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Pe3rome. MyckynHama ducmpocgpusi Ha bekep e X-cebp3aHa peyecusHa mymauus (Xp21 nokyc), eodewja
0o Oeghekm & nMpodykyusima Ha OUCMPOUH — BaXKEH MPOMeUH 8 MUOKapda U CKerlemHama MycKynamypa,
Kolimo Hamarisiea cmpeca 8bpXy capkoriemMama npu MycKynHU KoHmpakyuu. HedocmambyHama rnpodyKyusi
Ha ducmpogbuH fpu nayueHmMu ¢ MyckynHa oucmpocgpusi Ha bekep (BMD) e cebpsaHa ¢ nosisa Ha basHa u
rpoepecusHa MycKynHa crnabocm 8 Kpakama u ma3osama MycKyrnamypa. 3acsizaHemo Ha Muokapoa He
€ rPOoropyUOHaNHoO Ha cmereHma Ha fnpoMeHuUme 8 repugepHama Myckynamypa — Hacmbriea 8 KbCeH
emarn om pa3sumuemo Ha 3abosnsisaHemo — 28,7 + 7,1 200uHU, U € OCHOBHa Mpu4uUHa 3a CMbpPM fpu mesu
nayueHmu. PaHHomo duaeHocmuyupaHe Ha CbpOeYHOMO 3acsizaHe e U3KITHYUMESTHO 8aXHO, Mbll Kamo e
C8bP3aHO C HaBPEMEHHO 3aroyeaHe Ha meparnusi 3a CbpdeyHa Hedocmamb4YHOCM U 3abassiHe pa3sumuemo
Ha kapouomuonamusima. Mpedcmassime crydali Ha 37-e00uWieH MbX C MycKyrnHa oucmpocgpusi Ha bekep,
KbCHO OuasHocmuyupaHa HarnpedHana kapouomuonamus U UHmpakasumapHa mpombo3a 8 risiea kamepa.

Knroyoeu dymu: myckynHa ducmpocgbusi Ha bekep, HanpedHana kapduomuonamus/ KbCHO duazHocmuyu-
paHa, nsiea kamepa/uHmpakasumapHa mpombo3a

Summary. Becker muscular dystrophy (BMD) represents an X-linked genetic disease (Xp21 locus) resulting
in dystrophin production defect. Dystrophin is an essential protein in skeletal muscles and myocardium
that reduces cell membrane stress during muscle contractions. The insufficient production of dystrophin
in patients with Becker muscular dystrophy results in slow and progressive muscle weakness that affects
predominantly proximal pelvic muscles. There is no correlation between cardiac involvement and the
severity of myopathy. The onset of cardiac involvement is usually in the third decade of life (28,7 + 7.1
years) and is the main cause of death in these patients. As soon as the diagnosis of BMD is established,
a comprehensive cardiac examination should be performed. Because cardiac involvement in BMD is
progressive and adequate therapy is available, cardiac investigations need to be regularly repeated. If
cardiac involvement in BMD is recognized early, appropriate therapy may be applied early, resulting in
more favorable outcome. We present the case of 37-year-old male with BMD, dilative cardiomyopathy and
LV thrombus, diagnosed at late stage of the disease progression.
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OnNUCAHME HA CryYAsi Ha OTNagHanocT 1 3aflyX B MOKON C AaBHOCT
M Ha 37-roAuluHa Bb3pacT nocTbneaB  OT OKono Mecel. Ha 6-roguiiHa Bb3pact e
KnuHukata no kapavonorus Ha Il MBAJT — Co- AuarHocTiumpaHa MyckynHa AucTpogus Ha
¢usa, No noeoa nNpekopauanHa onpecusi, cun-  bekep v go 18-roguwieH e uman neka Myc-
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KynHa crnabocT B AOMHWTE KpamHULUM, KOATO
crnep HaBbpLUBaHE Ha MbIIHOMETME 3anoyea
Aa nporpecupa. Nopaan nunca Ha onnakea-
HWSI OT CTpaHa Ha CbpAevHO-CbA0Ba cMcTeMa
(CCC) He e npocnegsaBaH OT Kapguonor. He
npoBexaa CUCTEMHO MeANKAMEHTO3HO redve-
Hue. MNpu noctenBaHeTo B KapavonornyHara
knuHuka Ha Il MABJ1 — Codousa, e B yBpeae-
HO 0OLLO CbCTOSHWE, apTepuanHo HansraHe
(AH) — 90/55 mm Hg, aputmu4Ha cbpgevHa
OenHocT, cbpaeyvHa vectoTa (CH) — 108/min.
B ngBete GenonpoGHM OCHOBWM ce ayCKynTu-
pat gpebHu BNaxHW XpunoBe. YCTaHOBSBa
ce nceBgoxunepTpodus Ha nogdegpuunte
C ABYCTpaHHU npeTtubuanHu otoun. [Buxe-
HUSITA Ha OOMHWUTE KparlHULM ca CUITHO orpa-
HUYeHWTe, a MaHyanHuUAT MYCKyIeH TecT Ha
FOPHWU KpamHWLM NoKasBa YMepeHo 3acsraHe
Ha npokcumanHata Mmyckynatypa (3/5). Ot
peHTreHorpacmsatTa Ha cbpue-6an gpob ce
yctaHoBu kapamomeranus (KT — 54%) v Ge-
nogpobeH 3acton. Enektpokapguorpamarta
npv NOCTbLMNBAHETO MOKa3Ba CUHYCOB PUTHM
(CY — 110/min) ¢ YecTn HagkamepHN eKkcTpa-
cucTonu, ABynpeacbpaHO obpemeHsiBaHe U
naB npegeH dacumkynapeH 6nok (JINPB).
HecurimdumkaHTHn npomeHn B ST-cermeHTa.
B poeHs Ha xocnuTanmsauusata e HanpaBeHa
exokapguorpadus ¢ gaHHU 3a CUCTOMHa ne-
BokamepHa (JIK) ancdyHkums — dppakums Ha
natnacksaHe (®N) — 25%, dpakums Ha CKb-
csBaHe (PC) — 9%, andysHa XMnoknHe3ns Ha
JIK ¢ Hannuve Ha BbTpekamepHa anukanHa
dopmaumsa ¢ paamepu 35/26 mm (cur. 1 1 2).
OunatupaHu gecHU CbpaeYHU KyXUHWU. YMme-
peHu MuTpanHa v TpuKycnuaanHa WHcydu-
LUMEHLMS 1 NyNIMOHAIHA XMNEPTOHUST B MOKOM
(cuctonHo HansaraHe Ha 6enogpobHaTa apTe-
pus (CHBA) — 55 mm Hg). Ot nabopatopHu-
Te n3crnegBaHns ce yCTaHOBSABAT MOBULLEHU
HMBa Ha obulaTta kpeaTuHkMHasa — 1245 Ul/I
(ref. < 45 Ul/l) npn pedepeHTHN CTONHOCTU
Ha CPK — MB — 22 Ul/l n tponoHunH < 0,01
ng/ml n Texxka xmnoHatpnemmna — 110 mmol/l.
B xoma Ha xocnuTtanusauusita ce npoBeX-
Ja KOHCEpPBAaTUBHO JleYeHMe Ha CbpaedHaTa

HeOOoCTaTb4HOCT N HapyLleHUdATa B eNieKTpo-
NUTHUS CcTaTyC ca KOMMEeHcMpaHu. AHTUKOa-
rynaHtHaTa Tepanus gosefe 0o HaMarnsiBaHe
pasMmepuTe Ha BbTpekamepHaTa dopmaums
(BepodTHa anukanHa Tpomb6o3a). Bbnpeku
TOBa CbpAeyHaTa (pyHKUMS Ha naumeHTa npo-
rPECUBHO Ce BriollaBa 1 NPeACcTOn BKIOYBa-
HeTO My B NUCTa Ha YakalluTe 3a CbpaevHa
TpaHcnnaHTauus.

OBCBLXOAHE

MyckynHaTta guctpodus Ha bekep (BMD)
€ onncaHa 3a MbpPBU NMbT OT HEMCKUSA HEB-
ponor n reHeTuk — Peter Emil Becker (1908-
2000). NpeacTaBnsaBa X-CBbp3aHO rEHETUYHO
3abonsBaHe, pe3ynTar OoT MyTauus B reHa 3a
AnCTpouH (Xp21.1) — BaxeH NPOTEUH B MU-
okapda W ckeneTHaTa MycKynaTypa, KOWTO
Hamangea cTpeca Bbpxy capkoremata npu
MYCKYMHM KOHTpakumu. Yectotata Ha BMD e
2,4/100 000 1 e MHOro no-psiaka OT MYCKYyI-
HaTa auctpodums Tun OwoweH [1, 2]. 3acdra
npeouMHoO Mbxe. HepocTtatbyHata npoayk-
umst Ha amctpodmH npu naumeHtn ¢ BMD e
CBbp3aHa C nosiea Ha GaBHa U NporpecMBHa
MYyCKynHa cnabocT npeaMMHO B KpakaTa 1 Ta-
30BaTa Myckynatypa, Kato cumnrtoMaTtukara
0OMKHOBEHO 3ano4yBa ga ce MnposiBaBa npes
OeTcTBOTO (6-7-rognwHa Bb3pacT). OnucaHu
Ca pas3nuyHu reHETUYHN BapuaHTW, CBbP3aHu
C No-paHHa unm nNo-KkbCcHa nssiea Ha bonecTTa,
KaTo ce cMsTa, Y€ No-KbCHaTa KnMHUYHA Npo-
siBa € CBbp3aHa ¢ No-gobpa nporHo3a [3, 6, 8].
CpepgHaTa nNpoabImKUTENHOCT Ha XXMBOTA MpU
nauneHTUTe ¢ MycKynHa auctpodumsi Ha bekep
e okorno 40 rogvHu, a Har-vyecTata npuynHa
3a CMBpPT € pa3BUTMETO Ha KapgnomuonaTus un
cbpaeyvHa HegocTaTbyHOCT [4, 7.

3acdraHeTo Ha MuoKapaa npy Te3u nauu-
€HTN e YeCTO U He Ce pa3BMBa naparnenHo u
NPOMNOPLMOHANHO CbC 3acAraHeTo Ha CKeneT-
HaTa myckynatypa [1, 2, 5]. [Mpu ronam npoueHT
ot 6onHuTe (70%) CbpaeYHOTO 3acsaraHe npo-
TUYa aCMMMTOMHO, HE € KIMHWYHO MU3SBEHO U
ce OTKpVBa NpU NMHCTPYMEHTasHM U3CnenBaHns
[3, 5]. Brzo 30% OT NnauneHTUTE NMaT CUMNTO-
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MaTuKa B pesynTaT Ha CbpAEeYHOTO 3acsiraHe,
KaTo NpOMeHuTe BapupaT OT feKuU CTPYKTYPHU
HapyLleHnss [0 >KMBOTO3acTpallasally apuT-
MWW, MUOKapaHa xunepTpodus, aunaraTMeHa
KapavomuonaTus, cbpaedHa HeaoCcTaTbyHOCT
1 BHe3anHa cbpaevHa cvbpT (BCC) [9, 11].
PaHHOTO AmarHocTuumpaHe Ha cbpaed-
HOTO 3acdraHe npu MauueHTU C MYCKyrHa
anctpodusa Ha bekep e M3knYUTENHO Ba-
XHO, TbW KaTo e CBbpP3aHO C HaBPEMEHHO
3anoyBaHe Ha Tepanus 3a cbpAeyHa Hedoc-
TaTb4YHOCT N 3abaBsiHe Pa3BUTMETO Ha Kap-
anommonatuaTa. KoHcepBaTuBHata Tepanus
¢ ACE nHxmnbutopwu 1 gurokcmH Boam go 3aba-
BsiHe pa3BuTueTo Ha CH npu Te3n naumeHTu
n nogobpeHne B NeBOKAMEPHUTE MOMMEHM
nokasatenu [1, 9, 10]. Bushby et al. npeno-
pbyBaT HavaneH KapAuonorvyeH nperneq,
EKI™ n exokapauorpadusa npu nocraBsiHe Ha
AnarHosaTta ,MyckynHa guctpodpus Ha be-
Kep“ n npocnegsiBaHe Ha Te3u MauUeHTU Ha

Que. 1. M-mode ExoKI™ — cucmonHa JIK ducgpyHkyus ¢
uspaseHa XUMoKUHe3us Ha MUmparnHus KrnaneH npbc-
meH (MKTI) u 3adHa cmeHa Ha J1IK
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HA-YECTO U3IOJI3BAHU [TOHATUSA B KAPZMOJIOTUATA

CTPYKTYPA U ®YHKILMA HA OCHOBHUTE AHATOMUWYHU EJIEMEHTH

HA MHUOKAPJIA

KPATKA ®U3MOJIOI'UA HA KPbBOOBPAIIEHUETO
IMMATO®U3NOJIOI A HA OCHOBHUTE CUMIITOMU B
KAPZIMOJIOTUATA

JUPEPEHIUAJIHA JIMATHO3A HA TPBAHATA BOJIKA
IMPUHINWIIA HA CbPAEUHATA MOJIEKYJISIPHA BUOJIOTUSA U
I'EHETHUKA

METABOJIN3BM U UICXEMUA

ENWAEMMHOJIOIMA U PUCKOBU ®AKTOPU 3A CbPAEYHO-CH/I0OBU
3ABOJISIBAHUA

AHAMHE3A U ®U3UKAJIHO U3CJIEIBAHE HA CBPJIEYHHO BOJIHU
OBPA3HU METO/I HA U3CJIEJIBAHE

HVYKJIEAPHA KAPJIMOJIOI'MA

WMHBA3VMBHU METO/IW B KAPJIUOJIOTUATA

MOHHMTOPUPAHE HA OCHOBHU XEMOJIMHAMUWYHU ITAPAMETPH
CBbPAEYHA HEJOCTATBYHOCT

APTEPUAJIHA XUITEPTOHUA

MCXEMUYHA BOJIECT HA CbPLIETO (KOPOHAPHA BOJIECT)
PUTHMHMU U ITPOBOIHN HAPYIIEHU

CBPJIEUHA CTUMVJIALMS U JIUBAIC TEPATIUS

CHUHKOIT

CBPIEYEH APECT. KAPIUO-ITYJIMOHAJIHA PECYCLUTALIUA
BB3MAJIMTEIHN 3ABOJISIBAHMA HA CBPLIETO
KAPJUOMUOIIATUU

BPOJIEHU CbPAEYHU MAJIGOPMALIMU

MPUJIOBUTU KJTATIHU CBPAEYHU TIOPOLIA

BOJIECTU HA KPbBOHOCHMTE CbJIOBE

TYMOPH HA CBPLETO

OLIEHKA HA CbP/IEYHU A PUCK ITPU HECBPJIEUHA XUPYPI'MA.
BPEMEHHOCT U CbPAEYHO-CH/I0BU 3ABOJISIBAHUS
PEXABWUJIMTALUA ITPU 3ABOJIABAHMSA HA CbPAEYHO-CHJOBATA
CUCTEMA

CBPLE U CITOPT

OLIEHKA HA 3/IPABHUTE TEXHOJIOI'MU B KAPJIMOJIOI'MATA

HanucaHa oT rofigsm aBTOPCKM KonekTus (61130 30 aBTopu) M NocBeTEHa Ha NMOKOMHWUTE Cb3aaTen
Ha 6b/irapckaTa KapAMoN0rMyHa WKoNa, KHWUraTa e npeagHasHavyeHa 3a Kapanono3n, MHTEPHUCTH
N APYrM MeAULMHCKM CNEeLManncTu, 3a CneLmanm3aHTi u CTyaeHTu.
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