,
KpeaTuHUH — 88,6 MKMOJIB/JI, CKOPOCTb KIYOOYKOBOI (uib-
tparun o popmyne CKD-EPI - 98,2 mn/mun/1,73 M?, kanuit —
4,5 mmonp/n, HaTpuit — 138,0 MMOIB/JT, TeyeHOYHbIe pepMeH-
TBI — B IIpefieax pedepeHTHBIX 3HAUeHNIT).

Ilo manHbIM TpaHcTOpakanbHOI OXOKI: pasmeps mosno-
CTeit cepla B Ipefenax HopManbHbIx 3Havenmit (KIP JDK -
4,9 cMm, KCP JIXX - 3,6 cm, JIIT - 3,6 cM, unzekc oovema JIIT —
21 mn/m?, nepegHe3aguuit pasmep IDK - 2,7 cm, mnomans npa-
BOrO Ipencepaus — 17 cM?), HebOIIbIIIOE CHIDKEHNE IT100aIb-
Holt cokparumoctu JDK (®B=45%). OTMedanach cemapanus
JIMCTKOB IIepMKapfa [0 BCeMY IIePUMETPY CepAlia, IpeuMylle-
CTBEHHO B 00/1aCTH aTpUOBEHTPUKY/IIPHBIX 60po3y (1o 1,6 cm
crpasa, 1o 1,2 cM c/ieBa) €O CIeOBBIM KOIMYIECTBOM CBOOOJ-
HOJ KUIKOCTYU U1 HaJINM4IMeM IOTIOTHUTEIbHBIX MacC, IO CTPYK-
Type HaIIOMMHAIOIINX XXVMPOBYIO TKaHb (pucC. 2, a, b, ykazaHO
cTpenkoit). IIpu3HaKoB 9KCCYaTMBHOTO ¥ KOHCTPUKTUBHOTO
HepUKapANTa He BbIABIECHO, OHAKO TPe6OBaIOCh IPOBefeHNe
nuddepeHIManbHOrO fUAarHO3a MEXAY JXMPOBOI TKAHBIO U
(UOPUHOBBIM BBIITOTOM.

BeironHeHa MarHMTHO-pe3oHaHCHass Tomorpadus (MPT)
CepAla ¢ KOHTpacTupoBauyeM (puc. 3, a-d), Mo faHHBIM KO-
TOPOJI 04aroBOTO MOpaKeHMsA MMOKapfia >KeTyJ04YKOB BOCIA-
JINTEIbHOTO MM MIIEMIYeCKOTo XapaKTepa, IPM3HAKOB OTeKa
MMoKappa 1 30H ¢pubposa He BbisiBIeHO. He 06HapyxeHo pac-
mpenus nonocteit JDK u IDK (MHAekcupoBaHHBI KOHEYHBII
muacrommdeckuit o6vem JDK - 60,4 M/M%, MHAEKCHPOBaH-
HBIIT KOHEYHBIN auactonudeckuit oovem IDK — 47,9 mu/m?).
Coxpatumocts IDK ocraBanack B npepenax Hopmbl, JIDK He-
3HAYNTE/IbHO CHIDKeHa — 710 54%. Tommuua Mmokapma JIK u
IDK - B npepenax HopMbl. BusyammsupoBanach Tpabekysap-
HOCTb 60KoBoII cTenku JDK, He focTuraromas Kputepues He-
KOMITaKTHOTO MuoKappa (puc. 4, a-d). B momoctn nepukappa
He BBLABJICHO >KUJKOCTH, OZHAKO OOpalljau BHMMAaHUE CKO-
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Puc. 2. IxoKI (xnpoBoe OoTAOKEeHHe yKa3aHO CTPEAKOH).

Fig. 2. Echocardiography (fat deposition is indicated
by an arrow).

IUTeHVe 3MMKaPAUaabHO X1MpoBoil TKauu (6omee 200 r) Ha
YPOBHE aTPMOBEHTPUKY/ISIPHBIX 60PO3[, BAONb 000MX Kemy-
IOYKOB, TOMIUHON 10 2,3-2,4 cM (puc. 5, a-d), Taxxe nnio-
MaTo3 MeXIIpefcepaHoil meperopoaku (puc. 5, b), ckomnenne
JKMPOBOII TKaH! IapakappnanbHo (6omee 100 r).

ITo manHbBIM XONMTEepOBCKOro MoHurtopupoBanus IKI pe-
TUCTPUPOBAJICA CUHYCOBbIN putM co cpenteit YCC 78 yu/mMmu
(MyHMManbHAA — 62 yhO/MUH, MakcuMmajbHas — 118 yn/mMuH),
3HAYMMBIX HapYLIEHMII PUTMa He BBIABICHO (efMHUYHAA >Ke-
JTy[OYKOBas ¥ HA/PKENTYLOIKOBas SKCTPACUCTONN), JAHHBIX 32
IIaTOIOrMYecKoe yyinHeHye naTepsana QT He monydeHo (mpu
YCC 53 ya/mun QT 430 mc, mpu UYCC 120 ya/mun — QT 320 mc).

[TanyenTty npoBefieHa KopoHaporpadus (puc. 6), Mo AaH-
HBIM KOTOPOJ TeMOJMHAMMIYECK) 3HAYMMBIX V3MEHEHUII He
BBIABUJIN.

IMcuxmyecknii CTaTyc HaljieHTa XapaKTepU3yeTcs Cylle-
CTBEHHOI! [/Is1 COLMAIbHOI JUHAMUKY JYICTAPMOHMUEN B OTHO-
LIEHMSIX CO 3HAYVMMBIMM ONM3KVMIL: JIMYHBIE OTPEOHOCTM B
6oJIblIIelt YaCTI, Y4eM 3TO OKUAAETCSA OT MY>KUIMHBI €0 BO3pac-
Ta U Ky/IbTYpbI, TOTYMHEHBI NHTEpecaM Apyrux. Takoro popa
aJIBTPYyNCTUYECKas, KePTBEHHAA MO3MIVA COYeTaeTCA C MH-
TEHCUBHOII TPEBOTOil OBITH IIOKMHYTBIM, OCTATbCS HaeHMHe C
opmHodecTBOM. Hy)X/1a B SMOI[MOHATBbHOI TOAAEPIKKE OTPaHM-
4yeHa ybexxJeH1eM B TOM, 4TO 3a00Ta 0 HeM oOpeMeHNTeNbHa
IS ero ONeKYHOB ¥ KOMIIAHBOHOB. B paMkax aToro marTepHa
JelpeccuBHbIe IEPEXMBAHNS, OTYAsIHIE HAXOAAT Gopmy ca-
MOMPOHUU U TOPBKOTO CapKa3Ma B OTHOLIEHUV HEJOCTIDKU-
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Puc. 3. MPT cepaua, kuHo-MPT, ha3za KOHEYHOH AUACTOADI:
a — 2-kamepHast AAMHHasi ocb AXK; b — 4-kamepHasl AAMHHast
ocb AX; ¢, d — kopotkasi ocb AX uepes 6azaAbHbiit

U CPEAHWUIN CEerMeHTblI.

Fig. 3. Cardiac MRI, cine-MRI, end-diastole phase:

a — 2-chamber long axis of the LV; b — 4-chamber long
axis of the LV; ¢, d — short axis of the LV through the basal
and middle segments.

MBIX aCIEeKTOB 3PeIOCTH, CTPOUTENIbCTBA CEMbM, peann3alnu
TanmanToB. KoMIleHcaTOpHBIM 06pa3oBaHMeM MOXKHO CYUTATh
€ro palMOoHaIN3ANNI0 B IOHNMAHNN Cebsl KaK «BBDKMBILETO»
It TIOMCKA CIIaceHMsl TeX JeTell, KOro «Bpadu OYAyT NeduThb
mocne». B To ke Bpems, KpoMe ONMCAHHOI aHOMa/IUY B JIN4Y-
HOCTHOJ OpraHU3aluy, coYeTalollell OTe/NbHble KpUTepuUu
3aBUCHMO I Ma3OXMCTUIECKOI IMIHOCTH, SPYTUX KOTHUTUB-
HBIX WK apPeKTUBHBIX PACCTPOICTB HA TEKYIINIT IEPUOL He
OTMeYaeTCs.

HIns  nopTBep>KJAEeHMsA — [MarHosa IAllMeHT  HaIlpas-
neH B OPIBY «Meauko-reHeTMYeCKUII HAy4YHBIN I[EHTP
um. axkag H.II. boukoBar, Ihe 1Mo faHHBIM IPOBENE€HHbIX aHa-
JIM30B OTMEYasIoCh IOBBIIIEeHNEe OPTaHNYeCKMX KUCTIOT B MOYe,
B YaCTHOCTU 9-KpaTHOE yBelIMdeHMe 3-MeTU/I-ITyTaKOHOBOII
kucnotsl (o 83,27 MM/mons CRE), a B pe3ynbraTe reHeTnde-
CKOTro aHa/nu3a B 9K30He 4 reHa TAZ (TAFAZZIN) BbisiB/ieH Ba-
puanT: NM_000116.5:¢/367C>T(p.Argl23*) B reMnsuroTHOM
cocrosiHny (IIy6MHa HOKPBITUSA TOYKU X347), KOTODBIIL ABIA-
€TCs1 IATOTeHHBIM BapMAHTOM B MEXX/YHAPOSHBIX 6a3ax 10 My-
ramyam: HGMD, ClinVar, ACMG. TakuM o6pasom, cuHIpOM
BapTa y faHHOrO maleHTa MOATBEPXKAeH OMOXVMMMIYECKU U
MOJIEKY/IAPHO-T€HETUYECKI.

C y4eToM CHMIITOMHOJ! BBIPQ>KEHHOI IMIIOTOHNUY Ha pOHe
IOMIBITOK HasHAUYeHUSA WMHIUOUTOPOB aHIMOTEH3MHIIpEBpa-
mamomuero GpepMeHTa, aHTAarOHNCTOB HENPMIN3MHA IALVEHTY
HasHa4YeHBI KaHfjecapTaH 4 Mr/cyT, OVMCONPOION C TUTpauyeit
TO3bl K BBINNCKE IO 5 MI/CyT M CIMPOHONMAKTOH 25 MI/CyT.
C y4eToM Ha/lnm4ms aTepOoCKIepOTUIECKUX M3MEeHeHMIT Iepu-
(depryeckux apTepuii HasHadeHbl aTopBacTaTUH 20 MI/CYT U
aleTUICAINIVIOBAasA KUCIO0Ta B fo3e 100 Mr/cyT. YumrbiBas
KIMHUYECKUIT TTONIOKUTEIbHBI 3(deKT OT paHee IPOBOAM-

TEPATTEBTUYHECKMM APXMB. 2024; 96 (8): 812-819.

Puc. 4. MPT cepAua € OTCPOU4EHHBIM KOHTPACTMPOBAHMEM:
a — 2-KamepHas AAMHHas ocb AX; b — 4-kamepHasi AAMHHas
ocb AXK; ¢, d — kopoTkast ocb AX uepes 6a3aAbHbiit

U CPEAHMIM CerMeHTbl. [1aToArornyeckoe KOHTpacTUpOBaHUe
muokapaa AXK u 'K otcyTcrsyer.

Fig. 4. Cardiac MRI with delayed contrast enhancement:
a — 2-chamber long axis of the LV; b — 4-chamber long
axis of the LV; ¢, d — short axis of the LV through the basal
and middle segments. No abnormal contrast uptake

of the LV and RV myocardium.

MOJi MeTabONMMYecKOil Tepanuy, MPONO/KEHbl L-KapHUTUH
500 mr/cyT, kosnsum Q,; 100 mr/cyT. Ha pone mompiTox HasHa-
YeHu: JanarmidIosnHa y HaljieHTa OTMedanach CMUMITOMHAs
runormkeMus (o 3,0 MMOJIB/TT B TeUeHMe IHA), B CBA3Y C YeM
OT JlaJIbHeNIINX MonbIToK HasHayeHys nHITIT-2 pemnmu Bo3-
TepKaThCA.

Ha ¢done nmpoBefieHHOrO /Ie4eH 1A B CTALIIOHAPE OTMeYaach
TIOZIOXXNUTENbHASA JUHAMMKA B BUJI€ yMEHbIIEHW OIIIIKY U YBe-
JIMYeHNs TOMEPAaHTHOCTY K dm3mdeckoit Harpyske. [To maHHbIM
KoHTpombHOI IX0KI' oTMedanoch HebombIoe yBenmuyeHne OB
10 52%, B OCTA/IbHOM — 6€3 CYILIeCTBEHHOI JYIHAMUKI.

OO6cyxaeHne

Takum 06pasoM, HaMu IIpefCTaBIeH KpailHe pegKuil CiIy-
Yail TOXXUTUA MalMeHTa ¢ CMHApoMoM Bapra fo B3pocmoro
Bo3pacta. OCOOEHHOCTPIO MalMeHTa SIBISETCS ATUIMYHOE
pasBUTHE KapAMOMIOIIATNY, KOTOpas MaHu¢ecTupoBana c
penkoro npu fanHoM coctossHun pernoruna TKMII [13], a npu
B3pOC/IeHNN TpaHCHOpMMPOBAIACh B HENWIATALMOHHYIO I'-
HOKMHETUYeCcKylo Kapanomuomnaruo JDK, Hanmudue KOTOpOIL,
10 BCeJl BEPOSITHOCTH, CBS3aHO C M3MEHEHMsIMI JHepreTide-
ckoro Merabomusma ceppua. Kpome toro, He momydeHo faH-
HbBIX y IAI[ieHTa O CHYDKEHMM KOTHUTUBHBIX CIIOCOOHOCTEN,
HO VIME/IUCh IMYHOCTHBIE M3MEHEHVsI, KOTOpble 00YC/IOB/IeHbI
IUIATEIbHBIM TeYEHMEM TAXKEIOro 3a60/1eBaHu.

IMonbiTKa Ha3HAYEeHN HAanarTugIo3uHa, KOTopas IpuBea
K CMIITOMHOJI TUITOT/IMKEMIM, 10 HallleMy MHEHUIO, 00y CIOB-
JIeHa CHIDKeHMeM peabcopOryy ITIIOKO3bl M3 KIYyOOIKOBOrO
¢uabTpaTa B MPOKCHMMA/IBHBIX ITOYEYHBIX KaHAJIbLAX B YC/IO-
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Puc. 5. MPT cepaua, MMNYAbCHasi NOCAEAOBATEALHOCTb
TRUFI, nonepeynas nAockoctb. CTPeAKM yKasblBatoT

Ha >KMPOBYIO KAETHATKY, XKEATbI€ — PACMIOAOXKEHHbIE
3MMKaPAMAABHO, B TOM YMCAE B 0OAACTU MEXTPEACEPAHOM
NeperopoAkM, KpacHas — PACMOAOXKEHHYIO NMapaKapAMaAbHO.

Fig. 5. Cardiac MRI, TRUFI pulse sequence, transverse
plane. The arrows indicate fat tissue; yellow — located in the
epicardium, including in the interatrial septum; red — located
paracardially.

BILSIX IIOBBILIIEHHOI 3aBUCUMOCTH OT aHa9POOHOTO MeTab0/N3-
Ma [JTIOKO3BI [/ YAOB/IE TBOPEHIS SHePreTUYeCKUX MOTpe6HO-
creli. B octambHOM HasHaueHNMe TPOVHON Tepanuy CepAeTHOI
HEOCTATOYHOCTM B KOMIUIEKCE C MeTabO/MIeCcKOil Tepamnyeit
IpUBENO K YBEIMYEHMIO TOMEPAHTHOCTYU K (USMYECKON Ha-
rpyske u yny4uenuto OB.

PaccmarpuBaeMblll KIMHMYECKNUII IpUMEpP J[I€MOHCTPU-
PyeT OCOOEHHOCTH Te4YeHMs KApAMOMUOIATUN U CIIOKHOCTD
B 1of6Ope ONTUMAIbHOTO JIeYeHNsI B YCTIOBMAX OTCYTCTBUSA
maroreHeTydeckoy Tepammu. ONUCHIBAeTCS HECOOTBETCTBUE
TUIOTETUYECKY OIPABJAHHOTO HA3HAYeHUs JIEKAPCTBEHHbBIX
NpenapaToB C BO3MOXXHOCTAMM B pe€anbHON KIMHUYECKON
IIpaKTHUKE.

3akAoueHue

CunppoM Bapra - 3T0 opdanHOe reHetmdyeckoe 3abose-
BaHIE, IIpM KOTOPOM HET YE€TKO IIPONMCAHHbIX peKOMeHHaLU/H‘/’[
JledeHNsl M OTCYTCTBYeT IaTOreHeTydecKas Tepamnus. Omuca-
HIle K/IVHIYECKOTO CITy4ast JOXKUTHs GONBHOTO C JAHHOI I1aTo-

=

Puc. 6. Koponaporpacpus 6e3 reMoAMHaMHUYECKH 3HAUYMMBIX
CTeHO30B.

Fig. 6. Coronary angiography without hemodynamically
significant stenoses.

JIOTHeI1 {0 B3POCIOr0 BO3PACTa 11 0COOEHHOCTH KIIMHIIECKOTO
TEUeHMA Y IeYeHN Py 0ObEeKTVBHOM OTPaHMYCHNN JOKa3a-
Te/IbHOI 0a3bl MO3BO/AIOT BBIPAO0TATh 9 GEKTUBHYIO UHAN-
BUJYa/IbHYIO le4eOHYI0 CTPATETHIO.

PackpbiTiie MHTEpecoB. ABTODBI [IeKIAPUPYIOT OTCYT-
CTBJ€ ABHbIX U IIOTEHIIMA/IbHBIX KOH(INKTOB MHTEPECOB, CBsI-
3aHHBIX C ny6}11/n<aune171 HACTOsIIEN CTaThbI.
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Cnmcok cokpameHmi

T'KMII - runeprpodudeckasi KapAMOMUONIATHS

uHTIJIT-2 - MHrMO6UTOPbI HATPUII-TTIIOKO3HOTO KOTPAHCIIOpTepa 2-T0 THIIA
KIIP - KoHe4HO-/InacTONMNYeCKMit pasMmep

KCP - KoHeYHO-CHCTONMMIECKNIT pa3Mep

JIXK - neBbiii xemyodex

JITI - neBoe mpencepaue

MPT - MarHUTHO-pe30HaHCHasA ToMorpadus

IDK - mpaBbIii )Kemyodex

TMIKII - TonumHa MeX>KeTyJOYKOBOJ eperopofKu
®B - dpakuus BeOpoca

YCC - yacToTa cepAeuHbIX COKpalleHMi

9x0KT - sxokapanorpadms
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