YK 616.12+616-056.7
bbK 54.10
https://doi.org/10.38109/2225-1685-2026-1-64-69

‘ '.) Check for updates ‘

ISSN 2225-1685 (Print)
ISSN 2305-0748 (Online)

0080

KNUHWUYECKWUIA CNYYAN

Masuckas C.J1.", bynawosa 0.B.", MyxutoBa 3.1.2, *Xa3o0Ba E.B.’

NMOPAXEHWE CEPZILIA PV NPOTPECCUPYHOLLEN MbILLEYHOU
AUCTPO®UN AHOLWEHHA (KNWHWYECKOE HABJIKOAEHUE)

'OI60Y BO Kasarckwi TMY Muranpasa Poceum,

vi. byrieposa 1.49, r. Kasane 420012, Pecrivenvka TatapctaH, Poccurickas DEREPALMS;

2[AY3 «[orofckas kivHndeckas onbHILA No7 . MLH. CAzbikosA r. KAsAHU»,

vi. Mapwana Yvikosa, 7.54, r. KazaHb 420103, Pecrivennka TATAPCTAH, Poccunickas QEQEPALIS.

Csepnenus 06 asTopax:

*ABTOp, OTBETCTBEHHbIA 3a nepenucky: Xa3zoBa EnexHa BnagumupoBHa, [.M.H., [OLEHT, kadeapa NpONeLeBTUKN BHYTPEHHWUX 6OMe3Heir UM. npodheccopa
C.C. 3umHuukoro, ®re0Y BO «KITMY» Munsapasa Poceuu, yn. bytneposa a. 49, r. KasaHb, Pecny6nuka TatapcTaH, Poccuiickas ®egepauus, e-mail: hazova_elena@

mail.ru, ORCID: 0000-0001-8050-2892

MasHckas CBeTnana [iMuTpueBHa, 4.M.H., npodheccop, kacheapa rocnutanbHoi Tepanumn, ®F60Y BO «KIMY» Munagpasa Poceuu, 1. KasaHb, Poccuiickas Deaepauns,

e-mail: smayanskaya@mail.ru, ORCID: 0000-0001-6701-5395

bynawosa Onbra BacunbesHa, 1.M.H., npocdheccop, kadeapa nponenesTUKN BHYTpeHHUX 60ne3Heit um. npodpeccopa C.C. 3umnuukoro, ®r60Y BO «KIMY» Munagpasa
Poccuu, 1. KasaHb, Poccuiickas ®Geaepauus, e-mail: boulashova@yandex.ru, ORCID: 0000-0002-7228-5848
MyxutoBa Anb3a WnxamoBHa, Bpay-kapauonor, kapauonoruyeckoe otaeneHne Ned, TKb Ne7 um. M.H. Cagbikosa, r. KasaHb, Poccuiickas ®epepauns, e-mail:

elza100487@mail.ru, ORCID: 0000-0002-0950-0277

PE3HOME

[porpeccupytowias MblilieqHas aucTpodms [toleHHa — 310 pacnpocTpaHEHHas
X-CuenneHHas peLeccuBHaa MuUonaTus, AeTepMUHMPOBAHHAA MyTauMen rewa,
Koaupytowero auctpoduH. Muogmuctpocdous [iolweHHa COnpoBOXAAETCA Mo-
paXeHUeM CepLeYHON MbILLLbI C HApYLLEHUEM NPOBOAUMOCTI U pUTMA CepaLa,
PasBUTMEM AMNATALMOHHONM KapauoMuonatmi, KOTopas MOXeT npoTekatb 6ec-
CUMNTOMHO. Pa3BuTne cepaieyHoil He0CTaTOMHOCTM ONpPeAenseT HebnaronpuaT-
Hblil IPOrHO3 NaLMEHTOB C AuCTpodnen [toweHHa. HegocTato4Has 0cBe0MIIEH-
HOCTb Bpayen 06 0COGEHHOCTAX MOPaXeHWs cepaua npu auctpodmm [iolieHHa
CO31aET NPEANOCLINKNA ANS ONUCAHUS WHTEPECHBIX KIMHUYECKX HABMI0AeHWN.
B cTatbe MpefCcTaBneHO KNWUHUYECKOE HABMIOfEHWe PasBUTUS AUNATALUOHHOM
Kapanomuonatuu 1 cepaeyHoil HeLOCTaTOYHOCTYU C HU3KOI (hpakumen BbiGpoca

NeBOT0 Xenyao4ka y nauneHta Myxckoro nona 19 ner ¢ muoguctpodpueir [dio-
LweHHa. OnucbIBaeTCs AMHAMUKA NPOrpeccupoBaHns MUOAUCTpocun [iowweHHa
C MOMEHTa NOCTaHOBKM AWarHo3a A0 PasBuTAS AEKOMNEHCALUMW CepaeyHON He-
L0CTaTo4HOCTW. TpeacTaBneHbl JaHHble KNUHUYECKOr0 TeYeHWs, 1abopaTopHble
napameTpbl, JaHHbIE 3NEKTPOKApAMOrpacumn 1 3xokapamorpachum B UHAMUKE.
MpuBedeHbl AMArHOCTUYECKUE KpUTepuu AucTpocumu [IOLeHHa, NepeneKTuBbI
Tepanuu, HanpaefieHHON Ha UCNPABIEHNE TeHETMYeCcKoro AedpexTa nyTém 3ame-
Hbl, MOAMCUKALIAN UK penapaumu reHa ANCTpouHa. MNpeAcTaBneHHbIN cy4an
AEMOHCTPUPYET HE06X0AMMOCTb NEPCOHNULIMPOBAHHOTO MYNbTUANCLMNINHAD-
HOro NOAX0Ja K NaumeHTy ¢ MuoamcTpoduent JiowweHHa, ¢ yyacTuem xupypra-op-
TOMeAa, MyNbMOHONOra, KAPAMO0ra, 3HA0KPUHONOra, 0pTansmMonora.

Knroyesble cnoBa: nporpeccupyioLLas MbileyHas aucTpotus JiolerHa, aunatauuoHHas Kapanommnonarus, cepaeyHas Heoctato4HocTb, IKI NpusHakm, KNuHnye-
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SUMMARY

Progressive Duchenne muscular dystrophy is a common X-linked recessive
myopathy caused by a mutations in the gene encoding dystrophin. Duchenne
muscular dystrophy is characterized by damage to the heart muscle with
conduction and rhythm disturbances, and the development of dilated
cardiomyopathy, which may be asymptomatic. The development of heart failure
determines the unfavorable prognosis of patients with Duchenne muscular
dystrophy. Insufficient awareness of physicians about the characteristics of heart
damage in Duchenne muscular dystrophy creates the prerequisites for describing
interesting clinical observations. The article presents a clinical observation of the
development of dilated cardiomyopathy and heart failure with a low left ventricular
ejection fraction in a 19-year-old male patient with Duchenne muscular dystrophy.

The dynamics of Duchenne muscular dystrophy progression from the moment of
diagnosis to the development of decompensated heart failure are described. The
article presents clinical course data, laboratory parameters, electrocardiography
and echocardiography data in dynamics. The article presents diagnostic criteria
for Duchenne muscular dystrophy, prospects for therapy aimed at correcting
the genetic defect by replacing, modifying or reparating the dystrophin gene.
The presented case demonstrates the need for a personalized multidisciplinary
approach to a patient with Duchenne muscular dystrophy, with the participation
of an orthopedic surgeon, pulmonologist, cardiologist, endocrinologist, and
ophthalmologist.

Keywords: progressive Duchenne muscular dystrophy, dilated cardiomyopathy, heart failure, ECG signs, case report
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MOPAXKEHVIE CEPALA MNPV MNPOMPECCYIPYHOLLIEV

MbILLUEYHOW ONCTPODYIV JIOLLIEHHA (KITVIHUYECKOE HAB/TFOOEHVIE)

BBEJJEHVE

Muoauctpochms diowwenHa (ML) oTHocuTCs K opgpaHHbIM nporpec-
CUPYIOLLUM HaCMeLCTBEHHbIM 3a60/18BaHNAM MbILLIEYHOI CUCTEMBI (B
cpenHem, 13-33 cny4as Ha 100 000 poamBLUMXCA) C PeLecCUBHBIM
TUNOM HacneaoBaHus, cuenneHHbiM ¢ X-xpomocomoi [1]. MyTauus
reda DMD npuoaut K Aecomumty 6enka gucTpouHa, 0TBeYatoLLero
32 COEAMHEHNE LMTOCKENeTa MbILLIEYHOrO BONTOKHA C 6a3abHOM nna-
CTUHKOIA (BHEKNETOYHOr0 MaTpuKca) Yepes 6enkoBbIi KOMMEKC, YTO
BbI3bIBAET NPOrPECCUPYIOLLYI0 TMOENb MUODUOPUIN 1 3aMeLLieHNe
UX XMPOBOIA ST COEANHUTENbHON TKaHbIO, NPUBOJA K NCEBLOrMNep-
Tpocpum [1]. OaHUM U3 AmarHocTuyeckux kputepues ML sBnsertcs
paHHee 3Ha4uTensHoe (B 50-100 pa3) noBbILLEHNE YPOBHA KpeaTuH-
hocchokuHassl (KPK) K Tpetbemy rofly XusHu. buoncus mbilubl
BbIAIBMAET NATONOTNYECKMEe BapuaLmMmu Kanubpa MblLLEYHbIX BOMOKOH,
30/IMPOBAHHbIE WIW FPYNMOBbIE HEKPO3bl BOSIOKOH C Makpodaramu,
3NEMEeHTaMK JiereHepaLin, 4acTo C LeHTPTbHLIMM Sapami, ¢ Hapac-
TaHWeM 06bEMA XKWUPOBOI U COBANHUTENbHON TKaHU C NPOrPeccupo-
BaHueM 3a6onesaHua. [JnarHos noATBEPXAAKOT NpU OTCYTCTBUU AUC-
TPOUHA NPU UMMYHOTMCTOXMMUYECKOM OKpaLLuBaHuu [2].

lpumeyaTenbHO, YTO paHHWA 3Tan passuTus pebéHka 06bI4HO
NpoxoanT 6e3 BUAUMBIX OTKNOHEHWIA, [0 3-NeTHero Bo3pacta po-
OUTeN MOTYT OTMETUTb 3aMeffIeHne PasBUTUA HABbIKOB CTOSHUSA
N xoAbobl. Bepucmumpyerca amarHoz M[ 4awe B BospacTe 4,6
roga [1], nocne 6 feT 0TMEYaeTCs HapacTaHue MbILLEYHOI cna6bo-
CTW, NPOKCUMANbHOW aTpodonm, PeTpakLumu axunnoBbIX CyXOXUNA,
Kuchockonmosa, Mcnonb3oBaHWe MaHespa [ayapca'. [opaxeHue
MBbILLIL, 334aCTYH0 CUMMETPUYHO [3]. 3aBMCMMOCTb OT MHBANMAHON
Konsckn Hactynaet K 10 rogam. [ucdyHKLmMS rMagkoii Myckynarypbi
NNLLEBaPUTENBHOTO TpakTa conyTcTBYeT 21%, MOYEBbIBOAALLMX My-
Teil — 6% naumeHTam ¢ 15 fneT; cepaeyHas HegocTatoyHocTb (CH) —
15% nauuentam, gocturwumm 21,5 roga [1]. Y 60% nauuenTos ¢ M[
0TMeYaeTcs Nérkas yMCTBEHHas 0TCTanocTb. K 0643atenbHbIM npi-
3Hakam MJ] 0THOCST CHIKEHME XXU3HEHHO EMKOCTYM nérkux (XKES),
06YCII0BJIEHHO OPOHX00OCTPYKTUBHLIM cuHApPoMoM [3]. Kapawmo-
Muonarmio npu M CBA3bIBAKOT C NPOrpeccUpyoLLumM yXyaLleHnem
NPOBOAMMOCTY B NECMEKEPHON 30He MUOKapaa U aunarauuen no-
nocTen cepaua, NPUBOLUM K HAPYLLEHWAM PUTMA U NPOBOAUMOCTH,
TsKENomn CH [3, 4]. TUNMYHBIM U3MEHEHWEM Ha 3NIEKTPOKapAuorpam-
Me (3KT) npu ML cuntatot oTHoLeHue R/S 6onee 1 B oTBeaeHMM V1,
Y3Knit rny6okunit 3y6el, Q B neBbIX rpyaHbIX 0TBefeHusX u RSR', nn6o
3a3y6peHHbIi 3ybeL R B Vi [4].

MporHo3 naunenToB ¢ M/ kpaitHe He6MaronpUATHLIA, C NeTasb-
HbIM MCXOOM Ha 2-3-M AeCATUNIETUN XNU3HU, NPWU CBOEBPEMEHHON
BEHTUNALIMOHHON NOAAePXKe — Ha 4-M. BefyLLei NpudnHom cmep-
TN ABNAKOTCA NPOrpeccupytollas abixatensHas n GH, pexe Xu3He-
yrpoxatoLuue aputmun [3].

MpeacTaBnsiemM KNMHUYECKNIA NpUMep Kapauommonatiy y naumeH-
Ta ¢ M, nocne nony4eHns MHADOPMUPOBAHHOIO COrnacKs Ha obcne-
[I0BaHWe W paspeLUeHne ny6nmkaumm nepcoHanbHOM MeanLnHCKON
WHHOPMALIMK B 06€3NNHEHHOIN DOPME. YHUKANBHOCTb NPeACTaBIeH-
HOrO cnyyas muogucTpodouu [lioiieHHa B No3aHen HeambynaTopHon
CTauu OnpefensieTc arpecCcUBHOCTLIO TEYEHUS KapauomMuonaruu,
06ycnoBneHHON aeduunuToM 6enka AUCTPOPUHA C KPUTUYECKUM
CHWXeHneM thpakumm Beibpoca (PB) nesoro xenymodka (JIXK) co
CPOKOM A0XUTUS NALMEeHTa A0 22 NET, YTO, B NPUHLMNE, BCTPEYAETCS
He TaK YX 1 4acTo, XOTS COBPEMEHHasA MefuLMHa N03BOMAET NPoja-
NUTb TeveHne 3abonesaHns aaxe 1o 30 u 6onee net [5].

MauwmeHT H., 19 net Haxoguncs Ha neveHun B FTAY3 «PKb M3 PT» ¢
29.12.20151.n0 12.01.2016 r., nocne 3KCTPEHHOII rocnuTann3aumm B
OTAieMNeHNe Kapanonorum ¢ npedbisaHnem B OTAENEHUN peaHumMaLumn

W VHTEHCWUBHOW Tepanuu B CBA3W C pPa3BMTMEM OCTPOW JeKOMMeH-
cauuu GH. Mpw nocTynneHuu »anosancs Ha BbIPDKEHHYIO OfbILLKY
WHCMMPATOPHOro XapakTepa B MOKOe, 06LLYi0 CnabocTb, Kallenb ¢
TPYAHO OTAENAEMON MOKPOTO, OTEKW CTON W roneHei. YxyaLeHue
Camo4yBCTBMA OTMETUN 32 MeCAL, 0 rocnuTanu3auuu nocne nepe-
HECEHHOW MHEBMOHUN.

[narHo3 «[porpeccupytoLias mMbllleyHas auctpodus [iolleHHa»
6bIn BbICTaBMeH nauweHty H. B 6-netHem Bo3pacte. MyTauus reHa
anctpodomHa ngeHtndpuumposanas 19 ak3oHe (Xp21) (13.12.2006T.).
MaumreHT ABXAb! B rO4 NPOXOAUT 06CNEe0BaHNE, NeYeHne, peabu-
nutaumio. Co cnos matepu, npu axokapguorpaduu (3XOKT) go 10
NeT NPU3HAKOB Aunatauum cepiua u CHKeHUs hpakumum Bbibpoca
(®B) nesoro xenyno4ka (J1XK) He Bbiasnsnock. Mpuanaku CH ctanu
NoSABNATLCA B TEYEHWNE NOCNEAHNX 5 NeT (puc. 1).

Poauncs B CpoOK, JOHOLIEHHbIM, BEPEMEHHOCTb M POfb!
1997 | 6es ocoberHocTeil. CemeilHbiii aHaMHes: Mnazwui Gpar
3[10p0B, OPHAHHbIX 3200/1EBAHNI B CEMbE HE 0TMEYanoCh.

2,5 roga: 3afep)xka MOTOPHOMO Pa3BUTMSA: Hayan Xo0auTb
B 2,5 roga. HapyLueHus noxoaKkn no Tuny «yTku», 4acTble
nageHus.

2000

<

6 NeT: nosBMANCL YTOMIIAEMOCTb, CNAbOCTb B HOrax, rm-
nepTpodus ronexen. Mocranoska gnarnosa MM/, Bbisis-
nexue mytaumm (l'ed auctpodpuna, 19 ak3oH (Xp21)).

2003

<

2007 | 10 net: IXOK 663 NPU3HAKOB KapAuoMUONaTIAu. |

<

2009 | 12 ner: MepecTan CamoCTOATeNbHO NepeBUraThes. |

<

2011 |14 ner: MosBeHne NpuaHakos CH. |

<

2015 19 net: rocnuTann3aums B 0TAENEHUe KApAMONOrim B CBS-
31 ¢ aekomnecauyenn XCH.

<

201 6 20 net: NOBTOPHAA rocnuTan13auus B OTAENEHNE Kapamo-
norum B cBs3un ¢ aekomnecaumein XCH.

<

2019 | 22 ner: cmepre. |

PucyHok 1. I'pathuyeckoe npeacTaBneHue KIMHUYECKOro ciyyas
[cobCcTBEHHBIE AaHHbIE]

Figure 1. Graphical representation of a clinical case [own data]

AnamHe3 xu3Hu. MauneHT H. — nepsbii pe6EHOK B CEMbE, POAMIICS
B CPOK, [I0HOLLEHHbIM. Co cnioB Matepn 6epeMeHHOCTb 1 pofbl NPo-
Tekanu 6e3 0COOEHHOCTE, OCNOXHEHWIA, NpMéma MeauKaMeHToB,
BPEAHbIX NPUBbIYEK. PaHHee YMCTBEHHOE W (OM3NYeCcKoe passuTue
6bIn0 663 0COBEHHOCTEI, 0[HAKO MON3aTh W BCTaBaTh OH Hayan ¢
HEKOTOPbIM OTCTaBaHMEM, a X04UTb B 2,5 rofa. PoauTenn Havanu
0TMeYaTb HapyLLIeHWs MOXOAKM N0 TUMY «YTKWU», B Pa3Basiky, 4acTble
najieHus, a ¢ 6 net 3ameTuny Npo6semMbl ¢ BbICTPON X0b00i 1 6e-
rOM, NOSIBNEHME NOBbILLEHHON YTOMASEMOCTM Npu X0Ab6€, CnabocTu
B HOrax, runeptpocpuio ronexei. [lo 2-ro knacca noceLlan Koy,
a 12 net nepecTtan CaMoCTOATENbHO NepeaBuraThCs 1 NPOAOIKMA
o6yyeHne Ha aomy. Cembsi naumeHTa H. monHas, 6narononyyHas.
Meawnko-reHeTMyeckas 9KCnepTu3a He BbISBANA Y MIAALIEro CbiHa
(2,5 NeT) npu3HaKoB Kakoro-nm6o 3a6onesaHns HepBHO-MbILLIEYHON

" MaHéBp 3akno4aeTca B TOM, 4T0 CHayana crubaeTcs TynoBuie B OEApax, 3aTeM KagyTCs PYKW Ha KOJIeHW W Pa3rnbaeTcs TysnoBuLLe,

MCr0sb3ys PYKH, YTOObI MOAHATLCS M0 HOraM.
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cuctembl. [lo naumenTa H. opdyaHHbix 3a60J1eBaHNiA B CeMbe (L0 Tpe-
Tbero NoKOseHMs) He 0TMeYanochb.

Maunent H., 19 ner, guarHo3: lporpeccupylowan Mbille4Has
auctpodoma [oweHHa

Mpwu ocmoTpe naunenTa H. cocTosHMe TSHKENOE, 3aTOPMOXKEH, Ha

BOMPOCHI OTBEYAET MEJIEHHO, NO0XEHMEe — OPTONHOI (puc. 2). Jnuo
06paLLeHO BHW3, MUMUKA BANas, akpounarHo3. GKonmos rpyaHoro oT-
[iena no3BoHOYHMKaA. MbilwLbl 6eJpa nnoxo passuTbl, UKPOHOXHBIE —
HECKONbKO YBENMYeHbl B pa3mepax. [0eHn, NoAbDKKM W CTYMHM
YMEHbLLEHbI B pa3Mepax 1 NoBEPHYTLI BHYTPb, CUMMETPUYHAA OTEY-
HOCTb TOMeHel 1 cTon. Pyku cnabble, BAfble, Nanblbl NPUXaThl K
OpYr Apyry B HEMOMHbIA Kynak. dactota AbixaTenbHbIX LBUXEHUI
(400) 24 B muuyTy, nynbe 110 yaapos B MUHYTY, apTepuarnbHOe AaB-
nexwe (AL) 140/100 mm pr. cT., catypauus kucnopoga (Sp02) 97% —
OHEM, 95% — HOubto. TOHbI Cepfua pUTMUYHbIE, Fyxue. B nérkux
JbIXaHue XECTKoe, cnpasa He NPOBOAUTCA HWXEe 5-ro, cnesa — oc-
NabneHHO., B HMKHUX OTAeNaX BbICNYLUMBAIOTCA MENKO- U CpefHe-
ny3bipyaTtble BRaXHble Xpunbl. KUBOT 6e300/1e3HEHHbIN, NepeaHas
OPIOLLHAA CTEHKA NpU Nanbnauun NactTo3Has, neveHb nanbnmpyercs
Ha 1 CM HKe npasoil PEGEPHOIA Lyru, ONurypus.

Pucyvoxk 2. Mauuent H. Buewnuid Bup cnepegu 29.12.2015 .
[co6cTBEHHBIE faHHbIE]

Figure 2. Patient N. Frontal view, 29.12.2015 [own data]

Ha peHTreHorpamMme OpraHoB rpyLHOM KIIETKW BbIPAXEHHbIN
CKOJno3 pr,EI,HOI7I KNneTKKn, NeBOCTOPOHHAA nonncermeHTapHaa nH-
(bunbTpauus, BLINOT B NPaBoil NyeBPanbHON NOMOCTA U NepuKap-
[le, YBEJIMYEHNe J1eBbIX KaMmep cepaua (puc. 3).

PucyHok 3. PeHTreHorpamMma opraHoB rpyfHoii KneTku
nauveHTa H. o1 29.12.2015 r. [co6¢TBEHHbIE flaHHbIE]

Figure 3. Chest X-ray of patient N. from 29.12.2015[own data]

Mpu ynbTpa3ByKOBOM WCCMEAOBAHWK NNEBPabHbIX MNONOCTEN
BN3Yyanu3npoBanach roMOreHHas XuaKocTb TONLLMHOK 90 MM B 3a-
JHeM npaBom cuHyce. Ha KT — cuHycoBas Taxukapaus, xapakrep-
Hblil QRS KOMNNEKC B CTaHAAPTHbIX OTBEAEHMSAX U BbICOKUE 3yOLbI
R B otBefieHnu Vi; 3y6ubl T ynnoLieHbl B 0TBEEHMAX OT KOHeu-
HoCTeii (puc. 4).
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Figure 4. ECG of patient N. from 29.12.2015 [own data]

Mpu IXOKT (29.12.2015 1.): KOHEYHBIN ANACTONNYECKNIT pa3mep
(KOP) — 6,1 cm, KOHeuHbIii cuctonuyecknii pasmep (KCP) — 5,5 cm,
TONLIMHA 3aaHei cTeHKn JTDK — 0,9 cm, ToNLWMHA MeXOKenyn04Ko-
BOi neperopogku — 0,8 cm, npasblii Xenynoyek — 3,2 CM, J1eBoe
npeacepane —5,1 cm, ®B JIK no Cumncony —20%, no TeixonbLy —
19%, paeneHwe B néroyHoi aptepumn (J1A) no TpuKycnuaanbHo
peryprutauuu — 48 Mm pT. CT., LUMPUHA HUXKHEI NONON BeHbl — 2,2
CM, He Konnabupyet Ha Baoxe. duddy3Has runokmHesns Muokap-
Ja JDK ¢ peskum CHUXeHWem ero rno6anbHON COKpaTUTENbHON
(byHKUMK. BepxyweyHble Tpom6bl B monoctu JDK. Hegocraroy-
HOCTb a0pTaibHOro KnanaHa 1 cteneHn. Heb6osbLLOKA BbINOT B MO-
N0CTH nepukapaa.

B o6wem aHanuse kposu (30.12.2015 r.): nenkountbl — 16,4 x
10° /n (nano4kosgepHble HERTPOUIbl — 8, CErMEHTOSAEPHbIE —
62, moHoumuTbl — 10, numdouunTsl — 20), CO3 — 34 mm/4. 06wWKi
aHanma mo4m (30.12.2015r.) 6e3 0COGEHHOCTei, NPOTEeMHYPUM
HeT.

buoxumnyecknin  aHanus kposu (29.12.2015 r.): Kanuin -
4,0 mmonb/n, Hatpuit — 139 mmone/n, rnoko3a — 4,0 Mmons/m,
06WMA KanbUMin — 2,3 MMOJb/N, WOHM3UPOBAHHbLIN KaNnbLUUA —
1,2 wmmons/n, ocpop - 1,38 mmone/n, ButamuH D -
18 wHr/mn, obwmii 6enok — 67 r/n, 06WWA OUIMPYOUH —
32,9 w™mkmonb/n, naktatgermgporeHasa - 330  Eg/n,
ramma-rniotamuntpadcgpepasa - 143ME/n,  kpeatuHuH —
31 MKMonb/n, MoYeBMHA — 2,8 MMONbL/N, OOLUNIA XONECTEPUH —
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MOPAXKEHVIE CEPALA MNPV MNPOMPECCYIPYHOLLIEV

MbILLUEYHOW ONCTPODYIV JIOLLIEHHA (KITVIHUYECKOE HAB/TFOOEHVIE)

419 wMMonb/n, anaHMHamuHOTpaHcgpepasa - 268 En/n,
acnapTatamuHoTpaHcdepasa — 93Ea/n. OuHamuka KOK (Hopma
20-200 Eg/n) npuBefieHa Ha PUCYHKe 9.

KOK, Eg/n
1800 1653
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PucyHok 5. [luHamuka KpeaTHH(hOC(HOKMHA3bI [CO6CTBEHHbIE
AaHHbie]

Figure 5. Dynamics of creatine phosphokinase [own data]

VnbTpa3ByKOBOE UCCIef0BaHNe OpraHoB 6PIOLLHON MOMOCTY Bbl-
ABUNO renaromeranuio (157 mm), novkn 6e3 U3MeHeHuii, B Had-
NOYeYHNKAX NaToNornyeckme 06pasoBaHns He BU3yanuanpyTcs.

Takum 06pa3om, y nauueHta H. ¢ nporpeccupytowwen M, aunara-
LIMOHHAs Kapauommonatus ¢ Hu3koin OB JIK n Tpombamu B 06nacty
BEPXYLLKM cepaua 0CNoXHMNAach pa3BmTMeM OCTPON AeKOMMEeHcaLmum
XPOHU4eckoit CH ¢ 3acTOAHOM NEBOCTOPOHHENA, NONNCErMEHTapHON
NHEBMOHMEN, NPaBOCTOPOHHIM rMAPOTOPAKCOM M rMaponepukapaoMm.

MynbTUAMCUMNAMHAPHLIA NOAX0A NpW BefdeHWW nauueHta H.
BK/tOYAN KOHCYNMbTauuu W COrnacoBaHHOE MHEHWe COCYAUCTOro
Xupypra (MCKNo4EH TPOMOO3 rIy6OKMX BEH), HEBPOJOra W MynbMO-
Honora. lNpoBedéHHas Tepanusa (aHTUGaKTepuanbHas, UHMMOUTOPDI
AHINOTEH3NMHNPEBpaLLAtoLLero depmenTa, 6eTa-agpeHo6/10KaTopbl,
ONYPETUKKN, aHTUKOArynsHTbl, aHTarOHUCTbI anbAoCTePOHa, [IHKO-
KOPTUKOMAbI) YNYHLWWUAW COCTOSHME: YMEHbLIUNACh ObILLKA, XMf-
KOCTb B MNIEBPaibHONA NONOCTI NPU BbINUCKE HE BU3YaTM3MPOBanach.
PekomeH0BaHO: NpeaHU30i0H 15 Mr B CyTKKM, CNPOHONAKTOH 50
Mr B feHb, pypocemug 20 Mr B LeHb, 6uconponon 1,25 Mr B AeHb,
BapchapuH 1,5 Mr Be4epoM MoL KOHTPONEM MeX[YHapoLHOr0 HOp-
Mann3oBaHHOr0 OTHOLLEHMA 2,5-3,5, nepungonpun 1,25 Mr ytpom,
neabpaauH 7,5 Mr 2 pasa B JieHb.

B anpene 2016 r. naumeHT H. BHOBb AOCTaBNEH B Kapauonornye-
ckoe otaenenune FAY3 «PKb M3 PT» ¢ xano6amu Ha o6Lyto cna-
60CTb, H13Koe ALl, cepauebueHne, OfpbILLIKY CMELIAHHOTO XapakTepa
Nnpyu CMeHe MONIOXKEHWA Tena, Kallenb ¢ TPYAHO OTAeNsieMON CBET-
NOW, NEHUCTON MOKPOTOA. lpu NOCTYNNEHNM: NONOXeEHWe Tena — op-
TonHoa, 440 20 B8 munyTy, Al 90/60 Mm pT. cT., nynbc 90 yaapos
B MUHYTY, Sp02 — 98%, OTEK NOABLDKEK, CTON W FONEHEI, ONUrypus.
TOHbI cepfua puTMUYHbIe, bIXaHWe 0CNABbNeHo B HMKHUX OTAenax,
BbIC/YLUMBAKOTCS €AMHNYHBIE BNIAXKHbIE MENKOMY3bIpYaTble XPUMbI.

Mo paHHbIM IXOKI (16.04.2016 r.) HabnogaeTcs nporpeccu-
pOBaHWe aunarauum Kkamep cepiua, HapactaHue NErovyHOM runep-
TEH3WUW, CHWKeHWe rno6anbHOi COKPATUTENbHOA CMOCOBHOCTY
MWUOKapAa, yBennyeHue npeacepanii npasoro—5,1x4,0 cm, neBoro —

5,4x4,3 ¢M, pacxoxaeHue NIMCTKOB Mepukapaa no 3afiHei CTeHKe
0,6 cm, HkHelt — 1,4 cm, 6okosoit — 0,4 cm, nepeaHen — 0,4 cm,
peryprutauns 2-3 cTeneHn Ha BCex KnanaHax (1aosn. 1).

OBCYXAEHWE

[aHHble nuTepaTypbl CBUAETENLCTBYIOT O PA3BUTUKM AvnaTauu-
OHHoM kapauomuonatiu y 90% nauuentos ¢ M no focTuxeHuMto
18-neTus, npu 3TOM He BCErAa UMeeTCs KOPPenaums TSHXecTH no-
paXKeHus cepaua Co CTeMeHbo CradocTi CKeneTHON MycKynaTypbl
[3]. B npuBeaéHHOM Cy4ae Npu3Hakamm nopaxKexus cepaua 6binu
CWHYCOBas Taxmkapams, xapaktepHble IKI-N3MEHEHUS 1 CHIDKEHNE
cucTonnyeckon qoyHkumn K, onncbiBaemble 1 paHee [6].

JledeHue 1 npoaneHue Xu3Hu naunentos ¢ MJ aBnsetcs mex-
ANCLMNAKUHAPHOI 3aaadei. TakTMKa XxMpypra-opTonefa Hanpasne-
Ha Ha MOHUTOPWHT BbIPOXEHHOCTW N NPOrPecCcMpoBaHUs CKONMO03a
MO3BOHOYHMKA, MyNIbMOHOMO0ra — (DYHKLMM BHELLHEr0 [bIXaHns Ans
CBOEBPEMEHHOM0 WHULMWUPOBAHUSA HEWHBA3WBHOI BEHTUNALNN.
BaxHas ponb 0TBOAWUTCA rPamMOTHOMY Ha3HAY4eHWO NpeHKU30M0-
Ha, TaKk fo3a 0,75 mr/kr/cyT cnoco6CTBYET NMPMPOCTY MbILUEYHOI
maccel npu M. B MynbtugancuuninHapHon KoMmane Ana KOHTpo-
NS BbIPQKEHHOCTW 0CTEONOpP0o3a U DYHKUUM HALMNOYEYHMKOB NpW
NOCTOSAHHOM UCMOMb30BaHUN CTEPOM0B BaXHasA POSib OTBOAUTCS
SHOKPUHONOrY, AN NPOBEAEHNS MEPONPUATUIA N0 NPOUNAKTIKE
KaTapakTbl — 04)TaNbMOSOry, [N OKa3aHWs NOMOLLM NpK NPorpec-
cuposanun CH v aputmuii — kapguonory [3].

3y4eHne MonekynsipHbIX MPOLECCOB, HAPYLUEHHbIX M3-3a OT-
CYTCTBUA AUCTPOPMHA NO3BONUNU MONYYNUT O6LUMUPHBIE CBEAEHUS
0 KNeTOYHON AMCCYHKUMM, NPUBOAALLENA K NporpeccupyroLlemy
YXYAWEHWNO COCTOSHWUA M NpeXAeBPEMEHHOI CMepTU NaLMeHTOB.
Ctpaterus CMMNTOMATMYECKOr0 JeYEeHUs BKITHOYAET WHIUOUTOPBbI
AHINOTEH3MHNPeBpaLLatoLLero doepmenTa, 6eta-agpeHo6/10KaToPbI,
AHTarOHUCTbI MUHEPANIOKOPTUKOWMIOB, KOPTUKOCTEPOWb!, Hanpas-
NIEHHOr0 Ha NPOJJIEHNE 1 YIyYLLEHUEe Ka4yecTBa XXU3HW NauneHTOB
¢ M. VHHoBauMoHHasa (reHHO-TapretHas) Tepanus obpalleHa Ha
M3MEHEeHNe 9Kcnpeccu (DYHKLMOHANBHOMO TFEHHOr0 MNPOAYKTa,
KOTOPbIil BOCCTAHOBUT HOPMASTbHYIO (HM3WNONOMMI0 MUOLIMTOB, T.€.
Tepanus, NOTEHUMANbHO M3MeYMBaOLLAs MYTAaLMKW, Bbi3blBAOLLME
ML, no3sonss NpoXuTb NOMHOLEHHYK XM3Hb [3]. Tak, atanypeH
NO3BOJISAET TPAHCIMPYIOLLEN pMBOCOME CYUTLIBATD MHCDOPMALIMIO C
MPHK, cofiepx<alLien npexxaeBpeMeHHbIA CTON-KOAOH, U CUHTE3MPO-
BaTb NONHOPA3MepHbI 6enoK. APdeKTMBHOCTb aTanypeHa u3yyeHa
B [IBYX PaH4OMWU3MPOBAHHbIX NaLe60-KOHTPONUPYEMbIX UCCreno-
BaHuax: PTC124-GD-007-DMD (ClinicalTrials.gov: NGT00592553)
u PTC124-GD-020-DMD (ClinicalTrials.gov: NCT01826487) [7]. B
ncenegosanum STRIDE (307 manbyukoB u3 14 cTpaH) coyeTaHue
atanypeHa co CTaHAapTHOIA Tepanuen 0TCPOYMNO HacTyNneHue Tep-
MUHANbHON cTagumn 3abonesanus Ha 2,2 rofa (p=0,0006), notepto
Crnoco6HOCTM K nepeasimkeHnto Ha 4 roga (p <0,0001) u cHuxeHne
(hopcKpOBaHHON XN3HEHHOI EMKOCTU Nérkmnx fo 60% v 50% Ha 1,8
roga (p=0,0021) n 2,3 roga (p=0,0207) cOOTBETCTBEHHO MO CpaBHe-
HUIO C NPUMEHEHWEM TONbKO CTaHAapTHOW Tepanuun [7]. B 2023 r.
FDA? nns nevyeHus nauyueHToB ¢ MuoaucTpodbueit [JtolieHHa cTaplue

Tabnuua 1. lunamuka axokapauorpatpuyeckux napameTpoB [cO6CTBEHHbIE aHHbIE]

Table 1. Dynamics of echocardiographic parameters [own data]
Mapametp

KOoHey4HbIN auactonuyeckuin pasmep JHK, cm

KOHe4HbIN cUcToNn4eckuin pasmep JIK, cm

[lasneHxwe B J1A no TpUKycnuaansHo
pEryprutaLn, Mm pr. CT.

OB J1XK no TeiixonbLy, %

2912.2015rT. 16.04.2016T.
6,1 7,0

55 58

48 56

19 12

2 Food and Drug Administration, CLLIA
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HEART FAILURE IN DUCHENNE'S PROGRESSIVE
MUSCULAR DYSTROPHY (CASE REPORT)

4-x net ¢ nopaTBepXaéHHON MyTaumert B reHe DMD, He3aBucumo o1
CMOCOBHOCTU K NepedBKEeHN0, 006pUI0 OJHOKPATHYIO PeKoM-
OMHAHTHYIO BEKTOPHYIO FEHHYI0 Tepanuio Ha OCHOBE afleH0acCoLn-
MPOBaHHOr0 BMPYCa Makak-pesycoB cepotuna 74 (rAAVrh74) ans
[0CTaBKN B OPraHW3M reHa, NpuBOAALLEro K BbIpaboTKe MUKPOAM-
CTPOOMHA®, KOTOPBIN COLEPXNT BbIOPAHHbIE AOMEHbI Gefka AMCTpo-
(prHa, NPUCYTCTBYIOLLErO B HOPMAsIbHbIX MbILLIEYHbIX KNETKaxX — Ae-
NaHOUCTPOreH MoKcenapsoBsek [8].

OfiHa 13 HOBLIX CTpaTeruen Tepanuu MUOAMCTPOGMK [oLieHHa —
pefaKkTMpoBaHue/yHKLIMOHANBLHOE BOCCTAHOBMIEHWE TeHa AMCTPO-
thbuHa ¢ nomoLbto CRISPR/Cas9 n3yyaetcs Ha AOKIMHUYECKOMN (hase
ncenenosadus [9]. Bo 2 hase KNMHUYECKUX WUCMBITAHWIA NEYeHus
MUOAMCTPOdMM [IHOLIEHHA HAXOAUTCA MOLYNATOP NPOAYKLMM YTPO-
thuna* (3zytpomug) [10].

3AKJNTHOYEHUE

OnmMCcaHHbINA KNUHUYECKWIA CRyYali NPUBNEKAET BHUMaHWUE neauna-
TPOB, KAPANONOrOB K NOPAXKEHUIO CepaLa y NaLmneHTa ¢ nporpeccu-
pytowien M, Haxo4mBLLeMCA HA CTaHLAPTHOW Tepanuu. BeLywmi
BEKTOP KaK B AWArHOCTUKE, TaK 1 B pa3paboTKe HOBbIX CTpaTeruii
BeAeHUs nauneHtos ¢ M ansg NpoaneHns n ynydieHns Kaqectsa
X XKU3HW HanNpaB/eH Ha FreHeTUYeCKne MCCeaoBaHNs.
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