KNUHNYeCKan npakTuKa

! HayuonanvHuwlii
MeOUUUHCKUTE
uccnedosamencKuil
yeHmp 300po6bsI Oemmetl,
Mocksa

2 Hayuno-
UCCTIE008aMeNbCKUTE
KAUHUYECKUL
uHcmumym demcmed,
Mocksa

* BnazomeopumenvHoiii
gﬁOHa «BIJIA.
Iemu-6a6ouxuy,
Mocxsa

P.B. Enues, k.M.H.!, O.C. Opnosa® >

Apnpec g nepericku: Poman Bragumuposud Ermures, drepishev@gmail.com

JIIna uutuposanusa: Enumes P.B., Opnosa O.C. Cepusa KIMHMYECKUX C/Ty9aeB [UIATAIIOHHONM KapAXOMUOIIATUY, Pa3BUBLIENICA Y ITALMEHTOB
¢ puctpoduyeckoit GopMoit BpoxeHHOTo Oy/ie3Horo ammaepmonnsa. pdexrusHas Gpapmakorepanus. 2025; 21 (30): 118-123.

DOI10.33978/2307-3586-2025-21-30-118-123

Bposcoennwiii 6ynnesuviii snudepmonus (BbI) - epynna pedkux eenemuueckux 3a60ne8anuil Koxu, ooujet
uepmoil KOMopvix s67AeMCst CKIOHHOCMb K 00pA308AHUI0 Ny3bipell U/unu IpO3uti Ha Koxe U CIUSUCINDIX
obon0uKax écnedcmeue MuHUMAnvHOU mpasmamusauuu. O0Hoil us Haubonee msxcenvix popm BEO sensemcs
oucmpoguueckuti 6ynne3uviii anudepmonus ([b3) - 3abonesarue, 006ycnosneHHoe Mymayusmu 6 2eHe
COL7A1, npusoosiujee maxie k Xpynkocmu Koxu u 06pasosanuto nysvipeii. ITomumo depmamonozuseckux
nposienenutl, y nayuenmos c¢ [[b3 mosxem pazeusamvcs KapouoMuonamus, KOmopas cyu,ecmseeHHo

énusem Ha 3a6071e6aeMocmy U cMepmHocmoy. B npedcmasnennoil cmamve nokasanvl 6apuanmol meveHus
Kapouomuonamuu y oemeti ¢ oucmpogpuueckoti popmoii poxdeHH020 6ynne3H020 INUEPMONU3IA.

Knioueevie cnosa: kapouomuonamus, 6poxoeHHblil Oyie3HbLi INUOepmMonus, oemu
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BBepeHue

BpoxpenHbit Oymnesusiit snupepmonus (BB3I) -
9TO IPYIIIa TeHeTNYEeCKY TeTepOreHHbIX 3a00/IeBaHmI,
0011[eiT YepTOI KOTOPBIX SIBSIETCS CKIOHHOCTD K 00pa-
30BaHMIO Iy3bIpeli 1/MM 3po3uil Ha KOXKe U CIM3MUCTHIX
000/I0YKaxX BCIELCTBUE MUHUMATIbHON TpaBMaTM3a-
LMU MY CIIOHTAHHO [1]. DTV IpOsABIEHUsT BO3HUKAIOT
BCJIEACTBYE HAPYIIEHNUA CTPYKTYPHOI U PYHKLIMOHA/Ib-
HOJI 11e/TOCTHOCTY LepPMO-311/IepMaIbHOTO COeIMHEHNS
M3-32 TEHETMIECKOTO fedpeKTa OTHOTO 13 GENKOB KOXI,
IPUHUMAIOIIMX y4YacTye B COefVHeHUM 6a3a/JbHBIX Ke-
PATMHOLIMTOB C PACIIONIOXXEHHOI TI0f] HUMU 6a3anbHO
MeM6paHoit 1 gepmoii [2]. ITo mocmegHUM TaHHBIM, I10-
KasaTe/b pacrpocTpaneHHocTu Bb3 y meteit ot 0 go 17
1IeT, B TOM 4ncie B Poccuiickoit @enepannm, cOCTaBaAeT
15,48 cnyyas Ha 1 MJIH fleTckoro HaceneHus [3]. Bpo-
JKIE€HHBI OY/IIe3HBIN AMUAEPMOIN3 IIPefCTaB/IeH de-

THIPbMsI OCHOBHBIMU (POpMaMM: IPOCTON OY/IIe3HBbII
SMUAEPMOJIU3, TIOTPAaHNYHBIIL OY/UIEe3HBII SIMIEPMONU3,
mucTpoduiecKuii OyIIe3HbIN STIMAEPMONN3 ¥ CUHAPOM
Kungnep [1].

Kinunyeckne nposisienus Bcex popm BB xapakrepu-
3yI0TCA 6O/IBIINM CIIEKTPOM CHMMITOMOB ¥ MY/IbTYCHC-
TE€MHOCTBIO ITIOPA)KEHNA C BOB/IEYEHMEM B IIaTONMOTMYe-
CKMIT ITpOLiecC pasIMYHbIX OPTaHOB 1 CUCTeM [4].
OpHoit n3 Hanbosee TsoKenbIx popm BB saBnsercs gu-
crpoduueckuit 6ymtesnsit anupgepmonus (JB3), sabo-
JeBaHMe, 00yC/IOBIeHHOe MyTanusamu B rede COL7A1,
IIPUBOZALIEe K XPYIIKOCTY KOXKI U CTIM3UCTBIX 0007I09eK
1 06pasoBaHMIo ImysbIpeit. [JoMuMo gepMaToIorn4ecKnx
NIPOSIB/IEHUII U TAKMX OCIOKHEHUIA, KaK II0pa>keHMe Op-
TaHOB >KETYLOYHO-KUIIEYHOTO0 TPaKTa, OIOPHO-/BU-
raTelIbHOTO alIlapaTa, MOYEeIONI0BON CHCTEMBI, OpTaHa
3peHus [5, 6], y nanuenToB ¢ JJbD MoXxeT pasBUBaTbCA
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TSDKE/I0€ KM3HEYTPOXKalolee OC/IOKHEHNUE CEPIeYHO-CO-
CYJMCTOI CUCTeMBI — KapAMOMMOIIATHA.
Kapanommomnarum y fieteit HpeACTaBIAT COOOI IPYIITy
PENKIUX TSDKENBIX 3a60/IeBaHNUIT CEPIETHON MBIIIIIbL, KO-
TOpbIe COIPSYKEHBI C BBICOKMM PYCKOM MHBa/TUU3ALNN
U HacTyIUIeHuA cMeptu [7, 8].

[MoTeHnuanbHBIMMU (aKTOPaMM PUCKA Pa3BUTUA Kap-
AMOMMOIIATUM ABNAITCA HYTPUTUBHASA HEJOCTATOY-
HOCTb, HU3KUII YPOBEHb KAPHUTHUHA, fePULNT CeleHa,
aHeMuA U JIUTENbHbIN MPUEM JKele30CoepKaliux
IpernapaTos, a TakKXKe XpOHNYecKas NHPEKIUA U CH-
CTeMHBIe OC/IOXKHEHM A, HaIlpuMep T04edHas Hef0CTa-
TOYHOCTH [9-11].

KnuandyeckyMu nposABIeHNAMYI KapAXOMUOIATUN Y TIa-
I1eHTOB ¢ BBD MOryT ObITb YCTanmOCTD, OfbILIKA U YCU-
JIeHHOE cepyilie61eHe, YTO JaCTO CBA3aHO C KOXXHBIM
IATOJIOTMYECKUM IIPOLIeCCOM 1 3aTPYyAHAET CBOEBpe-
MeHHYI0 nuddepeHINaNbHYI0 AMATHOCTUKY. Y HaH-
HOI1 TPYIIIIbI ITALIMeHTOB HAO/MIOAIOTCS Pas/IMIHbIE TUIIBI
KapAMOMUONIATHIA, BKIIOYAsA AUIATallMOHHYIO, TUIIEp-
TpodUUECKYIO U peCTPUKTUBHYIO [12].

Tepamms kapanommonaTtyy ipy B63 sarpynHeHa otcyT-
CTBMEM TapreTHBIX METONOB U CIOXKHOCTDLIO NTaTOreHe3a
6orne3Hu, ycyryonamoueiica HaluuneM HYTPUTUBHOI
HEeJ0CTaTOYHOCTY. [l03TOMY Ha CErofHAIIHMUIL JIeHb
7le4eHre Kap/iMOMMIOIIATUM CBOJUTCA K CUMIITOMATIye-
CKOMY NOAAEPXaHNI0 QYHKIMOHNPOBAHUA CePHeIHOI
IeATeTbHOCTIL.

B npepcraBnenHol CTaThe TIOKa3aHbl pasIMYHble Bapy-
aHTHI TeYEHNA KapAMOMMOIIATHN Y JieTell ¢ IucTpodude-
CcKoit GOpMOTt BPOXKIEHHOTO OY/ITIE3HOTO SIMAEPMOTIN3a.

Knunnueckuin cnyyaii 1

HeBouxa, 17 meT, HabIIO[AETCSA B OT/E/IEHUN JEPMATO-
norvy HanyoHanpHOTO MeIMIIMHCKOTO MICCTIEOBATENb-
ckoro nentpa (HMUIT) 3nopoBbs aereit ¢ 2018 r. ¢ fu-
arHO30M «PeLieCCUBHBIN FUCTPOGUIeCKMiT OY/IIe3HbII
snuzepmonus, Tsokenoe tedeHne BEBS 61 (BbisBreH ma-
ToreHHblil BapuaHT B rene COL7AI .48621756dup B ro-
MO3UTOTHOM COCTOSIHUM)». VI3 aHaMHe3a M3BECTHO, YTO
y peOeHKa MMEIOTCsI MHOYKeCTBeHHbIe IposiBieHns BB
C pOXX[JieHNs, BK/IIOYas MOPAKEHUA KOXM, CIM3UCTBIX
0607104€eK MOTIOCTH PTa, a TaKXKe JeopMaliuu KUCTeit
PYK U HOT. C 2019 1. nogBM/IACh TAXMKAPAMS, KOTIOMIAs
601b B 00/1aCTU CepAlla U CHIDKeHVe o6beMa fuypesa
Ha IIPOTsDKEHMM ITOCTIeIHETO Tofia, IOfieprMBaHNUA BO CHe
B Te4eHe ITOCTIeIHEr0 MecsAIa.

ITpu mpoBeneHny 1a60PaTOPHO-NHCTPYMEHTAIBHBIX JC-
cnemoBanuii B 2018 r. aTomorum co CTOpOHBI CEPAEYHO-
COCYZIUICTOJI CHCTEMBI HE BBIABIEHO, O YeM CBUETEbCT-
BYIOT pe3y/IbTaThl IPOBENEeHHBIX 97IeKTPOKAPAMOTPaMMbI
(9KT') n axokappuorpadun (Ixo-KI).

OKI: putM - 120; mono>xeHne 3/MeKTPUIECKON ocu cep-
nna (30C) HopMa/IbHOE; PUTM CUHYCOBBII; TaXMKapAA
peskas (korga pe6eHOK BOTHYETCA); TOIBKO CTAHIAPT-
Hble OTBeeHNMs (B CBA3M C KOXKHBIM IIPOLIECCOM).
9x0-KI: momocTu ceppma He pacuUIMpeHbl, CTEHKHU
He YTOJIIEeHbl, IeperopofKy MHTAKTHBI, K/IaIaHbI
¥ KPYIIHBIE COCYAIBI He M3MeHeHbI. [To6abHast 1 TOKa/Ib-
Has cucronmyeckye GpyHKIuy neBoro xenypouka (JIDK)

[lepMaToBeHeponorus u 1epMaTokoCMeTonorus

KNMHNUeCkaa npakTiuka

Puc. 1. Penmzenonozuuecxoe

uccnedosanue opzaros 2pyoHoti
xnemixu. CepOeuHo-2pyoHoti unoexc —
0,58 (20pusonmanvuvtii pasmep menu
cepoua — 9,98 cm) cepoya - 9,72 cm)
ymosreTBoputenbHble. HacocHas QyHKIMs cepALa Ho-
cTaroyHad. TaxuKappaus.

Bo Bpems ouepeqHOI TOCIUTAIN3ALMN B OTeIeHNE fiep-
maronoruu HMMUII s3popoBss peteit B 2022 1. 6b111 06-
HapY’>KeHbI CIeAYIOLye OTKIOHEHNs B Tab0paTOpHO-1H-
CTPYMEHTA/IbHBIX MCCIENOBAHMIX: JKe/le304epUInTHASL
aHeMUs CpelHell CTeleHM TSDKECTH, OeIKOBO-3Hepre-
TU4YecKas HeJOCTaTOYHOCTD KpalfHe TsHKeNoN CTeleHN,
BBIp@KeHHbI fepuiuT BuTammHa D.

IKT: putm - 107-115; PQ - 0,13; P - 0,08; QRS - 0,09;
QT - 320-330 mc; QTc - 441-444 wmc; monoxxeHue
30C ropusoHTanbHOE (+15); pUTM: MUTPALIVIST BOJUTETS
PUTMa M3 CUHYCOBOTO y3/1a B MMOKapZ IIPaBoro Ipezcep-
IMS; TAXMKapAuA: pe3Kas; TONbKO CTaHJapTHbIe OTBefle-
HuA (B CBS3U C KOXKHBIM IIPOLIECCOM).

9x0-KI: JIX yBenmnuen. Cucronnueckas ¢pyuxunms JHK
cHikeHa. Taxukapana. Crenku JIDK HesHaumTenbHO
yTonueHbl. [leperopofku MHTaAKTHBI, K/IaIlaHbl U KPYTI-
HBbIe cOCyAbl He n3MeHeHbl. HacocHas ¢yHKIus cepana
HOCTaTOYHAA.

PeHTreH opraHoB IpyAHON K/IETKM: OTME€YaeTCs IO-
BBILIEHHBII TOPM3OHTA/NIbHBIN pasMep TEHU cepAna —
9,98 cM. CeppaeuHo-rpynHoit nuaexc — 0,58 — moBbllleH
U XapakTepeH [/ HauyajbHOM CTaguy OVUIATallMOHHON
kappyomuonaruu (puc. 1).

B cBA3M ¢ BBIABIICHHBIMY MI3MEHEHMAMMU I10 HTaHHBIM UH-
CTPYMEHTA/IbHBIX MCCIeSOBAHNII ITALMEHTKN M IIOCIIe
KOHCY/IbTAlMY KapAyonora 6bl/1 yCTAHOB/IEH AYarHo3:
«PeMopienupoBaHue cepalia Mo AMIATALIIOHHOMY TUITY
CO CHIDKEHMEM COKPATUTENbHON CIOCOOHOCTI MMO-
xappa JDK. XpoHnueckas ceppeyHas HETOCTAaTOYHOCTD
(XCH) cragum 2A». OneHnTb (PYHKIMOHAIBHBINA KJIacc
(PK) He npencTaBiAeTCsl BOSMOXXHBIM BBUJY OTpaHuye-
Hus GUSMYECKOI aKTUBHOCTH. BbItu faHbI pekoMeHpa-
LMY IPYMEHATb T€PAINIO IIPeIlapaToM 13 TPYIIIIbI aHTa-
TOHUCTOB PELENTOPOB aHrMoTeHsuHa II — nosapranom
C TUTpanMeit fo3bl 1o 1 MI/Kr/c 1of, KOHTpo/ieM apTe-

Puc. 2. Penmezenonozuecxoe

uccnedosarue opzanos 2pyoHoti
xnemxu. CepOeuro-2pyoHoti uHoexc —
0,57 (20pusonmanvHutii pasmep meHu
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Puc. 3. Penmezenonozuueckoe

uccnedosanue opeanos 2pyoHotl
knemxu. CepOeuno-zpyoHoti unoexc —
0,44 (20pusonmanvHolii pasmep menu
cepoua 6 Hopme — 10,52 cm)
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Puc. 4. Penmezenonozuuecxoe
uccnedosaHue opeanos 2pyoHoti
xnemxu. CepOeuro-zpyoHoti unoexc —
0,48 (20pusonmanvHuotii pasmep menu
cepoua - 10,75 cm)

pHMaZbHOTO [ABJEHM, a TAaKXKe C Y4EeTOM TaXMKapAuM,
B KaueCTBe CeNeKTUBHOTO GeTa 1-ampeHo6moKaTopa pe-
KOMEHJIOBaH OVICOIIPOTION U B Ka4eCTBe JUYPETIYECKOTO
Kamuiicheperarliero CpefcTa — CMPOHOIAKTOH.
ITanueHnTka nonmyyana Ha3HAUeHHYIO TepaNMio fBa roja,
U BO BpeMs O4epeHON TOCIUTAIN3AIUN B OTAE/IeHNE
nepmaromornu HMUILI sgopoBbs meteit B 2024 1. 6611
IIPOBeCHbI KOHTPOIbHBIE MICCIeOBAHNA, KOTOPBIE I10-
Kasa/u OIOKUTEIbHYIO IHAMUKY CO CTOPOHBI cepfey-
HO-COCY[MICTOM CUCTEMBI.

OKT: putm - 85 (83-88); PQ - 0,12; P - 0,08; QRS - 0,09;
QT - 0,34; QTc - 0,404; monoxenne IOC HOpMANIBbHOE;
PUTM CHHYCOBBIIl; TaXMKapAyus yMepeHHas; B CBA3U
C KOXXHBIM TIPOLIECCOM HeT JOCTYIa K IPyAHBIM OTBefle-
HUSAM.

9x0-KI: Ha MOMEHT OCMOTpa He3HAYUTETbHOE pac-
mupenue nonoctu JUK, yronmenne crenok JIK. He-
3HAYNTENbHOE CHIDKEHJE COKPATUTEIbHON GYHKIUN
JDK. Ileperopofgku MHTAKTHBI, KIallaHbl M KPYIIHbIE
cocynel He usMeHeHbl. HacocHas QyHKUMs ceppa fo-
CTaTOYHaA.

PeHTreH opraHoB IpygHOI KJIeTKI: OTMEYaeTCs IIOBbI-
LIEHHBIl TOPM3OHTANbHBIN pasMep TeHU Ceppla, of-
HaKO B AMHaMMKe OTMedaeTcsA CHIDKeHMe Ho 9,72 cM.
CeprmeyHO-TPYIHOI MHIEKC TakxXe cHU3MICA mo 0,57
(puc. 2).

ITo pe3ynbraTaM IOBTOPHON KOHCY/IbTALMM KapAuo-
nora 6BII0 CHeaHO 3aK/I0YeHNe O COXPaHAIIEeMCs
peMofienpoBaHUM CepAlia MO AUIaTalMIOHHOMY TUITY
C IO/IOXXUTE/NTbHOI AMHAMUKOI Ha (POHE IPOBOAMMOTO
JIe4eHNsI B BUJE YMEHbIIEHNUs BBIPAX€HHOCTH Jua-
TAlMM Y YIY4IIeHUsA COKPAaTUTENIbHON CIIOCOOHOCTH
JDK. Ilpu nepecdeTe MsMepeHMIT MeXOKeTyL04YKOBOII
neperopoaxu (MJKII) u sapneit crenkn /DK maHHBIX
3a TunepTpodUI0 MUOKApAa HeJOCTATOYHO, Z-SCOre
MIKII - 1,4, 3apgusas crenka JIDK go 1,9. Ouenurs OK
He IPeNCTaB/IsAeTCs] BO3MOXXHBIM BBUY OTpaHNYEHNUA

¢usnueckoit aktuBroctu. [Inaruos: «Kappnommona-
TUA, AUIaTanMoHHbI ¢peHoTun. Hapymenue purma
cepplia: XpOHMYecKas CyNpaBeHTPUKYIAPHAsA TaxU-
xapausa. XCH cragum 2A».

Tax>Ke HOMTOMTHUTEIBHO IJISI Tepanuy 6bUT PEKOMEHIOBAH
IIpyeM IIperapaToB BUTaMuHa D, fomomHuTeIbHOE CITe-
L[VaTM3MPOBAaHHOE BBICOKOKATIOPUITHOE ITUTaHNe.
JMHaMMKa M MCXOMBL: Ha MPOTSHKEHUY IOCTETHNX ABYX
JIeT OTPULIATE/IBHO JVHAMUKM CO CTOPOHBI CEpPAEYHO-
COCYAMCTON CUCTEMBI He OTMevanoch (CO C/I0B Mamu-
eHTKn). [lanmeHTKa mpofo/mKaeT CoOM0IaTh BCe PEKO-
MeHJIallNy, B TOM 4YNCTIe OTy4YaeT Tepalnio IpernapaTomM
JI03apTaH.

Knunuueckuin cnyyait 2

Marnbuuk, 15 net, Hab/MIAANCs B OTeNEHNN [epPMaTOTIO-
ruu HMHI] spoposba getei ¢ 2016 1. Ilepsble mpossie-
HMs BPOKAEHHOTO 6y/I71e3HOT0 SI1AepMOIN3a — Ha T1ep-
BbIe CYTKU XM3HM, KOTA ObIIM 0OHAPY>KEHBI My3bIPU
Ha C/IMBYCTON 000/I0UKe IOIOCTYL PTa, Ha BTOPbIE CYTKI
SKU3HY — ITy3bIpY Ha KOXKe B 06/1aCTU CTOI M Ha IIATbIe
CYTKM JKM3HIU — IIy3BIPM Ha KOXKe TYJIOBMIIA, B CBA3U
C 4eM OBIT YCTaHOBJIEH AMArHO3 «BPOXKAEHHBIIT Oyries-
HBI SIUIEPMOTIU3.

B 2019 1. mpu NpoBeleHNN T€HETUYECKOTO MCCIel0Ba-
HMA BbIABJIEHA HYK/IE€OTUAHAA 3aMeHa g.48610171C>A
B FTOMO3UTOTHOM cocTosAHUM B reHe COL7AI, B cBA3u
C 4eM OBUI YCTAHOB/ICH OKOHYATE/IbHBIN [IMarHO3 «BPO-
JKZIEHHBII OY/IeSHbI SIMAEPMOIIN3, AUCTPOduIecKas
dopmar.

C 2016 1. y manueHTa OTMe4Yasnach 3afiep>kka pocTo-Be-
COBBIX ITOKa3aresell U yMepeHHas 6elIKOBO-3HEepreTH-
yecKas HeOCTaTOYHOCTh. B 2017 1. cdhopmupoBanacsh
TsDKerasi 6eNKOBO-9HepreTuIecKas HefOCTaTOYHOCTb.
Kenesonedpunurnas anemus. Imy6oxuit nepunur Bu-
tamuHa D. Ilpu npoBeneHnn o6cnefoBaHms B yCIOBU-
AX CTalMoOHapa oTheneHus aepmaronorun HMUIL 3po-
poBbs ferent B 2016, 2017, 2018 u 2019 rT. M3sMeHeHMI
CO CTOPOHBI CepAEYHO-COCYANCTON CUCTEMbI OTMeYe-
HO He OBI/IO, TAK)Xe MALMEeHT HUKOIZA He IIPebABIsI
xanoo.

ITpu mpoBeneHNM peHTIeHONOTMYECKOTO UCCTIElOBAHMSA
CepeYHO-TPYAHOI MHIEKC OBUL B Mpefe/iax HOPMBI —
0,44 (ropu3oHTa/IbHBI pasMep TeH!U CepALia — B HOpMe
(10,52 cm)) (puc. 3).

OpHako BO BpeMA OYepENHON TOCHUTANMU3ZALUK
B 2021 r. mo pesynbratam KT u 9xo-KI 6bia BiepBbie
OTMeUeHa CepfieYHO-COCYANCTAs IaTOMOTHA.

SKT: put™ - 133; 0,125 0,08; 0,07; QT - 0,29; QTc - 432
Mc; nonoxxeHne OC ropu3oHTaNbHOE; PUTM CUHYCO-
BBIil; TaXMKapiusA pe3Kasd, BbIpaKeHHasl; CHIDKEHUE
BonbTaXKa 3y61108 T Ha pone Taxukapanu. Ha OKI tonb-
KO CTaHJapTHbIe OTBefeHN: (HeBO3MOXXHOCTD HaJ/IOXe-
HUS U3-32 KOXKHOTO IPOILecca).

9x0-KI: aopTa He pacuiMpeHa, BOCXOAAIAS 4acTb
U Lyra He M3MEHEHDI, Ha Ilepellelike rpaguenT 18,2
MM PT. CT.; JUMaMeTP BOCXOAAILILEN aOpThl — 16 MM;
A0pTaJIbHBIN K/IallaH TPEXCTBOPYATHIN, CTBOPKM U Te-
MOJIMHAMUKa He usMeHenbl; PGr - 7,4 MM pT. CT;
V_ .~ 1,36 M/c; pu IIBETOBOM JJOIIIIIEPOBCKOM KOJM -

m;
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posanuu (LIJIK) perypruranus He BbIAB/IeHA; JIeTOY-
Has apTepys He paclIMpeHa; CTBOJ, IpaBas U jJeBasd
BETBU HE M3MEHEHBI; AMAaMETPp CTBoMa — 17,5 MM;
CTBOPKM U TEMOJJMHAMIKa K/IallaHa IETOYHOI apTepun
He nusmenens; PGr - 6,95Mmpr.cT5 V- 1,32 M/¢;
npu IJIK ¢usuonornyeckas perypruranus; CTBOPKU
U TeMOAVHaMJKa MUTPaTbHOTO K/IallaHa He M3MeHe-
Hbl; PGr - 4,7; npu K peryprutanus He BbIABIEHA;
CTBOPKM U IeéMOAMHAMMUKa TPUKYCHUJANbHOTO Kia-
maHa He usMeHeHsl; PGr - 3,4; npu JIK peryprura-
LA He BbIABJIEHA; neBoe npencepamue — 30 X 37 M,
He3HauMTe/NbHO pacuimpeHo (z-score — 2,17); mpaBoe
npepcepaue: 31 x 36 MM, HE3HAYUTE/IbHO pacllype-
HO (z-score — 2,44); MeXIpefcepAHas Ieperopogka
MHTAKTHa; IpaBblit xenypodek (IDK) He pacumpen -
14,4 mM, TAPSE - 22; JIXX ymepeHHO pacummpes, Ko-
He4yHO-gyuactonudeckuit pasmep (KIAP) - 46,5 mm
(z-score — 3,8 MM); KOHEYHBINI CUCTOMMYECKUIT pa3-
Mmep (KCP) - 35 mm; ppakums Beibpoca (OB) - 49%;
yacToTa ceppedHbix cokpamenuit (YCC) - 127; xo-
HeuyHBbI1 guactonudeckuin o6vem (KIO) - 100 Mg
KOHeuHbI1 cuctonmuueckuin o6vem (KCO) - 51 mi;
ymapHblit 06beM (YO) — 49 mi; cepAedHblit BhIOpoOC
(CB) - 6,223 n/muH; cepneunsiit uugexc (CH) -
7,48 n/mun/M* guactonmnyeckas ¢pynkuua JDK He Ha-
pylLIeHa; MeXOKenyJouKoBas Ieperopojka — 6,2 MM,
He YTONIeHa, MHTAKTHa; 3afgHAA cTeHka JUK - 5,7 mym;
He yToneHa. J[IOMOMHUTebHbIE 0COOEHHOCTI: O~
HO/MHNUTeNbHaA Tpabekyna B nmonoctu JIK. 3akmoue-
H1e: ymepeHHoe pacmmpeHne JIK, He3HaunTenbHas
aTpuoMeranusa. CTeHKI He yTOJIIEHbI, IeperopogKN
MHTAKTHBI, KJallaHbl ¥ KPYIHbIE COCY[bl HE M3Me-
HeHbl. CokpaTuTenbHass QyHKIUsA CepAlia CHIUKEHa.
Hacocnas ¢yHknusa ceppla goctaToyHas. JJaHHBIX 3a
BPOXX/IEHHBIN IIOPOK ceppla HeT. Taxukapaus.
PeHTreH opraHoB IpyQHOJ K/IE€TKU: OTMEYEH IOBBIIIEeH-
HBIJI TOPM3OHTAJIbHBIN pasMep TeHu ceppua — 10,75 cm.
Cepne4Ho-rpynHoit nHfeKC — 0,48 — NOBBILIEH U XapaK-
TEpEeH I Ha4a/IbHOM CTaINM AVIATALVIOHHOM Kapano-
muonaruu (puc. 4).

KommbloTepHass ToMorpadus opraHos PyFHON IIOJIO-
CTM: OCTPBIX OYAaTOBBIX U MHOUIBTPATUBHbBIX M3MEHe-
HMUII B OpraHaX IPYAHOI II0JIOCTY He BbIABIEHO. Pasmepnl
MMQOY3TI0B CpefOCTeHNA Y KOPHET! JIETKNX B IIpefieiax
HOpManbHBIX BennunH. OTMedaeTca yBenumdenue JIK
(puc. 5).

B cBA3YM ¢ BbIABIEHHBIMU IO pe3yabTaTaM MHCTPYMEH-
TaJIbHBIX MCCIEOBAHMII U3MEHEHUAMY MAIVEHT ObLI
KOHCY/IbTMPOBAH KapAMOIOTOM, YCTAaHOB/IEH JUATHO3:
«CuHJpoM aunaTanuMoHHON Kappauomuonaruu. XCH
cragum 2A (peMopienpoBaHue CepAla 110 AMIaTalu-
OHHOMY THIIY CO CHIDKEHUEM COKPATUTEIbHOI CIIOCob-
Hocty JIK)». HasHauena KoMOMHMpPOBaHHAsI TepaIus
XCH c menpio CHIDKEHUS NPENHATPY3KN — OUYPETUK;
C LIeJIbI0 HEVIPOTYMOPAJIbHOM PA3IPY3KM — aHTarOHMUCT
peuieniTtopoB aHrmoreHsyHa I (rosapran); 6eta-6/moka-
top (kapBenunon); AMKP (cnmpoHOmTakToH), — KOTO-
pyIo MaIMeHT IOoMy4Yaa B TedeHMe Tpex /neT. Bo Bpemsa
OuYepefiHOM TOCIINTAIN3ALUN B OTHENeHNe IePMaTONO-
run HMMUL] 3gopoBss fereii B 2025 1. ObIIN IPOBEEHBI
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Puc. 5. Komnviomepnas momozpadus opzanos 2pyoHoil nonocmu 8vinonHeHa
no cmandapmuoti Oemckoii npozpamme na annapame GE Revolution EVO

¢ monuunoti cpeza 2,5 mm u ¢ pekoncmpyxyueti no 0,625 mm. Ommeuaemcs
yeenuuenue /LK

KOHTPOJIbHbIE KCCTIEIOBAHMA, KOTOPbIE He TI0Ka3a/Iy I0-
JIOKUTENIbHYIO JMHAMUKY COCTOSIHUA CepfieYHO-COCYAN-
CTOI CUCTEMBI.

IKTI: putm - 73-86; PQ - 0,13; P - 0,08; QRS - 0,08;
QT - 330-340 mc; QTc - 376-394 mc; monoxeHue
90C HOpManbHOE; PUTM — MUTPALMA BOGUTENA PUTMA
U3 CUHYCOBOIO y3/1a B MMOKapJ IpaBOTO Ipefcep-
pus; YCC B mpefenax Bo3pacTHON HOPMBI; yMepeH-
Has apUTMMA; HET JOCTYHa K TPYAHBIM OTBeIeHUAM
(B cBA3HM ¢ HanM4MeM 9pO3Mil B 06/1aCTH HaIOKEHUA
37IEKTPOAPOB).

9x0-KI: aopra: He pacumupeHa, BOCXOAAIIAA YacTb
M [yra He M3MEHEHbI, Ha Iepelleiike TPafgMeHT
11 MM pT. CT.; fMaMeTp BOCXOJsALIEN a0pThl — 18 MM;
AOpTAJIbHBII K/IallaH TPEeXCTBOPYATBHIil, CTBOPKU U Te-
MOJiMHaMKKa He usMeHens; PGr - 4,5 MM pT. cT;
V_ - 1,06 M/c; mpu LIIK peryprutanun HeT; ierovHas
apTepus He pacIIMpeHa, IpaBasd U JeBasl BETBY CTBOJIA
He I3MeHEeHBI, luaMeTp CTBO/A — 17 MM; CTBOPKII, TeMO-
JIMHAMMKa KIallaHa JIeTOYHON apTepuy He M3MEHEHD;
PGr_ -52mmpr.cr;V, - 1,14 m/c; ipu K dusn-
ofIoTMYecKas perypruTanys; CTBOPKM, reMOAMHAMMKa
MUTpPaNbHOTO KIalaHa He u3MeHeHb; PGr - 3,3; mpu
OOK peryprutanus MMHMMAaAbHasA; CTBOPKU, Te€MoO-
IMHAMIUKA TPUKYCIMJATbHOTO K/IallaHa He M3MEHEHD;
PGr - 1,8; mpu JOK ¢usnonornyeckas peryprura-
uua PGr 16 MM pT. CT.; 1eBoe Ipefcepiue He paclin-
PpeHoO, 26 x 37 MM; IpaBoe IpefcepAue He pacUIMpeHo,
26 x 37 MM; MeXIIpeficepfHas Ieperoposika MHTAKTHa;
ITDK He pacumpen, 17 my; JIDK: KIIP - 44 MM (z-score —
2,02 MM, HOpMa - oT -2,0 fo 2,0 mm); KCP - 30 mum;
@B - 60%; YCC - 116; KOO - 90 mm; KCO - 36 mm;
YO - 54 mm; CB - 6,264 51/MUH; ceppedHbIiT MHAEKC —
6,295 n/MuH/M?%; MexoKkenygouKoBas Ieperopojka
He yTONIIEeHa, MHTAKTHA, 7,2 MM; 3aiHAsa cTeHka JIK:
Y4YacTKy KOPOHAPHOTO pyc/ia He M3MEHEHDI, Cellapalns
JMCTKOB IlepMUKapfia Ha BepXylLIKe [0 5 MM (COOTBeT-
CTBYeT HOpMe). JaK/II0ueHe: IIOJIOCTI He PacIlipeHsl,
CTEHKU He YTOJIIIEHBI, IeperopOAKY MHTAKTHBI, K/Iala-
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Puc. 6. Penmzenonozu4eckoe uccne00sanue 0p2anos epyoHoi
xnemxu. Cepoeuno-zpyonoti undexc - 0,50 (zopuzonmanvruotii
pasmep menu cepoua - 9,80 cm)

HBI U KPYIIHbIE COCY/AbI He M3MeHeHbl. HacocHas dyHK-
Ly cepplia gfoctaTouHas. Taxukappus.

PenTren opraHoB IpygHOV KIETKN: OTMEYAETCA IOBbI-
LIEHHbIVI TOPU3OHTA/IbHBIN pa3Mep TeHU cepala — 9,8 cm.
Ceppeuno-rpynHoit uugexc — 0,50 (puc. 6).

ITo pesynbpraTaM MOBTOPHOI KOHCY/IBTALINN KapAUOIIO-
ra 6bUTO CHeNTaHo 3aKiIovYeHne: Ha pOHe IPOBORUMOrO
Jle4eHMs] He OTMEYEeHO OTPUIATEeTbHON AMHAMUKI; BBI-
CTaBjIeH AyarHo3: «KapayoMuonarys, oyIaTalOHHbIA
¢denotun, Bropuynas. Hapymenne purma u nposonu-
MOCTH CepAlla: XpOHMYecKas CyNpaBeHTPUKYIApHas
TaXMKapAys, Hecreluduueckas BHYTPIDKETYS0UKOBas
6mokama. XCH cragum 2A». Beumn maHbl peKOMeHTALIN:
IPORO/DKEHNUE IIUTENbHON M HelpepbIBHON Tepanuu
7I03apTaHOM, a TaKKe IpueM P-apeHOOTOKNPYIOIIero
cpencTBa (6ucomposnon), kanuiicbeperaroiiero guype-
TUKA (CIMPOHONIAKTOH) U IPeIapaToB Ka/luA I MarHNs
acrapruHara u Konekanbiudepona. B jornonnenne 6pm
OTKOPPEKTVPOBaHbl Ha3HAUeHN A 110 USMEHEHUIO HY TPU-
TMBHOTO CTaTyca (Ha3Ha4eHO CIellMaaM3MPOBaHHOE BbI-
COKOKAJIOpUITHOE TINTAHIeE).

JlMHaMUKa U ICXOfBL: B HACTOsII[ee BpeMsI IALIeHT IIPO-
JO/DKAeT COOMIONATh BCe PEKOMEHALINIL.

(paBHeHue KNUHNYECKUX ClyyaeB

O6a maumeHTa MMeIM MOATBEPXKEHHBIN JUCTPO-
¢uuecknit Tun BB (maroreHHble BapuMaHTHI B TeHE
COL7A1), ogHako MyTaluy pa3Iudaauch IO Xapak-
Tepy (TOMO3UTOTHBIE HYK/IEOTUIHBIE 3aMeHbl/yIIIN-

KaIlyy) ¥ MOIJIM BIMATH Ha BBIPAXEHHOCTDb KIMHUYE-
CKOJ1 KapTUHBL. Y 060X OTMeYanuch MHOXXeCTBEHHBIE
KO)XKHbIe TIOpa>KeHUs, TOPaKeHMA CIU3UCTHIX U Xpo-
HMYECKUI XapakTep 3ab0jeBaHMs, COMPOBOXTA-
IMICA HYyTPUTUBHONM HEJOCTATOYHOCTHIO PA3IMYHON
CTemeHN TSAKecTu. Bo Bcex cmyvasax pmarHos BBJ
COIPOBOXA/CA AepUIMTOM MacChl Telaa, aHeMMen
(>xenmesopmepUUUTHON), @ TAKXKe TUIIOBUTAMUHO30M D,
YTO MOATBEPXKJaeT BBICOKYI PacIpOCTPaHEHHOCTDb
HYTPUTUBHBIX IIPo6IeM Ipu TsDKeIoM TedeHun BB3.

PasButue Kapauomuonatuu u ee ¢e|-|orun

[Taumentka (17 net): 3aduKcUpOBaHO MOSIBIEHNUE Ta-
XUKapAuM M MPU3HAKOB PEMOJENTMPOBAHUS CepALa
IO JW/IATallIOHHOMY TUNY (AVIaTallIOHHBI (peHOTUI
kappuomuonaruu, XCH cragun 2A). Ilocne fByx et
KOMOMHIPOBaHHON Tepanuy (aHTarOHUCTBI PeLelTo-
poB anruotensuHa II, B-anpeHo6/10KaTOPsI, AUYpPETUKN)
OTMedeHa MMOJIOKUTeIbHAsI JUHAMIKA: CHIDKEHIEe pac-
mpernsa JDK, ynydineHne cOKpaTUTENbHOI CIIOCOOHO-
CTV MUOKapHa.

[TarpmenT (15 net): B 2021 I. BIepBble AMATHOCTUPOBAHbI
BBIp@)KEHHbIE IPU3HAKM AMUTATALMOHHOTO PEMOENNPO-
Bauns JDK (XCH cragyu 2A) u ymepeHHOe pacIipeHie
MIOJTOCTEN Cepylia Ha (OHE TSKENOi 6ETKOBO-9HEPreT -
4eCKoyl HeflocTaTOuHOCTY. HecMOTps Ha Tpex/ieTHION
KOMOVHMPOBAaHHYIO Tepanuio (AHTarOHMCTHI PeLelITo-
pos aHrnoreHsusa II, B-6mokaTop, AuypeTuu), momo-
JKUTENTbHAsL JUHAMMKA ObUTa He3HAYUTEIbHOI; PEHTIeH
" 9XOKapamorpadus CBUAETENbCTBOBAMN 00 OTCYTCT-
BUM IIPOTPECCUPOBAHMS, HO M O YETKOM YIydIIeHUN
¢dyukuyu JDK He coobianock.

Bo Bcex cydasx IPUMEHSUIM CXeMbI /s TeYeH s/ Ipo-
¢mnaxrukn XCH, BK/II04aIoOyie aHTarOHUCTBI PellenTo-
pos anrmorensusa II (yos3apran), f-agpeHo610KATOPBI
(61comIponoN, KapBeANUION), AUYPETUKM (CIMPOHOTAK-
TOH), a TaKXe IIpelaparsl, HallpaBlIeHHble Ha KOPpeK-
L0 HYTPUTUBHOTO cTaTyca (IpemapaTsl Kenesa, BU-
TaMuHa D, Ka/bp1s, BEICOKOKAJIOPUITHOE SHTepaIbHOe
MUTaHNE).

Y 060uX IalyeHTOB KOMOMHVPOBAaHHYIO KapaMoIoride-
CKYIO Tepalnio IpOBOAMIN JIuUTenbHO (2-3 rofa), npu
3TOM y maumeHTKy P. (knuHMdecknit caydait 1) otMedeH
3aMEeTHBIN IIOMOXUTENbHBIN 9 deKT (CHIKEHNUE cep-
[eYHO-TPYLHOTO MHJIEKCa, YIy4lIeHle COKPAaTUTeIbHOM
¢dyHKIVM), TOrMA KaK y HalueHTa M. (KIMHUYeCcKuii Cry-
qaif 2) BBIPaXXEHHOI! MTO3UTUBHON AMHAMMKY He 3ape-
TUCTPUPOBAHO, HO IMPUSHAKOB YXYAIIEHUs COCTOSHUS
MUOKap/a TaK)Xe He HAOTI0amoch.

Taxym 06pa3omM, cOnocTaB/IeHNe KIVHUYECKUX CTydaeB
CBUJIETENBbCTBYET O BBICOKON 3HAYMMOCTY CBOEBPEMEH-
HOJI [MATHOCTUKY PaHHUX CTafuil KapguambHOTO pe-
MOJe/IMPOBAHMA Y MAIMEHTOB C fucTpoduieckum BB,
a TaKXKe O pellalollell PO KOPPEKLIUY HY TPUTVBHOTO
cTaTyca B MpOoIIAKTHKE Y JICYEHUY KapAYOMMONATUI
Ha ¢poHe BBO.

3aKnoueHue

KapanommonaTtus ABAAeTCA >XM3HEYIPOXKAWIINM
OCTIOXHeHMeM AucTpoduyeckoro BB, kotopoe Moxer

JddekTuBHaA dpapmarotepanua. 30/2025



3HAYMTEbHO YXYALIATb Ka4eCTBO KVM3HU M IIPOTHO3
3aboneBanus. IlpencraBneHHble KIMHMYECKUE CTydan
IIeMOHCTPUPYIOT pasHOOOpasye KIMHNYECKIX TIPOsIBIIe-
HUIT ¥ TSOKeCTb KapAuoMuonaruu y fgeteit ¢ 1. Pan-
HAA OMaTHOCTMKA KapAVMOMMOIIATUN ABJIAETCH BaXKHBIM
ACIEeKTOM BefJeHV I ALMEHTOB C JAHHBIM 3a00/IeBaHIeM
[ CBOEBPEMEHHOT0 Hayasia Tepanyu. C y4eToM JaHHBIX
o ToMm, 4To ety ¢ XCH xapaxrepusyiorcs 60mee HUSKUM
YPOBHEM HYTPUTHMBHOIO CTaTyca J IOBBIIIEHHBIMI Me-
TabONMNYeCKMMM IIOTPEOHOCTAMM, a TAKXKe Y HUX MOTYT
IPUCYTCTBOBATh MajababcopOIVIA M HELOCTATOYHOCTD
NUTAHNA, MOXXHO IPENIONIOXUTD, YTO Y IalVIeHTOB
¢ BBO Hanmuue KapAMoMMONIaTUY YCUIMBAET BhIpaXKeH-

Nvtepatypa
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HOCTb HYTPUTMBHOJ HEOCTATOYHOCTH. B TO >ke BpeMs
caMa HyTPUTVBHAs HEJOCTATOYHOCTb, 00YC/IOBIeHHAS
ReUIMTOM SHEPIUM U IUTATENIbHBIX BEIeCTB, MOXXET
CII0COO6CTBOBATh BO3HUKHOBEHUIO MU IPOTPECCHPO-
BaHNIO KapAuoMuonaruy, GopMupys Takum o6pasom
HOPOYHBIIT KPYT B3aMMOOOYC/IOBIEHHOCTI 9THX COCTO-
sAHUM. 711 CBOeBpeMeHHOI OVarHOCTUKN Y KOPPeKIun
XCH y nmanuenTtos ¢ BBO Heo6x0onym MyIbTUAUCLIUIIIN-
HapHbII IOAXO0[], KOTOPBIN BK/IOYaeT PETYAAPHBIN MO-
HUTOPUHT COCTOSHUA CEPHAEYHO-COCYAUCTON CUCTEMBI
U Hy TPUTUBHOTO CTaTYyCA.
ABmOpbl 3aA814A10m
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Epidermolysis bullosa (EB) is a group of rare genetic skin diseases that have in common a tendency to form
blisters and/or erosions on the skin and mucous membranes due to minimal trauma. One of the most severe
forms of EB is dystrophic epidermolysis bullosa (DEB), a disease caused by mutations in the COL7A1 gene,
which also leads to skin fragility and blistering. In addition to dermatological manifestations, patients

with DEB may develop cardiomyopathy, which significantly affects morbidity and mortality. This article
presents variants of the course of cardiomyopathy in children with the dystrophic form of congenital

epidermolysis bullosa.
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