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CbPAEYHO 3ACATAHE 1P HACJIEJACTBEHM HEBPOMYCKYJIHU
3ABOJIABAHUA

BbBenenue

HacnencrtBenute HEBPOMYCKYNIHH 3a00isiBaHUS ca pEAKM U  HHBAIMIU3UPAILU
3a00JIIBaHUsA, KOUTO 3acsArar mnepudepHuTe HepBU U Myckymurte. llpu romsma yact or
MYCKYJTHUTE AUCTPOPUH W TMPU HIKOM OT TOJMHEBPONATHHTE ce HalOIto/laBa ChPACYHO

3aciaraHe.

KIIACU®OUKAIUA HA HEBPO-MYCKYJIHUTE 3ABOJISIBAHUSA
I. Muonaruu
1. IIporpecuBHa MyckyiaHa auctpodus tum Tun Jromen/Tun bekep
. Emepu-paiipyc myckymnna nuctpodust
. [losic-kpallHUK MYCKYJIHU AUCTPOPUH

. Muotonnunu auctpoduu

2
3
4
5. @anmockaryioxymepanHa JucTpodus
6. OxynodapuHrrnagTHa MyCKYITHa TUCTPODUSI
7. KoHreHuTanHu MyCKYJIHU TUCTpo(pUU
8. KoHrenuraianu muonatuu
9. QucTtanHu MUOTIaTHH

10. MeTaboauTHA MUOTIATUH

11. MutoxoHapraIHl MUONIATUH
II. CnuHamHu MyCKYJHHU aTpodun
III. HacnenctBeHM MOTOPHU M CEH30PHU HEBPOIIATHH
IV. HacnencrBenu criacTUYHHM Maparieruy

V. KoHrenuranau MUacTCeHHU CUHAPOMH

VI. 3a0osiBaHKS HA BOJITA)KHO 3aBUCHMUTE KaHAIU HA CKCJICTHUTE MYCKYIJIU - KaHAJIOIIaTUH

Myckynnute nuctpodun oOxBamar rpymna oT Haja 50 pa3nuuHu 3a00JsBaHUs, KOUTO
ce MpeAU3BUKBAT OT MYTALlMU B Pa3IMYHU F€HH M BOJAT J0 U3Ba HA MATOJIOTMYECH (PEHOTHIL.
Onucann ca X-CBbp3aHH, AaBTO30MHO-JOMHUHAHTHM M aBTO30MHO-PELECHBHHU (OPMH.

MyckymauTe auctpoduu ce Ab/DKAT Ha 3acsIraHeTo Ha MIMPOK CIEKThP OCNTBIH,



JOKAJM3UPAaHU B PA3IMYHU YaCTH U y4acTBAIIM B M3IBJIHEHUETO Ha Pa3IMYHU (YHKIUH Ha
MYCKYJHOTO BJIAKHO:
» benrpim Ha MemOpanaTa Ha MyCKyJqHaTa KJIE€TKa — AUCTPO(UH, CapKOTIMKaHH,

nucdepiivH ¥ KaBeoJInH 3

» benarsim oT U3BBHKICTHUHMS MATPUKC — JJAMUHHH 02, KojiareH VI

» CapkoMepHu OenThblM — TEJICTOHWH, MHUOTHIWH, THTUH, HEOYJIWH, aKTHUH,
TpOnoOMHUO3MH 2 U 3, TporoHuH T'1

» benteum ot nuro3oina — kanmaud 3; TRIM 32

» benrwium ot s1poTO — emepuH, 1aMuH A/C, GENTHK, OTTOBOPEH 3a MPEKHUBIEMOCTTa Ha
JIBUT'aTEITHUTE HEBPOHU

» benrwum, cBEp3aHu C TIMKOIN3UPAHETO — QYKYTHH, (GYKYTHH-CBBP3aH MPOTEHH

Mmuo¢pubpute ce 3amecTBaT OT MacTHAa M ChEJUHMUTENHA ThKaH, KOETO HamalsiBa
TAXHATA Maca W MNPHYMHSIBA MYCKydHa ciaboct. CemmaT mporec ce HabiaogaBa U B
MHUOLUTHTE, KIETKUTE U3TPAXKAALIN ChPJCUHUS MYCKYJI, KOETO BOAU A0 GuOpo3a U HapylIeHa
cbpaeuHa ¢yHkuua. KimHuuHaTa wu3sABa € JAWJIaTaTHUBHA, MO-PAJKO XHUIEpTpoduyHA
KapJIMOMHUOMNATHUS, ChPJCUHA HEJOCTAThYHOCT U PUTHMHO-IIPOBOJHU HApPYILICHHUS.

Ot rpynata Ha HacJIEJCTBEHUTE HEBPOMNATUM, IPHU TPAHCTUPETHHOBATa (amuIHA
MOJIMHEBPOIIAaTUs ce HaOIroAaBa MHOIO YECTO ChpAEYHO 3acsraHe. Ts € yact oT rpymnara Ha
aMWJIOMJO3UTE, XapaKTepU3upalmm ce C omiarane Ha (QubpuiapeH NpoTeuH B
W3BBHKIIETBYHOTO INPOCTpaHCTBO. Hali-uectata KJIMHHMYHA U3siBA € CEH30-MOTOpHA
HEBpOIaTusi, OOMKHOBEHO C AaBTOHOMHO 3acsiraHeé W PECTPUKTUBHA KapAHOMHUOINATHUS.
XapakTepHa 3a KapAMOMHONATHUATAa € TEKKaTa AMACTOJIHA JAMCQYHKIMS C TpOsSiBU Ha
ChpJEYHA HEAOCTATBYHOCT U PUTBMHO-IIPOBOJHU HAPYILIEHUS.

[Ipy mnanmeHTUTE C HEBPO-MYCKYJIHHM 3a00JsBaHUs, MpPOSBUTE Ha ChpJEYHA
HEJ0CTaTbYHOCT MOTaT IBJIFO BPEME Ja OCTaHAT HEPA3MO3HATH NOpaAy HapyIICHHETO BBHB
(GyHKIMSATAa Ha CKEJIETHUTE MYCKYIM W mepudepHara HEpBHA CUCTEMa, KOETO BOAMU 1O
orpaHvueHa (U3MYecKa aKTUBHOCT HA 3aCerHAaTUTE MHAMBUAU. ToBa MOXeE Ja JOBelE 10
KBbCHO AMarHOCTULIMPAHE U 3a0aBsHE MPHJIATraHeTO Ha ChbOTBETHO JICUEHHE.

B bbirapus He € IpoBEXIaHO CUCTEMAaTUYHO U HACOUEHO M3CIJIEIBAHE HA CHPJACUYHUTE
YBpEXKIaHUs MPHU MalUEHTH ¢ MYCKYJIHU auctpoduu u HeBponatuu. Hskou oT TIX 3a MbpBU
0BT Ca OTKPUTU U OMNHUCAaHU B Bbirapus m 3a mbpBH BT CE€ OMpENEisl TEXHUSAT ChbpACUEH

CTaTyc.



1. JIUTEPATYPEH OB30P

1.1. CbPAEYHO 3ACATAHE IIPU NANMUEHTHU C NPOI'PECUBHU MYCKYJIHU
AUCTPODPHUN THUII JIOIIEH/GEKEP

[IporpecuBHuTe MyckynHu auctpodun tun [romeH u Tun bekep ca HacieACTBEHU
3a0omsBaHMsI, 00yCIOBEHU OT MYTAallUH, 3acATallyd ITUCTPO(GUHOBHS T'eH, JIOKAIU3UPaH B X
XpOMO30MaTa, KOUTO C€ MPOsABABAT KJIMHUYHO C IpOrpecupalia MycKyaHa cadocT 10 TeKKa
UHBAIMAW3ALKs,  JAUXATeIHA  HEJOCTaThYHOCT,  KAPAMOMHUONATHA U ChbplAeYHa
HEJOCTAThYHOCT. PaszmmyaBar ce MOMEXAYy CH [0 HA4dajioTo, TEXKECTTa Ha KIMHAYHATA
CHMIITOMAaTHKa ¥ CKOPOCTTA Ha Iporpecus Ha 3a00JIIBaHETO.

1.1.1. Hcropus, enuaeMHuoJIOrusl ¥ eTHOJIOT U

[IporpecuBHata myckynHa auctpoduss tun [lfomeHn € omucaHa 3a OBPBU BT
noapooHo ot ¢penckus HeBposor Guillaume Benjamin Amand Duchenne mpes 1868 r. u
HOCH HETOBOTO MME, BBIPEKH Y€ CHIIECTYBAT M MPEAIISCTBANIM ONMCAHHUS Ha MAIlMEHTH C
ToBa 3abonsnBane, Harpasenu ot Charles Bell (1830), Edward Meyron (1852) u William John
Little (1853). OcHOBHUSAT MPHUHOC 3a XapakTepu3upaHeTo Ha 3abomsBaneto Ha G. Duchenne e
onucaHueTo Ha 13 ciydas Ha MOMYETa, MIPH KOUTO 3a IIBPBU IBT € OCHIIECTBEHA MPIIKUBE
MYCKYJIHA OMOTICHS, N3CIEIBAHH Ca XMUCTOJIOTUYHO M Ca U3TPAJCHNA TUArHOCTHYHU KPUTEPHH,
OCHOBaHM Ha TATOJOrOAHATOMUYHUTE H3CICABAHMUS W eNeKTpuuecka crumynanus. G.
Duchenne napuua 3abomsiBanero ,,IlceBnoxuneprpoduuna MyckynHa mapain3a”. 3a mbpBU
neT Gowers (1879 r.) onucBa reHeTUYHUS XapaKTep Ha 3a00JIIBaHETO KAaTO YCTaHOBsIBA, Y€
“3a00/15IBaHETO C€ TMpefaBa OT >KEHU, KOMUTO He OonemyBaT. [lerata Ha Te3W KEHU OT
pasInYHM CBHIPY3H ca 3acerHaTu’”. Tol ycTaHOBsBa, Ye CIIOPAAUYHHUTE CIIydau ca MO-peaKH
0T (haMUIJIHUTE, ITPU KOUTO UMa OOJTHU 1Mo MaifunHa nuHug. GOWErs onucsa u gopmara c 1mo-
0aBHO pa3BUTHE OKOJIO M Cliel myOeprera, KOSTO € MOAPOOHO Xapaktepu3upaHa ot Emil
Becker (1955) [24, 25]. Otkputuero Ha auctpoduHoBus reH (1986) e ocHoBara 3a
CBHBPEMEHHOTO pa30MpaHe Ha MaToreHe3aTa U Bb3MOKHOCTHTE 32 TEepaIus Ha 3a00JIsIBAaHETO.

I[IMJT Tun Jromen ce cpema ¢ decrora 1 Ha 3500 xuBopogenu momueta [70]. Tlpu
30% ot Tax myramnmara Bb3HHKBa de novo. [IMJ] tun bekep ce mposiBsiBa ¢ dectota 1 Ha
30 000 sxuBopomenu MomueTa. [Ipu 50% myranuute ca de Nnovo.

I'ensT, otroBopen 3a [IMJ] tun [romen u bekep € kiioHUpaH U KapTupaH npe3 1986
[153, 157] u mpoayKThT My - IpoTenHa qucTpoduH e onuca ot ekuna Ha Kunkel mpe3 1987
[102]. ductpodrHOBHAT T'eH ce HaMupa Ha X-XpoMo3omara B JoKyc Xp2l u e enuH oT Haii-

rojIeMUTE FeHU B YOBEIIKHs reHoM. MyTranuuTte Ha JUCTPOPUHOBHS I'eH ce yHacieasBar X-
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perecuBHO, KOETO O3HauaBa, ye 00oJeTyBaT OCHOBHO MOMYETA, 3aIl[0TO Ca XEMHU3UTOTH 0 X-
xpomMo3omara. JKeHUuTe ca HOCUTENKH U MpeaBar 3a00JIIBAHETO HA CBOMTE CHHOBE C PUCK OT
50% ot paxnane Ha 60osHO MoMue U 0% 3a 60HO MoMuue, HO 50% OT IbIIEpUTE HA TaKaBa
’KeHa 1ie ca Hocutenku [1, 69, 153]. B MHOro penku ciiydan Morar ga ObJaT 3aCeTHATH JKEHH
[3], HO ¢ mo-J1eKa KIMHIYHA U3sIBa.

1.1.2. IlaTorene3a Ha MYVYCKYVJ/IHATA YBp€/ia

JMcTpoUHBT € IUTOCKENIETEeH TPOTEUH, HaMUpalll Ce 110 BbTPEIIHATa IOBbPXHOCT Ha
capkosiemata. HapynieHnero Ha HOpMajiHaTa MyCKyJHa (YHKIMS M H3sBaTa Ha OOJIECTHUSA
(GeHOTHIT B MOBEUYETO CIy4YaW C€ JBDKM Ha 3acAraHe KOMIIOHEHTHTE Ha AUCTPOUH-
aCOIMUPAHN TJIMKOIMPOTEHHOB KOMIUIEKC. JlucTpoduH-acoMUpaHuaT TIUKONPOTEHHOB
KOMILJIEKC € CJI0HA HaJMOJIEKYJIHA OpraHu3alus, BKIOYBAILA AUCTPOPHUH, JUCTPOIITUKAHOB,
CapKOTJIMKAaHOB U CUHTPO(UHOB cyOkomIuiekcu. Toil ocurypsiBa 3qpaBaTta MEXaHUYHA BPb3Ka
MEXy BhTPEKIEThYHHS IUTOCKETIET Ha MyCKYyJTHaTa (uOpHIIa ¢ M3BHHKJICTHYHUS MATPUKC U
urpae poJsaTa Ha cTabMIM3aTop Ha capKoJjiemMara Mo BpeMe Ha MyCKYJIHHTE chkparieHnus. [Ipu
[IM/I Tun J{romieH ce ycTaHOBsIBa MOYTH IIbJIHA Jurica Ha auctpodul. [Tpu [IM/] tun bekep
Toi e aOHOopMeH wiu HamalieH. Te3u ¢akTopu oOycnaBsT HapylleHaTa CTaOMJIHOCT Ha
TUCTPO(UH TITMKOMPOTEHH-ACOIIMHUPAHHS KOMILIEKC.

CrpIecTByBaT JBE OCHOBHU TEOPHH, KOWTO OOSCHSBAT NPOMEHUTE B CKEJETHATa
MYCKYyJ1aTypa, 00yCIOBEHH OT JIMIICaTa WK e(UIUTa Ha JUCTPO(DUH.

o Kanyuesa xunomesa [18,31]: JuctpoduuoBusT aedUIUT BOAM JO CMYIICHHE B
KaJlMeBaTa XOMEOCTa3a, Mopaau HapyllaBaHe Ha (yHKOUATa Ha MeMOpaHHUTE HOHHU
KaHaJIM. Y CTaHOBSIBA C€ MOBHILIECH KAJIUEB MH(IYKC B 3aCETHATUTE MYCKYJIHU BJIaKHA, KOHTO
BEPOSTHO TNPHUYMHSIBA TSAXHATAa HEKPO3a, BCIEICTBHE WHTECH3M(HIIMpaHE Ha IMPOIECHTE Ha
nporpaMHpaHa KieTbuHa CMBpT. l[Ipeamonmara ce, 4ye kamuuar aktuBupa Ca-3aBUCHMH
IPOTEa3H U OTKJIIOYBA BH3MAIUTENIEH MPOLIEC.

e JluctpoduHBT WTpae cmpyKmypHa poisi W OCUTYpSBa B3aUMOJICHCTBHETO MEXIY
capkosiemata W ekcrpauenymnapuus marpukc [30, 197]. Jluncara My BOAM A0 OCMOTHYHA
HECTaOMITHOCT NMPH MYCKYJIHO ChKpallleHHe U TOCiIe/Balla HEKpo3a.

OcBeH B HampeyHOHaOpasJieHaTa MYCKYlaTypa, AUCTPOPUHBT C€ OTKpUBa U B
[IAJKATe U ChpaeuHuTe MyckynHu kietku [40,169,172]. Tosa oOsicHsIBa U HAIUYHETO HA

kapauomuonartus npu nanueHty ¢ [IM/I tun dromen u bekep.
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1.1.3. Kauauyna kapruna Ha M tun J{romeH.

[IporpecuBHata MyckymnHa quctpodus tun JfomeH ce mposiBsiBa KIMHUYHO Mpeau S-
roqumHa Bb3pact [2]. Ilpy HIKOM OT MAlMEHTHTE WMa JaHHA 3a 3aKbCHCHHE B
POXOXKJAHETO U TPOMaBa MOXOJIKa OLIe Mpein HayanoTo Ha 6onectra. KnuHuunaTa u3siBa ce
XapakTepusupa C Iporpecupama MyCKyJdHa cJabOCT, aHraxupama HpeJHuMHO
NPOKCHMAJIHATA MYCKYJaTypa IbpBO Ha JOJIHUTE KpalHWIM, a B IOCIEICTBHE W Ha
ropaute KpanHuiy. OIUTakBaHUATA ca OT TPYAHOCT B HM3KA4YBAHETO HAa CTHJIOM, 4eCTH

magaHusl, 3aTPYIHCHO HU3NPaBAHE OT KICKHAJIO0 MOJOKCHUE WM HM3BHPIIBAHE HAa APYTU
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JBIDKCHUSI, HATOBApBallld MYCKylaTypara Ha Ta3oBus mosc (m. iliopsoas m riyreanHara
MYCKyJiaTypa) W TpPOKCHMAIHHTE MYCKYJIM Ha JOJHH Kpainuim (M. quadriceps), KouTo
IBPBHU ce 3acsarar. PaHHa u3sBa Ha cnabocTTa Ha Ta3o0BaTa MycKyJiaTypa € T. Hap (peHOMeH Ha
Gowers (rmpu u3npaBsHe Ha MAIMEHTa OT KJIEKHAJIO MOJIOKEHHE TOW ce onupa B Oenpara cH,
KaTepelo ce M3MpaBsiHe ¢ momolnra Ha pwiere). [loxogkara ce mpomeHs, ¢ XapakTep Ha
KJATylIKama ce, maremka. BrocnenctBue mnpernOuanHata MycKynatypa arpodupa u
NAlMEHTHUTE 3al04YBaT Ja XOoAsT Ha npbeTH. [lonbGenpunute ca ¢ yBenudyeH o0eM, BCIEICTBUE
ncesaoxuneprpodus Ha m. triceps surae, nopaau pa3pacTBaHe Ha MacTHA U ChEAUHUTETHA
ThKAaH Ha MICTOTO Ha JIereHepUpaluTe MYCKyJHU BiakHa. [lopaam arpodus Ha
napaclyHaiHaTa 1 KOpeMHaTa MycKyJlaTypa ce pa3BUBa MOSICHA XMIIEPJIOPA03a C U3IIbKBaHE
Ha kopema. HamansaBa pa3cTOsSHHETO MeXay JOJHUTE pedpa W WIMAYHUTE KOCTU. BomHUST
npunobuBa T. Hap. MuonarHa mo3a. CnabocTra U aTpoPUUHUTE U3MEHEHHSI HA MYCKYJTUTE Ha
paMEHHUS NOSIC U MUILHULUTE CE MOABSIBAT MO-KbCHO. 3aTPYJHEHO € MOBJUTAHETO Ha TOPHU
KpaitHui. JIBeTe ckamy/iM ca M3IbKHAIM crpsiMo Topakca (scapulae alatae). MyckynHara
cmaboct u arpodus BOAM OO TMOSBaTa Ha CTABHU KOHTPAKTYPH, C MHPBOHAYAIHO
aHT@KUpaHe Ha TJIe3eHHHTEe CTABH M aXHJIECOBOTO cyxoxuiaume (pes equinovarus), a B
MOCJIEICTBIE M KOJICHHH, JIAKbTHH, PaMEHHHU, Ta300€IpeHH W WHTEPBEPTEOpATHU CTaBH.
PazuBar ku¢ockoanosa. Ilpenm 13 roamHm ryOsaT CHOCOOHOCTTAa Ja XOIAT
CaMOCTOSITEJIHO.

JluxaremHuTe HapyLIEeHUs: ca MHOIO TUIIMYHM ITpu Momuerara ¢ [IM/] tun /{romen u ce
YCTaHOBSIBAT CKOPO CJie] 3arybara Ha caMocTosTeaHa noxoaka. Kugockonuosara, cinabocrra
Ha MHTEPKOCTAJIHUTE MYCKYJIM M JuadparmaTa HapyllaBaT BBbHIIHOTO JauiiaHe. Pa3BuBa ce
PECTPUKTHUBEH THII HapyIlIEHHE Ha AUIIAHETO, KaTo NMpH 73% OT ManueHTuTe HemoCpeICTBeHa
IpUYMHA 3a JIeTalleH M3X0J € auxartenaHata HemoctarbuHocT [209]. IIspBOHOYANHUTE
KJIMHUYHU CHUMIITOMH, CJIEJCTBHE OT XMIIOKCEMMATA U XUIEpPKAIHHUITA, MOraT Ja ca MHOTO
JIeKU, KaTo peAyKIMs Ha TeJecHaTa Maca, JIECHa yMOpPSEeMOCT, IMO-JOlla YCIIEBAEMOCT B
YUWJIMILE W HapylleHus Ha cbHS. B mocnencreue 0enoapoOHUTE MHPEKIMU CTaBaT M0-4eCTU
U TO-TPYIHO JIEYMMHU. AKO pa3BHUBalllaTa Cc€ XUIEpKalHUs He ObJe JeKyBaHa, ce J00aBsT
riaBoOonue, OOLI0 HEpasNoJIOKEHHE M PHUCKBT OT CMBPT, MOpagd OCTpa JAUXaTeaHa
HEJOCTaThbYHOCT, MPOBOKMPAHA OT WHTEPKYPEHTHH WH(QEKIUH, HapacTBa 3HAYUTEIHO.
[TarueHTHTE Ca CHC CHUJKEH BHUTAJEH KANALMTET, YeCTH NHEBMOHHHM M pPa3BUBaT
AUXATEJHA HeJOCTATBLYHOCT, KOETO Hajlara JMxXareliHa peaHuMalus B KpailHUTe cTaauu Ha

ooecrra.
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Cumrnromutre OT AMCPYHKIHA Ha T[JIaJKaTa MYCKyJaTypa ca CTOMAIIHHUST
XUIMOMOTHIINTET, KOWTO ce MaHH(ecTupa C TEKECT, KOpeMHH OONKH W moBpbinane. [Ipu
MaJIKa 4acT OT IMAIMeHTUTE Ce YCTAaHOBSIBA MaJIaOCOPOIIMOHEH CUHIPOM C JTHAPHsI, METaKOJIOH
WIM MOTHJIMTETHH CMYIICHHUS Ha XpaHompoBoja. KoHcTunamusTa € pe3yirar He caMo Ha
aHTOKUpaHEe Ha TJaJKaTa MyCKyJlaTypa Ha yepBara, HO W Ha chnabocT Ha
HalpeYyHOHAOpa3JeHaTa KOpeMHa MYCKyJlarypa, KOeTO BOJAM JI0 HaMaJlIsBaHE Ha
MHTPaa0IOMUHAITHOTO HaJISITaHEe TIPH e eKaIus.

1.1.4. [ImarHo3a
Jlmarno3ata ce MmocCTaBs BB3 OCHOBA Ha XapaKkTepHaTa KIMHHWKA W TapaKIUHUYIHU
M3CIICABAHMS.

1.14.1. CepulectByBaT pa3jilyHd CKAJM 32 OLEHKA Ha MYCKYJHATa cjJadocT IpH

HalnueHTuTe ¢ auctpoduHonatiu U epekra oT mpoBexaanata teparnus. Medical Research
Council (MRC) ckana 3a MaHyaaHO MYCKYJIHO TECTyBaHE C€ HW3I0JI3Ba Hal-IIUPOKO. The
North Star Ambulatory Assessment e crenuaiHo ch3aaneHa 3a nanuentu ¢ [IM]] JromreH,
KOHMTO HE ca 3aryOrii CIIOCOOHOCTTA 32 CAMOCTOSITEIIHA ITOXO/IKA.

1.1.4.2. buoxMMHYHHUTE M3CJAEABAHUN ca C JaHHU 3a noBuieHu crtoiHocth Ha CPK,

ACAT, AJIAT, u JIIX. IIpu narmentute ¢ [IMJ] tTun Hromen CPK ce moBuiaBa Haii-mManko

10 mpTH Haxg Hopmara (Haii-uecto Mexnay 25 u 200 mbetu), a npu [IM/] tun bekep - Haii-
masiko 5 mbeTd. [loBumenure croiiHoctu Ha CPK, xouTo ca cinencrBue Ha HEKpo3a Ha
MYCKYJIHHTE BJIaKHA, ChOTBETCTBAT HAa Bh3PACTTa M ChCTOSIHUETO Ha TalieHTa [6].

1.1.4.3. Eaexkrpomuorpadusra (EMI') ycraHoBsiBa XapakTepHa reHepau3upaHa MHOTeHHA

yBpena, a B KpaiHute craguu Ha [IMJl oOmuar Opodl Ha aKUMOHHWUTE IMOTEHIMAIU Ce
peayuupa c okoio 35%.

1.14.4. Myckyana Ouoncusi. [lpu auctpodunHonatuure, AePUIMTHT WM JMICaTa Ha

JUCTpo(UH BOAM JO HEKpO3a Ha MHUOLMTHUTE, pereHepanus W mporpecupaiia ¢uodposa.
HNmyHoxuctroxumMuuHOTO M3cieaBane u Western blot mokassar swurica Ha auctpoduH Tpu
IIM/] tun {ronieH u pexyuupas npu tun bekep.

1.145. OYHKUMOHAJIHO M3cjeABaHe Ha jaumanero. [lpu manueHTuTe ce u3cneaBaT

®opcupan Buranen Kamamurer (OBK) u ®opcupan Excrimparopen Ob6em (PEO1). Tesn
MOKa3aTelu He ca YyBCTBUTEIHM B HAYaJHUTE CTaJWM Ha 3a00/sIBaHETO, ThHl KarTo
penyKIMsaTa UM ce HaOusrojaBa clie]l HaMaJsgBaHE Ha MYCKyJlHaTa cuia c¢ mnoseue oT 50%
[206]. [Ipu OGomHUTE ce YCTAaHOBSBAT PECTPUKTUBEH THUIl HApYyIICHHWE Ha IUIIAHETO ChC
camxkenu croitnocti Ha ®EO1 n ®BK u HopManen koepunment Ha Tuprno ®BK/DEO1 [36,

182, 232]. Cnen 3arybata Ha CaMOCTOSATEIHA ITOXOJAKAa MPOBEKIAHETO Ha €XKEroaHa
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NOJMCOMHOTpadusi € BaKeH eJIEeMEHT Ha JAMarHOCTHKara, oO0yCloBeH OT (QakTa, ue
XUIMOBEHTUJIAUA W OOCTPYKTHBHAa CHHHA amHes C€ YCTAaHOBSABAaT INPU JBE TPETU OT
HalUeHTHUTE.

1.1.4.6. I'eneTnyHo M3caeaBaHe Ha 00JHH Uype3 aupexkTeH M nuanpexTes JHK-anaau3

Multiplex PCR, (BkimtouBai 2 cera oT 9 ek30H npaiimepnu jaBoiiku). Southern blot u
FISH ce m3nmon3Bar 3a oTKpuBaHE Ha JIEJELUH, HA KOUTO ce majga 65% OT MyTauuuTe mpu
[MIMI tun Hromen u 85% ot myranuute npu [IM]] tun bekep. Ilpubnusurenno 98% ot
neneuunte B [IM/] reHa ce OTKpUBaT ¢ T€3M METOIUKH.

Texuuku kato Southern blot u xoruuecmeena PCR ce mpunaraT 3a OTKpHUBaHE Ha
JTYIUTMKAIMY, KOUTO MOTaT J1a HapylIaT WK J1a 3ana3sT paMKaTa Ha Ye€TEeHE U 10 TO3U HaUYUH
na npuuuHAT [IMJI tun Hromen, pecn. bexep. Ha nymnukanuure ce magar 6-10% or
MYyTallMUTE TpU TE3U 3a00JIIBaHUS.

MLPA (multiplex ligation-dependent probe amplification) [MRC Holland] e meron,
KOWTO C€ M3I0JI3Ba PYTUHHO 32 OTKPUBAHE HA JICNCNUU U AYIUTMKAIIUU TPU Pa3IMYHU TCHH.
[Ipuer e karo cTaHZapTeH METOJ 3a TeHEeTHYHO u3cienBaHe Ha mamueHTH ¢ [IMJ] Tun
Miomen/bekep mpu MOAroToBKaTa UM 3a T€HHA Tepamnus, KakTO U 3a M3CJe/BaHe Ha JKEHU
HOCHUTEJIKH.

CekeeHupaHemo Ha III/ICTpO(l)I/IHOBI/IFI r¢H OTKpHUBa MAJIKM ACICHUH, WHCCPLUMH,

TOYKOBU U CILJIAHCUHT MYyTallMM, HA KOUTO ce maaar okoJio 35% ot myrauure npu [IM/] tun
JlromeH

1.1.5. Jledyenue u npocjaeasiBaHe HA NAIMEHTUTE ¢ AUCTPODUHONATHH

[Ipe3 mocneaHUTE TONMHYU OCBEH YTBBP/ACHATa KOMIUIEKCHA CHMIITOMATHYHA TePAIHs 3a
nedeHune Ha  jguctpoduHomarmure  [36,38,65] wma  chluecTBeH  HampeabK B
€THONATOrCHETUYHOTO MM JICUCHHE, BKIIFOYBAIIO TeHHa Tepanus [/, 245)]. 3a cera reHHara
Tepanmusi Ha JUCTPO(UHONMATHMTE € B eTall Ha eKCIEePUMEHTAJIHU HW3CJeBaHUs Npu
xuBoTHHCKU Mozenu [20, 32] w knuHMuHU npoyuBanus [7, 96, 186]. OcHOBHUTE Iienu Ha
KOMIUIEKCHAaTa Tepamusl NMpU Te3W MAaIEeHTH ca yIb/DKAaBAaHETO Ha IepHoja Ha 3ara3eHa
CaMOCTOsITeNIHA IOXO0JIKa, MOA00psiBaHE Ha KOTHUTHUBHHUTE CIIOCOOHOCTHM, OTCPOYBAaHE Ha
YCIOXKHEHUATA, KaTO CTaBHM KOHTPAKTYpH, CKOJHMO3a, JUXaTeJHa HEJOCTaTh4YHOCT,
KapIMOMHOIIATHSI, HAPYIICH racTpoMHTeCTHHaIeH MoTwiuTeT [38]. B HacTosius MOMEHT
OCHOBHO NpUJIOKEHHE Hamupa Tepanusra ¢ kopTukocrepounu, ACE-unxuOurtopu, Oera-
O50Kepu, OpTONeIUYHATa XUPYPrus, IUXaTelHaTa pexadunuTanus U GU3noTepanusTa, 4pes3

KOHTO CC LICTIN I'IOI[O6p}IBaHC Ha Ka4C€CTBOTO HA XXMBOT Ha IMMAIUCHTUTC
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@u3uorepanusiTa € BAKEH EIEMEHT OT  KOMIUICKCHOTO  JICYeHHE  Ha
muctpoduHomnaruute. [Ipunara ce BbB BCEKU €MH MOMEHT OT MPOTPECcHsTa Ha 3a00JISIBAHETO
KaKTO IPH MOIBIKHH, TaKa M MPH 3aryOrId CIIOCOOHOCTTA CH J1a XOAST narueHTd. OCHOBHTE
W menu ca ga 3a0aBM HAMaJCHHMETO Ha MYCKyJHAaTa CWiIa W Maca, jJa NpoQuIakTupa
Pa3BUTHETO HA CTABHUTE KOHTPAKTYPH H JIa TIOJJOOPH KaueCTBOTO HA KUBOT HA OOJTHUTE.

Optoneanuna xupyprusi. Oxomno 90% oT Momuerara ¢ AUCTPOPUHOINATUS Pa3BUBAT
KIMHUYHO 3HAaYyMMa CKoino3a. [loaxonsmiata npoQuIakTUKa Ccpenly TrpbOHAYHHTE
W3KPUBSIBAHUS NIPY TE3M MMALMEHTH TPSIOBA Jia 3aIll04HE MPEIu Jla ca U3ryOWIn CIIOCOOHOCTTA
CH JIa ce ABWXXKAT U BKIIFOYBA (PU3MOTEPANIeBTHYHU IPOIEAYPH H IMOAXO/SIIA 1032, U30srBamia
Ta3oBaTa acUMeTpHs. BenHmXK MOsSBMIA ce, CKOJIMO3aTa MOXe Ja Obae KOopurupana
xupypruyao. C Hail-moObp edekT ca Te3n WHTCPBEHIIMM, WM3BBPIICHH Ha €Tal, KOraTo
IpBOHAYHHAT CTHIO € BCe Olle MOABMKEH M BIBIBT Ha Koo ¢ 20-40 [43]. B Te3u mo-paHHu
CTaJu¥ Ha 3a00JSIBAHETO JUXATEIIHATA U Chp/ACYHATA (PYHKIMU Ha Te3U OOJIHU ca JOCTAThYHO
ChXpaHEHH, 32 J]a MOXKE OPraHU3MBT MM J1a TIOHECEe OllepaTHBHA HHTESPBEHITHS.

Momabp:kane Ha auxareanutre ¢ynkoun. Yectutre aUXaTeIHU WHPEKIMH U
nporpecupanara auxarteliHa HEeIOCTaThbYHOCT B MO-HampeaHanure craauu Ha [IM]] tun
Jroren Hajmarat nepHOAMYHO MOHUTOPUPAHE HA JUXATCITHUTE PYHKIIMH Ype3 CIIUPOMETPHS
¥ M3MEpBaHE Ha KPBBHUTE Ta30Be, KAKTO U ChOTBETHA Tepanws. M3kycTBeHaTa BEHTUJIAIMS C
MO3UTHUBHO HAJsTaHE Ha-4ecTo 3aroyBa Jia ce MNpuiara OKoJo 17-roAMiiHa Bb3pAcT.
OcHoBHa WHAMKAIUS 3a MPUIOKEHHETO Ha HeWHBa3uWBHa HoimqHa BeHTunanus (HHB) e
YCTaHOBSIBAHETO HA KIIMHUYHO M3sIBEHA HOIHA XUTIOBCHTHJIAIMS. B HanmpeqHammTe cTauy Ha
3a00JIIBAHETO TIPY YCTAHOBEHA JTHEBHA XHUITCPKAITHUS HEMHBa3WBHATA BEHTHJIAIUS CE MpHUIara
u ripe3 aens [206]

1.1.6. Copaeuyno vepexaane npu namuentu ¢ M U BMJI

JIM]] e Haii-uectara u Texka Gopma Ha MyCKyJIHa IUCTPO(DUs C HAN-TEKKO 3acsAraHe
Ha ceprero. C HampenBaHe Ha 3a00JsBAaHETO HapylIeHUsTa B OenoapoOHAaTa M ChpJeyHa
GyHKIMS TOTMPUHACAT 3HAYUTEIHO 3a BIJIOIIABAaHE Ha MPOrHO3aTa M KA4eCTBOTO Ha JKUBOT.
HampeabkbT B JIEUEHHETO Ha IUXATEIHATA HEJOCTATHYHOCT, BKJIIOUUTEIHO C MEXaHUYHA
BEHTWJIALIUSI BOJMU /10 YABbJDKaBaHE HA KUBOTA HAa Te3W MauueHTH. [IpoabikuTenHocTTa Ha
’KUBOTA TIPH MMAIMEHTH, TPH KOUTO € U3BBPIIHA XUPYPTUUHA KOPEKIUs Ha AedopMalusTa Ha
rpbOHAaYHUSA CTHIO M ca BKJIIOYEHU HA HOIIHA BEHTHJIAIMS KUBEAT cpeaHo okoio 30 roi. B
CpaBHEHHE C TAlUEHTH, KOMTO Ca CaMO Ha W3KycTBeHa BeHTwiamus (22,2 rom.) [68].
YBenuueHata MPOIBIDKUTETHOCT Ha JKMBOTA, 00aue M3BEXJa HA MPEIH IUIaH ChPACYHOTO

3aCAraHe€ KaTo OCHOBHa ITpUYMHA 3a 3a00/1eBaEMOCT U CMBPTHOCT. Ha macrosmus eram B

15



pa3BUTUTE CTPaHHW, KapJUOMMOIATHATA € BOJAELIaTa NPUYMHA 332 HEOJAronpHsTeH H3XO[,
KOETO M3HMCKBAa HACOYCHO BHUMAHUE KbM JIMAarHo3aTa U JICYEHHETO Ha ChPACYHOTO 3acsiraHe

IIpH TC3U MMAIUCHTH.

1.1.6.1. llaTorene3a Ha kapauomuonarusara npu AMJA u EM /I

Jlurcata WM HAJMYMETO HA MATOJIOTWYEH AUCTPOPHUH B KApIUOMHOLUTA MPUYUHSIBA
HEYCTOMUYMBOCT Ha capKoJieMaTa U TS ce [0/I1aBa Ha YBPEXIaHe B Pe3yJITaT HAa KOHTPAKIUATA
W TOBa BOAM JO 3aMECTBaHE Ha HOpMajHaTa TbKaH C MAacTHAa U ChEIUHHUTENIHA THKaH.
HapymaBa ce ¢yHknusTa Ha WOHHHUTE KaHAIM, KOETO BOJM IO IMOBHIIHO HABIIM3aHE Ha
kanmuuit  [53,239,240]. [lo-ronsiMOTO KOJMYECTBO BBTPEKJIEThYCH Kaiimii aktuBupa Ca
UHAYIUPYEMUTE KaJIMaWHU, TpyIa MpoTea3u, KOUTO BOIAT JI0 JAerpajalus Ha TPOMOHUH | u
KOMITPOMETHPAT KOHTPAKIHUATa Ha KapauomuouuTute [78]. Memuupanata oT KajalmanHUTE
JECTPYKLUS HAa IPOTEMHUTE HA KJIEThYHATa MEMOpPaHa BOAM /10 OILE MO-ToJIsM IpUToK Ha Ca.
[To-To3u HauMH, XpOHMYHOTO mpeToBapBaHe ¢ Ca BOAM 10 CMBPT HAa KapAMOUMHUOLIMTHUTE.
CMBpTTa Ha KapAMOMHUOLIMTUTE MHHUIIMHMPA BB3MAIUTETHA KacKaja, MPH KOSITO Makpodarute
MUTpHUpAT, 32 J1a OTCTPAHAT pa3pylleHuTe KieTku u aedpuc. Crmex toBa (ubpobiactute
HaBIIM3aT B yBpeJeHATa 30Ha U BOAAT 10 oOpasyBaHe Ha ¢uOpo3Ha ThkaH (dur. 3), koero
orpann4aBa eukacHOCTTa Ha MUOKapAHaTa KoHTpakuus. dubposara 3amouBa B JIK crena
npu JIIMJI u muoro decto B JIK crena mpu bBM/I, karo mbpBOHAYaIHO aHra)kMpa enukapaa u
HarpezBa KM eHaokapaa [83]. ITIporpecuBHO ce pa3mpocTpaHsBa BbB BbHIIHATA MOJOBHHA
Ha KamepHara cteHa. To3u Mozaen Ha ¢uOpo3a € yHukKaieH 3a auctpoduuonartuute. [Ipu
XUCTOJIOTMYHO U3CJE/IBaHE Ha IMpernapaTd OT Chplia HAa NOYMHAIM OOJIHM C MYCKYJHA
muctpodus tun JromeH ce ycraHoBsBa cyOemukapiHa (ubpo3a, KoATO € Haili-u3paseHa B
NoJHO-0a3anHuTe U narepanHu cerMeHTH Ha JIK. @HOpO3HUAT yd4acTbK MOCTENEHHO ce
pasTsra u U3ThHsBA, 3ary0Ba CIIOCOOHOCTTA CH Ja c€ ChKpallaBa U To3M mnpoiiec Boau a0 JIK
pemonenupane, nuiarauusg Ha JIK u cucromnata nuchyHkius. Beuuko ToBa Boau 110

HaMaJieH ChpJIeUeH IeOUT U XeMOIMHAMHUYHA JIeKoMiieHcanus. dwur. 4
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®urypa 4. [Iporpecus ot cMbppTTa Ha Kapanomuouura o JKMIIT

CMBpT HA KApUOMUOLIUTA

l

Bu3manurencH OTIrOBOp

l
®dubdposa

!

Pa3tsarane u n3ThHIBaHE Ha (1)1/16p03HaTa ThbKaH

!

Junarauus Ha CbPUETO

!

1 JIK obemu

1 JIK ctpec

| Hamanena quacronna penakcanus
| KonTpakrunurer

|Hamanen cbpaeuen nedbur

Murtpanna peryprutanus
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®urypa 3. [laTohu3HONOTHUHUSAT BT 32 pa3pyllaBaHe Ha KapJHOMHUOLIUTA.

[Maronoruven nuctpoux

\

[

Hecradounuzanus na DAPC

)

1 nepmeabuIMTET Ha capKoJeMara

HuchyHkmms Ha
CTpeY-aKTUBHPAHHUTE
MOHHU KaHAIIN

A

[

OcBoOox/1aBaHe Ha €H3UMHU B cepyMa

J

1 cepymMHO
CPK

18

\

1 HaBIM3aHe Ha BbTpekyeThueH Cat+t

1 ocBoboxxnaBane Ha Cat+ or
BBTPEKJIETHYHUTE ACTa

Hatpyngane na Ca++

AxTuBupane Ha Ca++ HHAYIHPAaHU NPOTEa3H

Jerpanmamnus Ha OeNTHIHUTE

i

CM'BpT Ha KapAUOMHUOLUTUTEC




1.1.6.2. KinHn4Ha KAPpTHHA

Cropuero ce 3acsira B okoo 30% ot nanuentute npeau 14 rogumiHa Bu3pact, npu 50%
KbM 18 roguHu, KakTo M IPU BCUYKHU MO-Bb3pacTHU nauueHTu ¢ JAMJI. B pannure craguu,
KapAHMOMHUONATUATa OOUMKHOBEHO € O€3CMMITOMHA B pe3yJTaT Ha KOMIIEHCATOPHU
MEXaHU3MH, BKJIIFOUUTEITHO aKTUBAIMs Ha CUMIIATHKycoBaTa HepBHaA cuctema [139]. Tunuuna
HayaJlHa TMposiBa Ha CBPACYHOTO 3acsiraHe € cuHycoBa Taxukapaus. [locrenenno
(GYHKIIMOHATHUAT pe3epB Ha CHPLETO C€ H3ueprBa M MAIMEHTUTE Pa3BUBAT KIACHUECKU
cumnTomu Ha JJIKMII. Cumntomu Ha chpAedYHA HEAOCTATHYHOCT CE€ U3SBSIBAT B 0K0JI0 30% OT
ciydante. [ToBedueTo marueHTH ocraBar 0e3 H3sBEHA CUMIITOMATHUKA JBJITH TOJUHU, BBIPEKH
IporpecusiTa Ha ChpAcuHaTa AUC()YHKIHS, TOpaTy OTpaHMYEHATa UM JIBUTATEIIHA aKTUBHOCT.
[TaTonornyHUTEe MPOMEHHU B CHPLIETO OOMKHOBEHO C€ YCTAaHOBABAT B HANpEAHAN CTaAWi Ha
CchbpaeuyHOTO yBpexzaaHe. [Ipu nmaumenture ¢ BMJI, KOMTO BOJIAT MO-aKTUBEH HA4YMH Ha
JKUBOT, ChPJICYHUTE TIPOSBH MOTAT J1a C€ U3SBAT MO-PAHO.

JAKMII cneuuduyuna 3a M /]

[Topanu orpanudeHara ¢guznyecka akTUBHOCT npu mnamueHture ¢ JIM/I, oOuuaiinara
yMOpa IIpH YCUJIME KaTo MpOsiBa Ha ChPAEYHA HEJOCTAThYHOCT € TpyAHA 3a OLeHKa. BmecTo
TOBa MAIMEHTUTE OOMKHOBEHO MMAT HeCHelU(UYHU OIUIAKBAHUS KAaTO HAPYIICHHE B CHHS,
3aryba Ha ameTuT, rajeHe, KOpeMmHa OoJjka, Kamnumna, 3aryba Ha termo [170]. Tlo-
crenuUYHN OTUIaKBaHUS ca MaJmuTaluu, TphAHa 00JNKa, 3aMaiiBane, CHHKON. Hanmuunero Ha
3a/1lyX MOXe€ Ja c€ IbJXKH, KaKTO Ha ChpJIeYHa TaKa U Ha AUXaTeIHa HEJA0CTaThYHOCT.

Haii-uectusT u xapaktepeH Oener mpu aycKynaTalus € Taxukapaus B nmokoi. Ilonskora
Moxke na Obae nonoBeH T3 w/mnum T4 ramoneH puTbM, KaKTO U CUCTOJIMYEH IIYyM OT
penaTuBHA MUTpaiHa perypruTius. ChIIo Taka MoXe 1a Ob/ie YCTaHOBEH HEMPaBUIIEH PUTHM
py HAJIMYUE HA HaJKaMepH U KaMepHU apUTMHH. APTEPHATHOTO HasraHe OOMKHOBEHO €
HOPMAJTHO WM HHUCKO, HO TpPH JIEYCHHE C KOPTUKOCTEPOHAU MOXKE Ja ObJie U BHCOKO.
[Tanmamusra Ha anUKATHKUS yIap, 3a J1a C€ YCTAaHOBU U3MECTBaHE Ha ChPJICYHUS BPBX Ha JISIBO
Y Ha JIOJy MpU AWJIaTalys Ha JsBaTa KaMepa, Moxe Ja Objie 3aTpyIHeHa TTOpaid CKOJIN03a U
nedopMmarusi Ha TpbaHUS Koil. MoraT ga ObJaT ycTaHOBEHU HaOBOHANM MIMWHUA BEHH TpPU
orjefa Ha IIMATa 0OPU HAJIWYUME HA JIECHOCTpaHHA ChbpAEYHA HeaocTaTbuHOCT. Ilpu
ayckynTanus Ha Oenute ApoOoBe OOMKHOBEHO € HAJHUIIEe OTCIIA0EHO BE3MKYJIAPHO JUIIAHE B
pe3yiTar Ha OTClla0BaHEe Ha JuXaTeliHaTa MYCKyJaTypa, HO TOHSKOTa MOTar na Obaar
JTOJIOBEHH BJIQKHU HE3BBHIIMBU XPHUIIOBE B OCHOBUTE JBYCTPAHHO B pe3yaTaT Ha O0emnoapoOeH
3actoil. Ilpum HampenBaHe Ha chbpleyHATa HEAOCTATBYHOCT MOXKE Jla C€ YCTaHOBU

XermaToMeraliis, HO TMalnanusaTa He dYepHus ApoO Moke jJa Oble 3aTpyaHeHa IOopaau
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nedopMarusi Ha TPHOHAYHUS CTHIO W HA TPHAHUS Koml. MoraT ce yCTaHOBSIT OTOLMU IO

JIOJTHUTE KPAMHULIA.

1.1.6.3.MUHCTPYMEHTAJHHN M JA00OPATOPHM H3CJCABAHHNS 32 JHATHOCTHMIHMPAHE HA

KapaAuOMHOIIATHUATA

EKTI'

[Tpu GonmuucTBoTo Nanuentu Ha EKI ce ycraHoBsiBa cuHycoBa Taxukapaus, [29, 55,

89]. Peructpupar ce abHopmHO BHCOKH R 3501 BbB V1- V3 ¢ ortHomenue Ha R/S>1,

BEPOATHO B PE3yJITAaT HA (bI/I6pO3aTa, KOATO 3acsira Hali-4ecTo 33Z[HO'6a3aJ'IHI/ITe CEI'MCHTH Ha

JIK [71]. ®ubpo3Tra 0OMKHOBEHO CE pa3lpOCTPaHsBa JIATEPATHO, KOSTO BOIU 10 AbJIOOKH Q

36011 B oTB. |, AVL, V5 uV6 u no-psinko B gonaute otBexaanus (11, I, aVF) u npennure

(V1-V4) [181]. Ckncen PR unTepBan ce HabmoaaBa B 0k00 50% OT MalueHTUuTe, PSIKO Ce

HabmonaBa yawmkeH QT unTepBan. Morar na 6baaT perucTpupany MpeIchbpHU U KaMEepHU

excrpacucronu [108].

®urypa 5 EKI" npu nanuent ¢ JIM/]

i
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Xoarep EKT’

711 12SL250 CID:1 EID:1 EDT: 16:20 12-FEB-2002 ORDER:

Ha Xonrep EKI" morar ga 6b1aT perucTpupanu BapualMHUTe B ChbpACYHATA YECTOTA U

HAJINYMETO Ha PUTBMHO-TIPOBOJHM HapymieHus. [Ipu eqHo npoyusane npu nauueHTd ¢ JJMJ]

€ YCTaHOBEHa CHMHYycOBa Taxukapius npu 26%, 3aryba Ha uupkagHus puTbM npu 31%,

HamasieHa BapuaOunHocT Ha CY mpu 51%, npuuumHEHM OT yBeNIMY€HAa CHMIIATHKYCOBa

aktuBHOCT [119]. /Ipyru aBTOpM CBHIO YCTaHOBSBAT MOBHUIIEHA CHMIATUKYCOBAa aKTUBHOCT
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npu nanuenta ¢ JIMJl B cpaBHeHue ¢ kontTponna rpyma [130, 242, 243. Te3u pesynratu
OTpa3siBaT HapyLICHUs B aBTOHOMHATA HEPBHA CHUCTEMA, KOETO MOXE Ja €€ JBIDKU Ha
OTHUUIIHM JECTEHEPATHBHM IIPOMEHU B IPOBOJHATA CUCTEMA WJIM KaToO KOMIIEHCATOPEH
MEXaHU3bM IIPU ChpJie4Ha HepocTarbuyHOCT. C HampeaBaHe Ha (guOpo3ata morar aa Obaar
HA0JII0JIaBaHU [10-CEPUO3HHU ChPACUHU apUTMUHU, BKIIOUUTEIIHO NPEACHPAHO MBbXKAeHe, A-V
0JI0K, KaMepHa TaXMKapIUsl U KaMepHO MbkzaeHe [44, 54].

Exoxkapauorpadus

JlBypa3mepHara TpaHcTopakaiHa ExoKI' e ocHOBHuAT oOpa3eH MeToJ 3a OLEHKa Ha
cbpAeyHaTa CTPYKTypa W ¢yHKuusa. HelHOTO ocChIecTBsBaHE € CHUIIHO 3aTPyIHEHO MHpH
Hkou mamueHtu ¢ JMJI, ocoOeHO B TO-HANpeIHATUTE CTaIuH, Mopaau nedopMmanuu u
U3MECTBAaHE Ha CBHPLETO B TPBIAHMS KOII, CyOONTHMallHAa BHU3yalu3alldsl Ha EHIO0Kapna,
HEBB3MOXKHOCT 32 3a€MaHe Ha XOPU30HTAJIHO NojoxeHue. [loHskora ce Hajlara U3cieJBaHETO
Jla ce MPOBEJE B CEIAIIO MOJ0KEHNE B MHBAJIMIHATA KOJIMYKA. BBIpEKH Te3n orpaHudeHus,
ExoKI' ocraBa Haii-cTaHIapTU3MpaHUs METOJ 3a H3ClIelBaHe Ha cbpuero. [IpoBenenu ce
JOCTaThYHO M3CIIEABAHUS IPU 3paBU JOOPOBOILM U ca U3pabOTEHH HOPMU IO OTHOLICHHE
Ha IIOBEYETO  M3CICABAaHM  IIOKA3aTeJIM IIPU  Pa3IMYHUTE  BB3pacTOBH  [PYIH.
Exoxapauorpadusta qaBa Bb3MOXKHOCT 32 OIICHKAa HA pa3MepuTe U 00EMHTE Ha ChPACYHHUTE
KYXWHHU U YCTAaHOBSBaHE HA JWJIATAllMs HA CHPLETO W HAPYIICHUS B ChpJedHATa (YHKIUS.
Knacuueckure mokazaTenu, KOUTO ce M3Mo3BaT 3a oueHka Ha JIK cucromna ¢pyHkuus npu
nauentute ¢ JIMJ] ca ®U u ®C. IIpenumcTBo Ha M3MepeHuTe Ype3 M-mode pasmepu u
crorBeTHO M3umciieHa @C mo ¢opmynara (TAP-TCP/TAPX100), e B MHOro ciydau To-
noOpara pe3oJilolMs Ha €HJoKapjaa, B cpaBHeHue c jABypasMmepHata ExoKI. Ilpu
nsypasMmepHaTta ExoKI', B nocra ciyuan He ce Busyanusupa Bbpxa Ha JIK nopaau ckbcsiBane
Ha oOpa3a u ToBa BoJM 10 noaueHsBaHe Ha JIK o6emu. Benpeku ToBa n3mepBanero Ha JIK
CHCTOJIHA (YHKIUS MO MeTosa Ha CHMIICOH € BB3IPUETO KAaTO CTaHJIApT, ThHl KaTo MO TO3U
HAa4YMH CE€ OTYMUTAT CErMEHTHU HapylleHHs B KMHeTukata. MuokapaHata ¢puOpo3a Haill-paHo
ce HabmogaBa Ha JojHoJaTepanHara creHa Ha JIK B Ga3zanHMs cerMeHT M mporpecupa KbM
BbPXa U CENTyMa, KaTo C BpeMeTo 3acsra nsuata kamepa. C ExoKI' B Te3n 30HM morar aa ce
BU3yalM3upa MW3THHSIBAaHE HAa MHOKapJa M CErMEHTHHM HapylleHWsT B KHHETUKAaTa —
XUTNOKUHE3Ms, aKMHE3Us U AuckuHe3us. Exokapauorpadusra gaBa yHUKaNIHAaTa Bb3MOKHOCT
3a M3CJeABaHE W YCTAaHOBSIBAHE HA HapyIIeHUs B nuactoiHaTta hyakuus Ha JIK, n3non3paitku
norutepoBu Meroau. C Pulse-Doppler ExoKI' ce wm3cnenBa jaumacTomHHs KPBBOTOK TIpe3
MUTpaJHaTa Kjiana. M3mona3BaHuTe mokas3arein ca CKOPOCTUTE Ha MUTPAJIHHUS KPBBOTOK B

paHHaTa W KbCHaTa auacTtoja — cboTBeTHO E m A BbiHa, Bpeme Ha neuenepauus (DT) u
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BpeMe Ha m3oBorymerpudHa penakcanus (IVRT). Bp3amoxHO e u3cnenBaHe Ha AMacTOIHATA
¢yHKIMSA 1 ype3 U3MEepBaHE Ha BPEMETO Ha Ipolaranus Ha KpbBOTOKa 10 Bbpxa Ha JIK c
nsered Doppler, kakTo ¥ u3cienBaHe Ha KPHBOTOKA B MYJIMOHAIHUTE BEHU. B mpakTHukara
Hali-royiiMa TMOMYJISPHOCT € MPUAOOUIO HM3CIEeIBAHETO Ha MHUTpPAIHUS KPBBOTOK. [oisim
HanpeabK B HM3CIEABAHETO HAa CUCTOJHATA M JMACTONHATAa (DYHKIHMS € BBBEXKIAHETO Ha
thkanaus goriep (TDI). Benesu 3a cbpaeuHo 3acsrane mnpu mnamuentute ¢ JAMJl ce
HabmonaBatr Ha EKI' 3HauuTenHo mnpeau ycCTaHOBsIBAaHE Ha HapyIICHHs B ChpjeyHaTa
cucroniHa pynkiusa ¢ ExoKI', msmonsBaiiku kato kpurepuu mnokaszarenure — OU u OC.
[TocpenctBom TDI Morat na ce ycTaHOBSIT IO-paHHU POMEHM B CUCTOJIHATA U JUACTOJIHATA
¢byuakmus Ha JIK. TDI He msuckBa mHOro mobpa 2D pesomonmst u AaBa WHGOpMAIuUs 3a
MHUOKApJIHUTE THKAaHHU CKOPOCTH M MHOKapJIHUS cTpeiiH. Hskoum aBTopu ycTaHOBSIBAT
MOHIKEHU ThKaHHHU CKOPOCTH MpU O0€3CMMITOMHM MOMYeTa Ha cpefHa Bb3pacT 8,8 roa. Ha
OCHOBaTa Ha TE€3U PE3yJTaTH Te MpeAcKa3BaT HEOJIAronpUsATEH U3XOJ IPU TE3U IMALUEHTH C
85% noctoseproct [87]. Jlpyru aBTOpHM yCTaHOBSIBAT aOHOPMHH IOKa3aTeIH 3a JUACTOJIHA
GyHKIMS MpU MOMYeTa C HOpMajHa CHUCTOJMHA (PYHKIMS B CpaBHEHHE ¢ KOHTpoau [145].
YCTaHOBEH € ChIL0 3HAYUTEIHO MOHIKEH PaJnalieH CUCTOJIUYEH CTPEiH Ha 3a/iHaTa CTEHa B
cpaBuenue ¢ kKouTposu [160]. [To-HUCHhK MHOKap/IeH CTPEHH € YCTAaHOBEH BHB BHHIIHUS CJIOU
Ha 3a3/IHaTa CT€HA, KOETO ChBIA/a C HAMUPAHETO Ha cyOenukapaHa pudpo3a B XMCTOIOTHYHH
npernapatd OT chbpiia Ha mounHamu Oomuu ¢ JIMJI [83]. Jpyru aBTOpH CHIIO HaMUpPAT
HaMaJIeH MUOKapJIeH CTpeWH B JOJHOJATepaaHaTa CTeHa MPU HOPMalTHA CUCTONHA (YHKITUS
[174]. Cpmo Taka ca yCTaHOBEHM NOHVM)KEHHM JIOHTHTYJAMHAIHU W PaJUaIHA ThKaHHU
CKOPOCTH B JIOJHO W mpeaHosiarepanHara cteHa Ha JIK nmpu mamuentu ¢ AMJI (7,9 rox) u
HopManiHa cuctonHa (GyHknus [151]. Te3u npoyduBaHHs MOKa3BaT HATWYAETO HA MHUOKAap/IHA
TuchYHKIUS Tpean ycTaHoBsiBaHETO Ha HamaneH OU u moTBbpxkaaBaT HEOOXOIUMOCTTA OT
MPUJIOKEHWE HAa HOBHM eXoKapauorpadcku MeTonu Ha u3cielBaHe. B ToBa OTHOIIEHUE €
mHOro obemiaBama Speckle tracking exokapauorpadusita, HO TS CBIIO HMa CBOHTE
OTrpaHMYEHUs, KaTO HAl-roJIMOTO OrpaHUYEHHE NPU TE3U MALUEHTH € He0OXOIUMOCTTa OT
KaueCTBEHH 00pa3y ¢ BUCOKA PE30JIOIHSI.

MPT

MPT uma npeaumcto npea ExoKI' mo otHomenue Ha onenkara Ha JIK ctpykTtypa u
¢yukus. C MPT ce Busyanusupar 301 Ha pubpo3a. HemocraThk Ha TOBA M3CIIEIBAaHE € Ue
€ 3HaYUTEJHO MO-CKBIIO U TPYAHO JOCTBIIHO, & CBIIO 3HAYUTEIHATA MY NMPOABIKUTEIHOCT B
U TIPOBEKAaHE B YCIOBHUS, IPU KOUTO MALMEHTH CTPAJALIH OT Ki1aycTpodoOus u ena He ca B

CBCTOSHUEC J1a ITIOHECAT U IMPU HAKOU OT TAX € HGO6XOJII/IM3 AHECTC3HA.
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JlaGopaTopHu M3cJIeABAHNUS

BNP e yecTo n3mnon3BaH Mapkep 3a IUATHOCTUIMPAHE U MPOCIEIIBAaHE HA NALUECHTHU
cbe chpaeuna HemocTarbuHOCT [143]. BNP ce cuHTe3upa OT KIETKHTE B HPEACHPAUATA U
HEroBOTO OCBOOOKaBaHe HacThIIBa ipu oOpemensBane Ha JIK u npu yBennuaBane Ha cTpeca
BbpXy JIK crena [161]. Hsxou aBropu mpemiarar BNP na ce u3nonssa kato Ouomapkep 3a
JIK mucdynkuums u karo nporaoctiuueH Mapkep [62]. CroitHoct na BNP nan 80-100 pg/mL e
Oerner 3a cbpAeuHa HeqoCTaThbYHOCT. PakT e obaue, ue moBuiieHHe Ha HuUBaTta Ha BNP ce
Ha0JI0/1aBa KbCHO B Pa3BUTHETO Ha 300Js1BaHETO MpH pa3Butue Ha 3HauuTenHa JIK cuctonna
nuchynkius [161]. Haxou aBropu nmokassar, ue nanuentute ¢ JIM/Jl uMaT mo-HUCKM HUBA Ha
BNP B cpaBuenue ¢ narentu ¢ JIKMII ¢ eqHakBa crenen Ha cucrosiHa auchynknus [59],
KaKTO M Y€ MPU JIEKOCTETIEHHA CUCTOJIHA TUCHYHKIUS C€ YCTAHOBSIBAT HOPMaJIHU CTOMHOCTH
Ha To3u Mapkep [156]. Ha To3u eramn Hsima 00siCHEHHE Ha TO3H (PaKT.

JApyru meroau Ha u3cjaeBaHe

C penrreHorpadgusi MOXKe Ja C€ YCTAaHOBH KapJUOMETAJIHS, IUICBPATHU W3JIHBH,
6enoapoden 3acroii, 6ene3n, KOMTo moakpensar auarHozara JJKMII [79]. W3mepBanero Ha
CEpYMHHUTE HUBA Ha HIKOM €H3MMH 3a OIICHKAa Ha ChpJEYHA MATOJOTHsS HE € OT IoJi3a MpH
MAIUEHTH ¢ MYCKynHU auctpoduu. [lpu Te3m manmueHTH ce yCTaHOBSBAT BHCOKWM HUBA HA
CPK, xouT0 MMaT MyCKYJIeH ITPOU3XO0Jl U HUBOTO UM HAMAJIsIBA C PEAYKIMATA HA MyCKyJTHATA
maca. OT apyra crpaHa ce CbOoOIlaBa 3a W3MOJI3BAHETO HA TPOMOHUH | KaTo Mapkep 3a
MmuoIMTHa yBpena [148]..

1.1.6.4.DapMaKOJIOrHYHO JeYEHUEe, IPOrHO3a U HPOCJIeAsIBAHE

[IporpecuBHarta muokapjaHa (uOpo3a BoAM 10 HaMajlsBaHE Ha (YHKIMOHMpAIIaTa
MHOKap/iHa Maca, YBEJIMYeH KaMepeH CTpec M HaMalleH cbpiaedyeH aeout. Hamanenusr
ChpieUeH JeOUT BOIM A0 aKTUBAlMs Ha PEHUH-aHTHOTEH3MH-AJJI0OCTEPOHOBATa CHUCTEMA,
KOSITO CTOM B OCHOBAaTa Ha peryjanusTa Ha HaTpui U Boga. Kakro anrnorensuH II, taka u
aJJIOCTEPOH JOIPHUHACST 3a pa3BUTHETO Ha (ubpo3a B cbpaeyHUs MycKyid. AHruoreHsus Il
ce MposiBBa KAaTo pacTeXeH (aKTOp Ha MecTaTa Ha pereHepanus Ha ThKAHWUTE M 3acCHJIBA
JICHCTBUETO HA DP3TMYHU LMUTOKUHM [235]. AHANOrHM4YHO, AlIJOCTEPOHBT CE BKIIOYBA B
cHHTe3a Ha ¢opmupamua pubpo3aTa KojareH M HaMalsBa pa3TErJIMBOCTTa Ha MHOKapa.
[27]. Ero 3amo nanuenture ¢ IM/] 1 BM/] 1 KapIHOMHOIIATOS ca HHAWIUPAHH 32 JICUCHHE
¢ ACE uHXUOUTOPH, AaHITMOTEH3MH pelenTOpHU OJIOKepU U  AJTO0CTEPOHOBH
anraronuctu [109]. ACE nHXHMOUTOpHTE Ca MO-IIMPOKO MPOYYESHU U 1O Ta3H NMPHYHHA CE
usnons3Bar no-decto. Ilpes 2003 r 3a mepBu mbT ce mpenopbuBa jeueHueto ¢ ACE

WHXUOUTOPU W aKO € HeoOXOoauMo ¢ OeTa-OJIoKepH MpH MAlUEHTH C JUCTPOPUHOMATHH C
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ycraHoBeHa ¢ ExoKI' kapauomumonarusd. [lomguepraBa ce cblno, 4e Ta3u IpENopbKa HE ce
OCHOBaBa Ha MEIMIMHAaTaA Ha JlOKaszareicTBaTa M IPENopbyBaT IIPOBEXKAAHE Ha
panzoMusupanu rnpoyuBanus [38]. OTroraBa ca TPOBEIEHH HIKOJIKO KIMHUYHU
npoy4BaHus. PeTpocnieKTUBeH aHanM3 MoKa3Ba, 4e exokapaunorpadceku napamerpu kato OU,
@®C u ungexc Ha cpepuynoct Ha JIK mpu Te3m mamueHTH ca mogoOpeHu 3 TOIUHH Ciel
camocrosaTeHOTO npuiokeHne Ha ACE unxuburop mim B komOuHanus ¢ Oera-omokep [113,
117].  IIpoBemeHO € IBOIHO CISIIIO MHOTOLEHTPOBO PaHAOMHU3UPAHO IPOYYBaHE, KOETO
u3cieaBa MPEBAaHTUBHUSA €(pEeKT Ha HaMalsBaHE Ha CJIEIHATOBApPBAHETO IpPHU HALMEHTH C
JAM/. B npoabibkenue Ha 3 rOAMHM, TAIMEHTH HA Bb3pacT Mexay 9.5 u 13 rog ¢ HopmaiHa
JIK ¢ynxmus ca Owin paHIOMH3UpAaHH B JIB€ TPyIH - rpyna mpuemMaina mianedo u rpyma
nonyuyaBamia ACE unubutop - mepuuaonpui. Crien To3u 3 TOAMINEH MEPHOJ, BCHYKHU
YYaCTHHULM 3alo4BaT IpUEM Ha MEepUHAONpMI 3a 2 roauHu. B kpas Ha npoyuBaHeTo, IO-
Hucka ®U ce HabmrogaBa npu NAUEHTUTE, KOUTO Mpe3 IbPBUTE 3 TOJAMHU HE ca MpUEMau
nepunonpui [63, 64]. Te3u pe3ynTatu Moka3BaT OJIArONPHUATHHS SPEKT HA PAHHO 3alI0YBAHE
HAa JIeYeHUE ¢ mepuHaonpuia 3a 3anasBade Ha JIK ¢pynkuus. JIpyro npoyusane npe3 2006 T e
uscnensano aApyr ACE unxubutop — eHamanpmi, xkato e mpociensBana JIK cuctonna
¢yukuus npu namueHtd ¢ JAMJ] m aunatatuBHa KapJUOMMONATHsI, Karo AMArHo3Ta €
6aszupana Ha ®C. Hopmanuszupane Ha ®PC ce nHabmomaBa npu 43% OT MalMEHTUTE HA
neuenue ¢ enamanpun [190]. Tosa mpoyuBaHe 3arTBbpkAaBa nonsara ot jedenue ¢ ACE
MHXUOUTOPH NP MAIMEHTH ¢ AUCTpoduHONaTHu 3a 3ana3BaHe Ha JIK ¢ynkius. Benpeku ue
HsAMa IMBJIEH KOHCEHCYC Kora na ce 3amouHe JeueHnero ¢ ACE wuxubutopu mpu Te3u
NaIMeHTH, JaHHUTE MMOKa3BaT, ue Te TpsiOBa ga Owbaar mpeanucanu npu ®U mox 55% [63,
113]. Ilo3naBaiiku OnaronpustHuTe epekTn Ha Oera-Onokepute npu manueHtd ¢ JJKMIT u
ChpJEYHA HENOCTATHYHOCT, Ta3HU Tpyla MEIUKAMEHTH 4ecTo ce m3nons3Ba 3aenaHo ¢ ACE
uaxubutopute npu nauuentd ¢ Ml u BM/J] [110]. B mo-HOBO SIOHCKO MpOy4YBaHEe HPH
MNAUEHTH C Pa3IMYHU MYCKYJIHU JUCTPOPUHN Ha MAIIMEHTUTE € HA3HAYEHO JICUEHUE WIN CaMo
¢ ACE uaxXu6utop — nmiasanpuia wim esajganpui 3a 3 roa win ACE unxuOurop 3aenHo ¢
Oera-0Ji0Kep 3a Hail-manko 2 ronuHH. Pe3ynraTute mokasBaT, ye KOMOMHHMPAHOTO JIEYEHHE
BOJIM /10 3HauuTeNHO mnoBuimaBaHe Ha PC, nokar camocToATeNHOTO mpojoxeHnue Ha ACE
UHXUOUTOP BOaM 110 3aabpkane Ha PC Ha cpinoro HUBO [117]. Te3u pesynraT moaKpensT
cbBMecTHOTO npuioxkeHene Ha ACE unxubutopu u 6era-6okepu. B kiimHu4YHATa MpaKTUKa,
6era Gyokepu Morat ia 0b1aT 106aBeHu kbM ACE mHXHOUTOpPH, KOraTo ca HalIULEe KaMEepHU
apuTMUM WM Korato cien 3 meceuHo jedeHue ¢ ACE unxubutopu He ce HaOironaBa

nofoOpenne B mokazarenute 3a JIK pemomenupane [113]. CkopormiHo H3CieIBaHE BHPXY
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orpannueH Opoit 6omnu ¢ JIM/JI, moka3Ba MONBJIHUTENHA MOJI3a OT JA00AaBSHETO Ha Oera-
Onokep — kapBeaAnJo0J. [lanmenTy, mpyu KOUTO ce 3amoyBa JiedeHue ¢ 6era-o6mokep TpsOBa 1a
ObJIaT BHUMATEIIHO MPOCIEIeHH, TOpaau BeposiTHOCTTa (pubpo3ara Ja aHra)xupa MpoBoHATA
cucreMa. HoBo mpoyyBaHe Ipu MMILKM MOKa3Ba, Y€ MEIAUKAMEHTUTE CIHUPOHOJIAKTOH M
JIM3MHONPHMJI HaMaJliBaT MHOKAPAHOTO YBpEXKJaHE, a ChIIO Taka MOJOOpsBaT CKEJlEeTHATa
MHOIATUs, BEpOSITHO upe3 aHTu(uOpoTnunus cu edekr [114]. Bempeku ue APB He ca
IMPOKO u3Mon3Banu 3a jJedeHue Ha JIKMII npu mammentn ¢ JIMJ] u BM/I, Texausr eder ce
M3y4yaBa aKTUBHO NpU KUBOTHHU U Xopa. [Ipu onut ¢ xkuBotuncku moaen ¢ JIKMII e tectBan
BajicapTaH. Pe3ynrature moka3sar 3HauuTenHo nonoOpenue Ha JIK ¢yHKIuMs, oleHeHa C
ExoKI' m cwpneuna karterepusalds NpW SKUBOTHHTE mpuemanu TtoBa JiedeHue [207].
[IpoyuBanus ¢ npyru APb — kangecapTaH u J103apTaH [10Ka3BaT TEPANeBTUYEH MOTEHUNAI
npu skuBoTHHCKH Mozenu ¢ JIKMII [57]. B mpyro mpoydBaHe, Ji03apTaH € U3IOI3BaH KaToO
omokep Ha TFG-B signaling B CKeIeTHHTE MYCKYJIHM MPHU >KUBOTUHCKH MOJEII C MHOIATHS.
To3u aHTaroHW3bpM € JI0BeN J0 BbB3CTAHOBSIBAHE HA PEreHEpPAaTOpHUs IOTEHLMAT Ha
CKeJIeTHAaTa MYCKYJaTypa, KOWTO MOTEHIHUaN € 3ary0eH mpu MyckyiaHuTe auctpoduu. Tezu
pe3ynTaTH MOJICKa3BaT, Y€ OCBEH OJIaromnpusiTeH TepaneBTUYeH ePeKT BhpXy cbpueTto, APb
Morar ja ObJaT NMOoJIe3HH MPH JICYSHUETO Ha JIETeHEepalisaTa Ha CKeJIeTHATa MyCKyJaTypa Ipu
nanMeHTd ¢ MyckynHu guctpoduu [49]. Jlocera APB He ca wu3moi3BaHM B TOJEMH
npoyuBanus npu nanuentu ¢ M/l u BM/I.

Karo 110 MeIMKaMEeHTO3HOTO JIEYeHHE HE € HaIlbJIHO €PEeKTHBHO IpU MAllUEHTH C
JAKMIT u wmyckynaa auctpodus. Hemzbexno JIKMII mporpecupa ¢ HampeaBaHeTO Ha
BB3pAcCTTa, KOETO MOKa3Ba HEOOXOAUMOCTTA OT MO-HATaThUIHU NMPOYYBAHUS U pa3paboTBaHE
Ha HOBO JIeYeHHE. B MOMEHTa ce IpOBEXAaT MHOTO M3CJIEBAHUS B THPCEHE HA JICUCHUE HA
JKMII npu myckynuu auctpoduu. Hikonako mpoyuBaHus ca M3CIEIBald BHBEXKIAHETO HA
HOpMAaHO (YHKIHMOHHpAIl TUCTPO(GUHOB TeH upe3 reHeH TpaHchep [224, 244], kakto u
MOJICKYJISIPHA KOPEKIIMs Ha MyTaHTHUS TUCTpoGUHOB reH in situ [138]. ObemBaria usriexaa
Tepanusi C BbBEXKJAHE HAa CHUHTETUYEH ChpP(AKTaHT, KONTO (PYHKUIHMOHHpA KAaTO JIETIUIIO 3a
KpexKaTa KJIeThYHaTa MeMOpaHa C 1]l 3a3/IpaBsiBaHeTO i U HaMallIBaHE Ha MPOMYCKINBOCTTA
3a Ca iionu [241]. Ha To3u etamn Te3u MPOyUYBaHUs ca MPOBEXKIAHH CAMO BbPXY KUBOTHH HJIH
P MHOTO MalbK Opoil manueHTH BbIpeku ye u3riaexaaT oOeliaBallyd Te ca BCe Oule B
MHOTO paHEH CTaJauil Ha pa3BUTHE.

IIpornosa

IIporno3ara npu nmamuenture ¢ [IMJ] tun dromen e joma. IloBeuero manuveHTH

ymupar 210 25 roauniHa Bb3pacT OT ChPACYHU U JUXATEIIHN YCIOKHEHUS.
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IIpenopbku 3a npociaeasBaHe

N3paboTrenu ca mpenopbKy 3a MPOBEKIAHE HA CKPUHUT 32 YCTAHOBSBAHE HA CHPJICTHO
3acsraHe IMpU TAIMEHTH W HOCHUTENIW ¢ MycKynHa mauctpodus tun Jromen. IlamueHTnTe
TpsiOBa aa ObaaT momiokeHu Ha kapauosiorudeH mnperiies ¢ EKIT u ExoKI™ Ha 6 rogumiHa
BB3pAaCT WJIM MpPU TOCTAaBSIHE Ha JMarHo3ara, a CbIIO Taka MPEAU BCSIKAa XUPYpPrHUHA
MHTPBEHLUS M Ha Bceku 2 roj 10 10 rox BB3pacT U €XErogHo ciex Ta3u Bb3pact. llpu
HocuTenmn Ha martojorumuHus reH, ExoKI' m EKI' TpsOGBa na ObIar OCHINECTBEHH NPH
MOCTaBsSHE HA JHWAarHo3aTra WIH CJIeJl HaBbpIIBaHEe Ha 16 roauimHa BB3pacT U HAa BCEKH S5

TOAWHU CJICA TOBA UJIK IMO-YCCTO IMPU YCTAHOBCHU HAPYILICHU.

JAKMII cnenuduyana 3a BMJ]

YecroTara Ha MycKynHa auctpodust Tun bekep e okono 1/3 oT Ta3u Ha MAIUEHTH C
MyckyiHa nuctpodus tun dromen. Hauanoro Ha 3abosnsiBaHeTo € ciiel] 7 roAuIIHa Bb3pacT.
[TocrenenHo ce pa3BuBa IporpecuBHa MyckynHa ciaboct. Ilpu BMJ] He ce nHaGmronasa
3ary0a Ha caMOCTOATEeIHA MOoXojKa mpenu 16 roauimiHa BB3pacT. Hakou manueHTH 3ama3Bat
crocobHOCTTa 3a camocrtosTenHa noxoaka g0 30-35 r. CepreyHoTo 3acAraHe MOXKe Ja
MpEAIIeCTBA MYCKYJIHUTE MPOSBH. Te3W MAlMEHTH MOoraT Ja NPEeKHUBESIT N0 IIeCTOTO
necerunietre u JJIKMII e Ha mbpBO MSCTO KaTO NpUYMHA 3a CMBPT. 3acsiraHe Ha MUOKapJa ¢
pasButue Ha JIKMII e omucano B a0 72% ot nauuentute ¢ [IMJl tun bekep, riaBHO
0a3upaHo Ha exokapauorpadcku mMpoyIBaHUS.

[Tpu namenture ¢ BM/J] ce nabmonasar EKI' npomenu nono6uu Ha te3u npu IMJ1,
BKJTFOUUTENHO 1B100KH Q 350111 B oTB. [, aVL (wnwm I, III, aVF) u V6, Bucoku R 3601m B V1
u ckbeeH PR unTepBan. Cpemar ce 6eapen 650k, Hecrienubuyan ST npoMeHU U HETAaTUBHU
T Beauu [149], kakTO M HaJAKaMEpHU M KaMEPHH apUTMHUH, KaTO TaxWKapHAus, TPENTCHE U
mbxaeHe [216]. HaGmogaBa ce ckbesBane Ha PQ wmHTepBana, a otHorneHunero QT/PQ e
YBEJIMYECHO.

Bunbsr u Texecrra Ha cbpaedHO 3acsaraHe ce ycraHoBsBa ¢ ExoKI. Ilpu bMJ,
¢ubpo3Ta THPIU ChIIaTa MPOTPECHs, HO YECTO 3aMouBa OT JsACHATa KaMmepa 3acsiraHeTo Ha
chpuero obukHOBeHO eBomonpa B JIKMII. [lunaranusara craBa mo-u3siBeHa C BH3pacTTa.
HabmronaBana e m gunatanus Ha JIK, caMOCTOSATEIIHO MIM B KOMOMHAIIUS ChC 3acsraHe Ha
JIK. ITpu Te3u GOJIHU CHINO € BAXXHO PAHHOTO JAMATHOCTHIIMPAHE HA CHhPJCYHO 3aciraHe, Thid
KaTO CBOEBPEMEHHO 3aII0YHATOTO JIEYEHUE 3a ChpJCYHA HEAOCTATHBYHOCT MOXKE J1a I0BEAE 10
nonobpenue Ha JIK cucronna ¢yHKIus unu Haii-manko 10 3abaBsiHe Ha nporpecusara Ha JIK

TUCHYHKITHS.
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[Ipenopbku, mogo0HN Ha Te3u mpu manueHtu ¢ MJ{ Tun romen, ca pa3paboTeHu 3a
ckpuHUHT Tipu nanueHTn ¢ M/] tun bekep. [Tanuenture ¢ M/l tun bekep Tpsa6Ba na Obaat
MOJUIOKEHU Ha KapauoJsiormdyeH nperien, BkiaounTenaHo EKTT u ExoKI' npu mocraBsiHe Ha
nuarHosara. HocurenuTe Ha reH 3a MycKysnHa auctpodust Tin bekep ca ¢ MOBHILEH PUCK OT
paszButue Ha acumnroMarndyHu EKI npoMenu u xkapauomuonarus. Beuuku Hocurenu Ha M/
tun bekep TpsoBa na mmar EKI' u ExoKI mpu mocraBsHe Ha auarHosara WM CIel
HaBbpIIBaHE HAa 16 roauiHa Bb3pacT M Hal-MaJIKO Ha BCEKH 5 IO Clie]] TOBA WU I0-4€CTO

IIpU MAUECHTHU ¢ YCTAHOBCHH HAPYIICHUS.
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1.2. CBbPAEYHO 3ACHATAHE 1IPM TNAHUMEHTH C MHUOTOHUYHHU
JUCTPODPUH

Muortonnynara guctpodus tum 1 (6omect Ha Steinert) ¢ reHETHYHO MYJITHCHCTEMHO
3a00JIsIBaHE C aBTO30MHO-IOMHHAHTECH TUII HAa YHACJICSIBAHE U HEIThJIHA NIEHETPAHTHOCT, U CE
XapakTepusupa KIMHUYHO ¢ MHOTOHMYHHU (peHOMEHH (3aTpyAHEHa pellaKcalys CJIed CHIIHO
MYCKYJIHO CBKpaIlleHHE), Mporpecupama MycKyiHa cinaboct u arpodus, Karapakra,
KapJIMOMUOTIATUs, TOHAJHA aTpodusi W KOTHUTUBHU HapymeHus. [lo oTHomieHue Ha
Bb3pacTTa Ha HAYaJOTO M TEKECTTa HA KIMHUYHHUTE CHMIITOMH c€ HaOJNIOIaBaT M3pa3eHU
UHTEp U HMHTpagaMWUIHM BapHauuu. PasrpaHnuaBaT ce 4YeTHpPH OCHOBHHU (popMu criopen
HAYaJIOTO Ha 3a00JBAHETO M TEXKECTTa Ha CHMITOMATHKATa: KOHTCHHUTAJTHAa MHOTOHHUYHA
aUcTpo(dusi, MHUOTOHMYHA JUCTPOGHUS HA PAHHOTO JETCTBO, KJIAacHYeCKa MHOTOHWYHA
muctpodus u seka popma. CpenHaTa IPOABIDKUTEIHOCT Ha J)KUBOTA € OKOJIO 53 roj, Karo B
20% oT cilyyauTe CMBPTHOCTTA UMa Chp/ieueH npousxon [61, 183].

1.2.1. Ucropus, enuieMuoJOrusl U €THOJOTHS

Muoronnynara auctpodus tum | ¢ omucana 3a mepBu bT OT Steinert mpez 1909 r.
[208] karo 3abonsBaHe ¢ HAa4yaaO MPe3 BTOPOTO MM TPETOTO AeceThieThe. Vanier u chabT.
npe3 1960 r. ommcBar KOoHreHWTanmHa (HopMa, KOATO Ce IpeaaBa OT OONHH MalKu C TOBa
3abonsBane [230]. Ilpes 1992 ce ycraHoBsBa, ue 3a00JsABaHETO € OOYCIOBEHO OT
TPUHYKJICOTHIHA CKCIIaH3Msl B HeTpaHcaupad period Ha DMPK-rena [142].

Bonecrra Ha Steinert e Haif-uecto cperianara ¢popma Ha MYCKYJHA AUCTPOQHUS MpPH
BB3pacTHH. Yectorata i B oOmiara momynanus Bapupa ot 1/100 000 B Hsikou obiactu Ha
Snonus o 1/10 000 B Upnanaus, a mopaau epekra Ha pogoHayannuka B Kanamga (Kebek)
yecrorara it joctura a0 1/530. 3aboneBaemoctra ce mpuema cpeano 3a 1/8000 [106].

MJI 1 ce obycnaBs oT AMHAMUYHU MyTaruu, 3acsramu DMPK-rena, nmoxanusupan
Bbpxy 19¢13.3 xpomo3oma. VYcraHoBsiBa ce aMmruiMdukanus Ha TpuHykieotuanu CTG-
noBTopeHus B 3’ HerpaHciaupyeMm pernon Ha DMPK-rena [35]. Hopmanausar Opoii Ha Te3u
noBTopu Bapupa Mexay 5 u 37 [199]. Knunuuna u3sBa Ha 3a00JsIBAHETO Ce YCTAHOBSIBA,
korato OposT Ha noropute HaaxBbpiau 50. [Tpu ungusuau ¢ CTG-noBropenus mexay 35 u
49 HsAMa KITMHUYHA CHMOTOMAaTHKA, HO TEXHUTE JIella Ca ¢ TIOBUIIIEH PUCK OT yHACJE/sIBaHe Ha
H0-TOJISIM OpO¥i TIOBTOPU M ChOTBETHO M3siBsiBaHe Ha OosnectTa [106].

Havanoro u texxectra Ha 3a0o0isiBaHETO Kopenupar ¢ Opos Ha aMIuUUIUpaHuTe
MOBTOPU U MPOM3X0/1a HA MYTAHTHUS T€H - MAWYMH WK OallliH. Y CTAHOBEHO €, Y€ KOJIKOTO €
HO-TOJIIM € TO3U OpOM, TOJNIKOBA MO-PAaHO 3aloy4Ba U MO-TEXKKO MPOTHYA 3a0oisiBaHeTo. Tbhi

kato TpunykieotuaauTe CTG noropu B DMPK rena ca HecTaOMIHM 110 BpeMe Ha MUTO3aTa
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" CC yBCJIIMYABAT B CJIICABAIIUTC IMOKOJICHUSA, MHOTO TUIIMYHO ABJICHUC € aHTUIHUIIAUATA - T10-
paHHO HaAYajo0 M TO-TE)KKa KIMHUYHA M35iBa BBB BCAKO clienBaiio mokosieaue [98, 155].
VcraHoBsiBa ce MOJI0BO-TU(epeHIpata eKCIPecHs Ha TeHa C MO-TeKKa KIMHUYIHA U35Ba, aKO
ce yHacjeau OT MalKara.

1.2.2. IlaToreHe3a H NaToJI0r0AHATOMHMS

I'enbpT, B KOWTO ce ycTaHOBsBa AuMHamMuuHa Mmyrtauus npu MJL 1, xogupa cepuH-
TpeonuH nporerH kuHaza (DMPK —dystrophy myotonic protein kinase), mokanusupana B
cnenuUYHN KIEeThbUHU CTPYKTYPH Ha CKEJEeTHaTa, ChpAeyHaTa MYCKYyJlaTypa U HEBPOHUTE,
ACONMMPAHH C MEKIYKJIETHYHATA MPOBOIUMOCT H MpeIaBaHeTO HA uMmmyiacute [14, 35,
37]. CBeTIMHHOMHUKPOCKOIICKOTO H3CJCBAaHE HAa MYCKYJIM IpPHU TE3W IMAIUCHTH OTKPHBA
HecHeU(PUIHN MPOMEHH, CXOJHU C TE3U MPHU JIPYTH MYCKYITHU TUCTPOPUU KaTO HEKpo3a Ha
MycKynHU BiakHa. [lpm Te3m mamueHTH € mo-cnabo U3pa3eHO pa3pacTBaHETO Ha
CHhEIMHHUTEIHA ThKAaH.

1.2.3. KaunuuyHa kapTuHA npu 0oJecrra Ha Steinert

Jlekata ¢Qopma ce xapakTepuszupa KIMHHYECKH C KaTapakra, (HpPOHTAIHO
OIJICILIMBSIBAaHE, MUHUMAJIEH J10 JIUIICBAILl MYCKYJIeH JehUIUT WiK 3axapeH auader. bposr Ha
CTG nosropute ¢ mexay 50 u 150 [142]. Ilpu kiaacuyeckara popMa Ha4aaoTo ¢ KbM 20-
30, mo-psiaxo cnex 40-rogumrHa Bb3pacT. bposT Ha TpuHykineotuaaute nosropu e 300-1000.
[Iporpecusita ¥ e cpaBHUTEIHO OaBHA. XapakTepu3upa ce€ C MHOTOHUYHHU IPOSBH,
Ipe/IIecTBall WM pa3BUBAILM CE€ €IHOBPEMEHHO C MYyCKyJHara ciaboct u arpopus B
JMCTATHUTE MYCKYlIH Ha KpaidHunute [5]. Ilpemmnonara ce, MHOTOHMSTa € B OCHOBaTa Ha
yecrara OOJKa, aHraxupaiia MYCKYJIUTe€ Ha JOJHUTE KpalHuULU. 3acdaraT ce U M.
sternocleidomastoideus, MyckyiuTe Ha IIUsITAa U3THHSABAT, IIMIHATA JIOP/I03a CE YBEIMYABa,
HosABsIBa ce T. Hap. jJe0eaoBa MU, YCTaHOBIBAT Ce XMIIOTPO(HUU HA TbBKATEIHUTE MYCKYIIU
(xTpTBaHE Ha Oy3WTE M CIEMOOYHsATA), JICBATOPUTE HA Kienayute (MTO3a) U JIHIECBHUTE
Myckynu. Te3u Oenes3u, 3aeHO ¢ (PPOHTATHOTO OIUICHIMBSIBAHE U TOJIEMUTE OTJICHEHH YIIN
(mabmroaBaHu MOHSKOTA) TPUAAaBaT XapaKTepeH BUI Ha OosHuTe. Pa3BuBa ce atpodus Ha
NoA0EIPUILIUTE ChC CTENa)XKHa I0XOJKa, aTpodus HAMYCKYJIUTe Ha MPEIAMUIIHULUTE U
KuTKata. Atpoduute ca ABycTpaHHH, cumerpuuHu [5]. IlpokcumanHHTE MycKynu ca
CPaBHMUTEITHO Ci1a00 3acerHaTH. YMopaTa € 4ecT CUMITOM. 3aciraHeTro Ha auadparmara u
quxareiqHaTa MyCKyJgaTypa BOAM [0 XHUIOBEHTWJAIMs, KOETO Hajara MepHOJUYHO
nposexaane Ha ®U/[ n kppBHO-Ta30B aHanu3. [Ipu okxosno 70% OT MBKETE ce€ yCTaHOBSIBA
XUIEProHaJOTPONIEH XUIOroHaau3bpM (BUcokM HHMBaA Ha JIX m ®CX npu HOpMmasleH WU

MOHMKEH TECTOCTEPOH) ¢ aTpodus Ha Tectucute U azoocnepmus. [lpu 15-20% ot xenute ce
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YCTAaHOBSIBA TUCMEHOpEs M paHHAa MeHomay3a. IIoBUIIeH € PUCKBT OT CIIOHTaHHU a0OPTH.
YecTto € Hanuue MHCYJIMHOBA PE3UCTEHTHOCT, KaKTO M HapyLIEH JUIUACH METad0IU3bM
[100]. MHOrO THNIMYHKM OYHHU MPOSBU Ca JBYCTPAHHUTE 3aHOKOPTHUKAIHH KaTapaKTH U TE3U
tunn  Christmas tree. IlurmeHnTHata [gereHepaluss Ha peTHHATa, YCTaHOBEHa dYpe3
eJIeKTpopeTuHorpadus, MOXe Ja TNpeAmecTBa MYCKynHuTe nposiBu. OT cTpaHa Ha
XpaHOCMUJIATEJIHATa CHCTEMa Ce€ OTKpHBAT aucdarus mopaau ciabocT Ha QapuHreanHaTa
MycKyJaTypa, racrpoesodareaneH peQiiykc, HamaleH 4YpeBeH MOTHIIUTET, KOHCTUMAIMS,
xonenurtuasa. [Ipu oxono 50% oT manuMeHTUTE ca MOBUIICHM alkaiaHaTa gocdaraza u rama
[JIyTaMUI TPAHCIIENTH Ia3aTa M0 HEACEH MEXaHU3bM MU JIUICA HA YEPHOIPOOHO yBpEKIaHE
[99]. Benencrue Ha yckopen 1gG- MeTabonu3bM mpu 0koJi0 1/3 OT MAlMEHTUTE HUBATA MY
ca moHmwkeHu [226].
1.2.4. [Imaruosza

AnamHe3a, BKIJI. paMHIIHA; HEBPOJIIOTHYEH cTaTyc; Onoxummunu niciensanus (CPK e
HOpMaJTHa WJIH JIEKO MOBHUILIEHA; XOPMOHAIHU U3CIICABAHUSA- 32 ONPEICIsIHE HA (PYHKIUATA HA
naHkpeaca u ronagHara oc); EKI', Xonrep-EKI" u ExoKI'. EMI' € ¢ 1aHHM 32 MHOTOHUYHH
3QJIIOBE W MHUOTE€HHa yBpena. MOoJeKyIsIpHOSTEHETUYHOTO  M3CIIEJIBAHE  IOCTaBA
OKOHYATEeJIHATa InarHosa.

1.2.5. Jledyenue u npocjaeasiBaHe

[Topaau nuncata Ha €()EKTHBHO ETHUOJOTUYHO M MATOrCHETHYHO JICYCHHE HA TO3M
eTarn, BaXHO 3HaYeHWE MMa TpeHaranHara jauarHo3a ¢ JIHK- ananus3 Ha XOpHMOHHHM BBCH,
NOJIYYCHH Ype3 XOPUOH- OMOTICHUS WIIM aMHHOIIeHTe3a. V3pa3seHaTa MUOTOHUST MOXKe 1a ObJie
JIeKyBaHa CHMIITOMATHYHO 4pe3 aHnTukoHByscanTu (Carbamazepin wmu Phenytoin), kakto u
4ype3 aHTHAPUTMHYHM MeAukameHTH Kato Mexiletin [126]. BaxHo 3HaueHue umar
NPOCEIIBAHETO Ha KapIUOJOTUYHHUS CTAaTyC M JHUIIAHETO, KAaKTO M IepuoJuyHara
¢msuorepanus. I[lpm HeoOXomAMMOCT Morar Ja ce MpuiararT KapAWONPOTEKTHBHH
MEIUKAMEHTH, a IPH NIPOBOJIHY HAPYILIEHMS, MOKE J1a CH IIOCTaBU U NerncMenksp. [Ipn cninHo
HaMaJieH BUTAJCH KamaluTeT MOXe Ja Obje NpuiaraHa HWHBa3WBHA M HEHMHBAa3MBHA
BEHTWIAIMs. ExcecMBHaTa JHEBHA CHHIMBOCT Npu mamueHTH ¢ MJI tum 1 mMoxe na Obae
naekyBaHa upe3 mnpwioxkenue Ha Modafinil [56, 140]. TlaumeHTHTe C KOTHUTHBHH H
NOBE/ICHYECKH HApYIICHUs Morar ja ObJaT HACOYEHH KbM MOJXOIAINA Tepamus |

HeBpopexabuutarus [220].
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1.2.6. CbpaedHo 3acsiraHe npu 0osecrra Ha Steinert

Pesynratu OT XHCTOJNOTMYHHM TMpemapatd OT ChplUa Ha OOAYIHMpAHH IAlUEHTH
MOKa3BaT HaJlMuWMe Ha MHTEpPCTHIMaiHA (udpo3a, MacTHa MHWITpALUS, XUnepTpodus Ha
MUOILIUTUTE U OTHUIIEH MHUOKapJIWT. 3acsiraHeTo Ha MpPOBOJHATA CHCTEMa € Haili-uecrara
HAXO0J/IKa, HO C€ YCTaHOBSBAaT M PAa3NPbCHATH MUOKApAHM NPOMEHU. MyTauus B reHa 3a
ensuMa nporenH kuHaza (MDPK), pasnonoxxen Ha 19 Xxpomo3omMa € OTroBopHa 3a
3abonsBanero. MDPK e nokanu3upan B crienuanu3upaHu CTPYKTYpPH Ha ChPLIETO, CKeJleTHATa
myckynarypa, IHHC wm gp. Ilo-romsma konuentpanus Ha MDPK e ycranoBeHa B
MHTEPKAIAPHUTE JIMCKOBE HA ChbPACUHHS MYCKyJ B Mpexarta Ha [lypkunue. VHTepkanapHuTe
JUCKOBE ca CIEUHUAIU3UPaHU CTPYKTYPH, KOUTO CBBpP3BAaT MMOLUTHUTE, KATO €1HA OT
GyHKIIMUTE UM € MpOBEXKIaHEeTO Ha akuuoHHUS mnoTteHmuan. MDPK wurpae pons B
npeaBaHeTo Ha CUTHAIU MeX Iy muonuture [165, 168, 227, 229].

Cppneunoro 3acsrane € uyecto npu tun MJI 1 u B MHOro ciydau € mpuuvHa 3a
HaMaJieHa MPOABDKUTEHOCT Ha JXUBOTa. lIposiBsiBa ce Hai-4ecTO C PUTHMHO-TIPOBOIHU
Hapymenus, acumntoman EKD' nmpomenu u mo-psiiko kapauoMuonatusi. ApUTMUUTE ca Mo-
TEXKO M3pa3eHH MpU MAIUEHTH, MIPU KOUTO AMArHo3aTa € MOCTaBeHa B CPABHUTEIHO paHHA
Bb3pact [133]. PurbMHO - mpoBoaHM HapymieHus ce cpemat B 50-65% ot ciyuante. Moxe
na ObJe 3acerHaTa BCsIKa 4acT OT IMPOBOJHATA CHCTEMa, HO HAH-yecTo ce 3acsira CHoma Ha
Xuc u Mmpexara Ha Ilypkunue. 3a ToBa cBuAeTelcTBaT yAbKeHUSIT PR uHTepBanm u
pasumper QRS kommiekc [15]. Be3cuMnTOMHHM MPOBOJHU HApYIICHHs PETHCTPUPAHU HA
EKI ca gecto cpemaHa Haxojka B paHHHUTEe cTaguu Ha 3abomsBaHeto [50, 80]. OcHOBHUST
PHCK € mporpecust KbM bJieH A-V 010K 1 BHe3ammHa chpaeuna cMbept [93, 189]. JlaB u necen
OenpeH OJIOK ce cpellar ¢ eaHakBa yectora B 5-25% ot ciaydaure. [lo nutepaTypHu JaHHU
yaeikeH PR unTepBan ce HabmomaBa B 20-40% ot mamueHntute, a pasmupeH QRS
KoMILIeKe B 5-25% ot manuenture. CunycoBa Opanukapaus ce Habmogasa npu S to 25% ot
nanuentute [81, 176]. Ilpu mamuenture ¢ MJI 1, HagKaMepHUTE TaXHAPUTMUHU Ca YecTa
Haxonka Ha EKI' m Xonrep EKI'. Haii-uectuTe aputmMuu ca OpeachbpAHO MBXKACHE U
TpernTeHe U ce HabmroAaBat npu 25% oT nauueHTuTe. YecTo ce cpemar u KaMepHU apuTMUH,
BKJIIOYMTETHO U MOHOMOP(HHM M MOTUMOPPHM KaMEpHU TaxHKapAUM U JIOPH KaMepHO
mbkaeHe [21, 97, 150]. EdexkTsT OT MMILTAHTHPAHETO Ha KapauoBepTep — AehuOpuIaTop mo
OTHOILIEHHE Ha HaMaJsiIBaHE Ha CMBPTHOCTTA Ipy nanueHTu ¢ M/J[ 1 octaBa Hen3BecTeH.

KnuauyHO wu3sBeHaTa MMOKapaHa IUCOYHKLMS HE € yecTa, HO MOXe Ja Obae
yYCTaHOBEHA CyOKJIMHHMYHA JiekocTeneHHa nucynknus B 0-28% ot ExoKI' u MPT [16, 28,

81, 179]. IlposiBu Ha ChpIeUHA HEMOCTATHYHOCT Ca PEIIKU, KATO B M3BECTHA CTEIICH TOBA CE
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IBJDKA Ha OrpaHWyeHaTta (u3ndecka aKTUBHOCT IMOPAad HEBPO-MYCKYIHOTO 3a0o0JsiBaHe.
Haii-uectro ce ycranoBsBar Hapymenus B JIK namactonna ¢ysakuus [82,159,166]. 3a
MHTpPAJICH KJIalleH mpoJarc ce chobinara B 25-40% ot narnuenture [214].

Pesynratute or 10 rogumuHo mpociensBane npu 367 manuentd ¢ MJI1 moxasBa
HaMaJjieHa MPOJBIDKUTEIHOCT HA KMBOTA, OCOOCHO NpPU MAIMEHTH C IO-PaHHO HAYalo Ha
OoiecTTa M aHTaXWpaHe Ha NPOKCHUMATHHUTE MycKynu. Ilpum Tasu rpyna manueHTH Haii-
yecrara MPUYMHA 32 CMBPT € JUXaTelHa HeIOCTaThYHOCT U ChPACYHO 3a00JsBaHe,
cboTBeTHO B 40% 1 30%. IIpuunna 3a cepaeunara cMbpTHOCT € JIK mucynkums u chpredna
HenoctarbuHocT, MBC, OemonpOpm emO0iaM3bM W BHE3almHa Chbpjae4yHa cMbpT [147].
Yecrorata nHa BCC B pasnuunu mpoyuBanus € Mexnay 2-30%, karo T Moxe na Objae
NpUYMHEHA OT acCHCTOJIMs, KaMepHa TaXWKapIus, KaMepHO MBXKACHE, eleKTPO-MEeXaHUYHa
nuconnanus. JlaHHUTe 3a IereHepanus Ha MPOBOJHATA CUCTEMa € JJOBella 0 XUIloTe3aTa, ue
Haif-yecraTa npuunHa 3a BCC ca Opanuaputmun. B cbIoTo Bpeme Bce Mo-4ecTo ce choOIBa
3a KaMepHHU TaXWKapJauH, KOeTo Moke 1a o0sicHu HacThiBaHeTo HAa BCC cien uMrutanTanus
Ha enekTpokapauoctumyaarop [132]. Tlo-ckopomino npoyuBate npu 406 nanuentu ¢ MJ[ B
IpoabJDKEHHE Ha 6 ToJl MOKa3Ba, 4e Impeacka3Baiu (GakTopu 3a pUCK OT BHE3alHa ChpleyHa
cMBpT ca yabbkeH PR wmaTepBan >240ms u QRS > 120ms, A-V o6mok lI-Ill cremen u
pasyinyeH OT CUHYCOB pUTHM [94].

WNmaiiku mnpensuj BHCOKaTa YecTOTa Ha BHE3almHa ChpJAEYHA CMBPT, CHHKON U
MIPECUHKOIl € HeoOXoIuMO MpoBeXAaHe Ha mnepounnyHu (eauH mpT B roaunara) EKT,
xontep-EKI" u exokapauorpaduu, KakTo U MO NpeleHKa eleKTPOPU3NOIOTUIHO U3CIIEIBaHE
3a oueHka Ha HV BpeMme M moTeHuManHO HMHIyLMpPAaHE HAa KamepHa Taxukapausa. llpm
CHMITTOMATHYHHU TAMEHTH ¢ HeoOxoanma uMiutanTanus Ha ICD wnu netic-meiiksp [91, 100,

132].
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1.3. JAUCTAJHU MUOIIATUU

JlucranHuTe MMONIATUH NPEACTABIABAT KJIMHUYHO U TEHETUYHO XETEPOreHHa rpyma ot
3a00JIIBaHUs, TIPU KOUTO MPEAUICKIIMOHHO Ce 3acAraT JUCTAIIHUTE MYCKYJIH Ha PbIIETE U/WIH
KpakaTa. 3a mspBU T GOwers npe3 1902 1. onucBa TeXKa AUCTAIIHA MYCKYJIHA CI1a00CT B
TOPHUTE U JOJHUTE KparHuuy npu 18 rogumen mex [90, 180].

1.3.1. Etunosorus u kaacudunkanus

JluctanHuTe MUONATHM CE€ NMPUYMHSIBAT OT MYTAallUM B PA3JIMYHM TE€HH, BOJCIIM J0
JIUTICA WK U3JIUIIBK Ha Pa3IM4YHU MYCKYJIHU OenThLU
Knacupumupanero Ha AHCTATHATE MHOMATHM CE€ OCHOBaBa Ha KIMHHWYHH,

XUCTOJIOTHYHU, UMYHOXUCTOXUMUYHU u MOJIEKYJIIPHO-TEHETHYHU KpUTEPUH.
Otmudepenuupanu ca Hang 15 paznuuHu GopMu Ha AUCTATHM MHOIMATHU C aBTO30MHO-
JOMHHAHTEH M AaBTO30MHO-PEIIECHBCH THIN Ha yHaciemsBane [146]. Kem rpymara Ha
JUCTATHUTE MHOINATHH TPUHAISKAT W MHODHOpWIApHWTE MHUOMATAM C Tela Ha

BKIIFOUBAHUS — AC3MUHOIIAaTHUH.

KJIaCI/I(i)I/IKaHI/IH Ha JUCTAJIHUTC MHOIIATHU, TCHCTUYHU JIOKYCH, KIIMHUYHU W XHUCTOJIOTMYHHU

XapaKTePUCTUKU
Bun Ha | Tun Ha | ['en/Jlokyc Panno Croiinoctu | Haxonku oT
JcCTalIHaTa yYHacIIeIIBaHe 3acsraHe Ha KOK MYCKYyJIHATa OHOTICHS
MUOMATHS
turt Wellander | Asrozomuo- | 2p13 > 40 r., | Hopmanau | Muonatuu + Bakyosnn
JTOMUHAHTEH €KCTEH30pH | WJIM  JIEKO

Ha phIleTe MTOBUIIICHU

Tun Miyoshi ABto3omMHO- | Jucdepnun, | 20-50 r., | [loBumenn | Muonarau. Jlumncsar
perecuBeH 2pl13 3aJIHUTE - ot 10 nmo | Bakyonm

JUCTaJIHU 50 mpTH

MYCKYJIA Ha

Kpakara
Tubuanna ABTO30MHO- Turtun, 40-50 r., | Hopmanau | MuonartHu, Bakyosiu
MYCKYJIHa noMuHaHTeH | 2031 IIPETHUTE WIH  JIEKO
aTpodus JTUCTAITHU MTOBUIIICHU
/unnanacka/ MYCKYJIU Ha

KpakaTa
Tun Nonaka /AP | ABTO30MHO- GNE, 9p12- | 20-40 1., MuonaTtHu, BakyoJu
HAaCJIeJICTBEHA pelLieCUBEH pll MIPETHUTE [ToBumenu
MUOTATHUS c JTUCTaIHU - g0 5
Tena Ha MYCKYJH Ha | IBTH HaJ
BKJIFOUBaHUs1/ Kpakara HOpMaTa
Tun Gowers- | ABTO30MHO- MYH?7, 15 — 25 r., | [loBumernn