Bp3 ocHoBa Ha unen 27 cras (1) on 3akoHOT 3a 31paBcTBeHaTa 3amTuTa (,,Cry)0eH
BecHHK Ha Penybnmuka Makenonuja‘“ 6poj 43/12, 145/12 u 87/13), MUHHCTEPOT 3a 3IpaBCTBO
JoHece

YOATCTBO

3A ITIPAKTUKYBAIBE HA MEJIMIIMHA 3ACHOBAHA HA JTOKA3H
TP MUOITATHUH KAJ JEINA

Yien 1

Co oBa ymarcTBO ce MPOIHUIIYBA MEAMIMHCKO 3rPHXKyBambe Ha MHOIMATUUTE Kaj
JieTia MpeKy MPaKkTUKyBamke Ha MEIUIIMHA 3aCHOBAaHA HA JTOKA3U.

Yiien 2

HaunnoT Ha nujarHoCTHIMpame W TPETMaH Ha MHUOINATHUUTE Kaj Jiela € JaJeH BO
MIPHUJIOT, KOj € COCTaBEH eI Ha OBa YIATCTBO.

Yien 3

3apaBcTBEHUTE PAOOTHUIIM U 3JPABCTBEHUTE COPAOOTHUIIM ja BPIIAT 3ApaBCTBEHATa
JIEJHOCT Ha MEIUIIMHCKO 3TPIIKYBabeé Ha MUOIMATUH Kaj Jerara 1o MpaBUJIO COTJIACHO OBa
YITaTCTRBO.

IMo wucknydok ox craB 1 Ha OBOj WICH, BO MOCAUHEYHH CIydaW IO OIICHKA Ha
JOKTOPOT MOXKE Jla C€ OTCTamd O] OJIpeJOWUTE Ha OBa YMATCTBO, CO COOABETHO IHCMEHO
00pa3nioKeHHe 3a MPUIUHUTE U MOTpedaTa 3a OTCTANyBamke U CO MPOICHKA 32 HATAMOIIIHUOT
TEK Ha 3TPIKYBAKETO, MPH HITO O] CTpaHa Ha JOKTOPOT TOA COOJIBETHO c€ TOKYMEHTHpA BO
nUucMeHa popMa BO MEIUIIMHCKOTO JOCHE Ha MAlUCHTOT.

Yiien 4

OBa ymaTcTBO BIETyBa BO CHJIa HApeTHHOT JI€H OJl JCHOT Ha 00jaByBameTO BO
,,Cityx0eH BecHuK Ha PerryOnuka Makenonuja“.
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IIpusnor

MUOITATUHN
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OCHOBHM TOAATOLH

HcnuryBama Ha MallMeHTH CO MYCKYJIHU 00J€CTH
Kora tpeba 1a ce mocTaBd COMHEHHUE 3a MHOIaTHja?
TperMmaH u pexabunuranmja

MuonaTii BO paHOTO JIETCTBO

CouHaJIHU MYCKYJIHU aTpodQuu

Hacaennu HeBpomaTHH ¥ HOPEMETYBAIba Ha HEBPOMYCKYJIapHATa CHHAIIca
IIporpecuBHU MYCKYJIHH JUCTPOQUH

Muoronnusa qucrtpoduja

JlucTaany MUOIIATHH

Muo3urtuc

MUTOXOHAPH]AJIHH MUOIIATHHI

MeTaboaHU MUOIIATHH

CekyHOapHU MHOIIATHH

IToBp3anu U3BOpH

Pedepenim

OCHOBHHU IIOJJATOLIN

[loBekeTo manMeHTH CO MHOIIATUY UMaatT HacjenHa 00JIecT.
HujarHoctrukara oOpaboTka Tpeba Ja ce LEeHTpalu3upa BO TrojeMH OONHHLIM WIH BO
CHELNjATMCTUYKY KITMHUYKH aMOYJIaHTH 32 HEBPOMYCKYJIHU OOJIECTH.

HNCIINTYBAIbA HA ITAITMEHTHU CO MYCKYJIHU BOJIECTU

AHaMHe3a Ha NAIMEHTOT 3a aKTyejaHara Oosect, paMuiarjapHa aHaMHe3a, (pU3UKaNIeH Hperien u

J1a00paTOPUCKH HCTINTYBAbA.

CepymMmckara kpeatunuH kuHasza (CPK) e mokaueHa kaj moBeKETO MUOTIATHH.

e HopmanHuTte BpeqHOCTH HE ja HCKIy4yBaaT MOXKHOCTA 32 MUOTIATH]a;

e Jla ce Hotupa aeka CK KOHUIEHTpamuuTe MOXE Oa OMOAT NMOKAaYeHW M TOpagd Tpayma,
WHTPaMYCKYJHHM MHEKIHHU U peTxoaHo HanpaseHa ENMG.

EnexrponeBpomuorpaduja (ENMG)

MyckynHa Guoncuja

e KopucHa 3a nudepeHnyjantia qujarHosa Mery MUONaTHja M HEBponartuja. 3apagu norpedara
ol crnenuUYHM TEXHHUKH, Ouorncuure Tpeba na ce M3BeAyBaaT caMO BO WHCTUTYLHja CO
peNIeBaHTHO UCKYCTBO.

Wmuyunr crynun Ha myckyiute (CT/MRI)

e MHOr'y KOpHCEH METO/ 3a MPOIIEHA Ha CTENICHOT HAa MyCKYJIHA TIOBPE/a;

e OOuyHO ce NoTpeOHH, cOo L Aa ce JeuHupa TOUHATa 30Ha 3a OUOIICH]a;

e MRI gaBa MoxHOCT 3a ueHTH(DHKAIHja HA HHPIAMATOPHA TPOMEHH BO MYCKYIIHTE.

JHK crynuu



o IlpumMapeH MeTOX JOKOJKY KIMHAYApPOT MMa jaceH comuex 3a dystrophia myotonica (o6ara
tun 1 u tun 2), Duchenne-osa u Becker-osa myckynna guctpoduja, THOMjaIHA MYCKYyIHA
muctpoduja, panuo-ckamyIo-xyMepaiHa AucTpoduja.

e Coo0/IBETHH 3a TIOHATAMOIIIHNA HHBECTUTAIIMU KOTa BEKEe HAMPABCHUTE YKAXyBaaT HA MOKHOCT
3a cnenduyuHa 60JIecT: mpUMapHa HEeBpoIaThja, O0JeCT HA MOTOPHHUOT HEBPOH, MUOTOHHH,
IUCTPODUH, MUTOXOH/IPHjaTHH MUOTIATHH, MTH.

KOI'A TPEBA JIA CE IOCTABU COMHEHHME 3A MUOITATUJA

CumnromMuTe caMu OOMYHO HE CE JOBOJIHM 3a JIMjarHOCTHUIHPAkE Ha MUOTIATHja, HO THE MOKE /2
ymaTar Ha IOHaTaMOILIHM HEBPOJIOILKY HCIIUTYBaba.

TunuYHUTE CUMITOMU BKIy4yBaar:

e (aBHO Mporpeaupadka MycKyJiHa ci1a0ocT;

MYCKyJIHa aTpoduja;

MYCKYyJHa c1a00cT, 00JIKa WM KpaMIi KOH Ce jaByBaat IpH BexOame ((PU3MUKa aKTHBHOCT);
nT033;

mucdaruja;

HapyIIeH roBop.

[TozuTnBHaTa pamuIMjapHa aHAMHE3a TO MOTKPEIyBa COMHEHHUETO.

TPETMAH N PEXABWINTAIINJA

Tpeba 1a ce 0OBO3MOKH TPETMaH IO/ KOHTPOJIA Ha CIICIIHjaTUCT.

MHory MHONaTHH ja OTEKHYBaaT MOOWJIM3alMjaTa U CIpPaBYBamkETO CO JHEBHUTE aKTHBHOCTH.
CDI/I3I/IOTCpaHI/IjaTa, ajarnrtaguyu BO JOMOT Ha MAIlMCHTOT W pa3/IMYHU IoMaraja BO OOMOT Ha
IIauEeHTOT C€ O6I/I‘-IHO HCOIIXOAHMU. HaHI/IeHTI/ITC MOXE Oa uMaaT KOpPUCT O4 adallTallMOHCH
TPEHUHT ¥ OKYIAI[HOHA peXaOMIIUTAIlHja BO COOJBETHH YCIOBH.

[MaruentoT Tpeba jga Ouae MHPOPMHUPAH 3a HacleaHOCTAa Ha OoyiecTa. AKO € MOXKHO, TpeDa 1ia ce
y1iaT Ha IrCHCTCKO COBETYBALEC 3a TOHATAMOIIIHU TECTOBU U HH(i)OpMaHI/II/I.

MHUOIIATHUHU BO PAHOTO JETCTBO

CuMITOMHTE BKITydyBaaT:

® MYCKyJIHA XHIIOTOHHja M ci1abOCT Kaj HOBOpOJIEHYE WM JO€HYe Koja ce MaHudecTupa co
TEMIKOTAM BO JPKEHE Ha TIjaBaTa HCIPAaBEHO, HEJIOCTAaTOK Ha (halujaHa eKCcIIpecHja,
UMOOWIIHOCT, TEIIKOTHH BO IMIAKBETO W JAWIMICHETO MM PEKypeHTHH HHQPEKIHH Ha
pECIUPaTOPHUOT TPAKT;

® HAOAM KOM acolypaaT Ha KOHI'CHUTATHH MHONATUU C€ JYKCAllMM Ha 3rII000BH, 3TIOOHU
KOHTPAKTYypU U CKOJIN03a, KAKO U TUCTalIHA apTPOrpHUIIO3a.

Nemaline-oBata MuomnaTuja ce jaByBa Ha OBaa BO3pacT. MHOTOHHYHA TUCTpOdHUja U MHACTEHH]ja

rpaBHUC MOXe J1a OMJaT KOHTCHUTATHH 3a00TyBamba.

CIIMHAJIHA MYCKYJIHU ATPO®UN

dopMuTe CO paH TOYETOK CE€ BPOJAEHH, a HACIeQyBalETO € aBTOCOMHO PEIECHBHO.
[porpecuBHaTa jie3uja € Ha HUBO HAa MPESTHUTE POrOBU HA POSTHHOT MO30K.

CuMnToMuTe BKITydyBaaT MyCKyJIHa (DIaKIUIHOCT, caabocT u arpodrja. MOXHU ce M MYCKYITHH
(hacruKymamm.



CMA (cnmuanHa MmyckyiaHa atpoduja) I-11l ce mpeamsBukanu on meduuut Ha HHBO Ha SMN
rerot u co DNA tectupame Moxe 1a ce moTBpau Ooecra.

Hma MHOTY CyOKaTeropuu oji pelecuBHO WM O] JOMUHAHTHO HACJIEAHU (OPMHU KOM IMOYHYBAAT
BO aIyJATHUOT MEPUO]] KAKO CIUHAIHU MYCKYJIHU aTpO(pHH UK MOTOPHHU HeypomaTuu (Ha mp. X-
peuecuBHata Oonect Ha Kennedy wnm cnumnHanHarta OynOomyckynHa atpoduja — SBMA).
Hajuecta e ammorpodmuna martepamHa ckiepoza (ALS) (1), xoja BO MOBEKETO CiyuaW €
damunmjapuaa (FALS).

SMA |, Werding-Hoffman-osa 6osaect

OMIM ,
[ToyetokoT Ha GomecTa € BO IPBUTE HENENU OJ] ’KUBOTOT M UMa JIOIIA POTHO3a.

SMA 1I, naTepmeanepna ¢popma

OMIM ,

IlocTon n HUHTCPMCAHCPHA (bopMa Ha 0oJjiecTa co MNOMAJIKy TCHIKM CUMIITOMU U CO MOYCTOK Ha
Oonecta OKOITy 12-tuot MECE OO JXHBOTOT. HpC,I[I/BBI/IKYBa 3HAYUTCJICH HWHBAJIUWIWUTET, HO
OYCKYBAHOTO MNPCIKMUBYBALC € HAJ 50 TOAWHH.

SMA 111 Kugelberg-Welander-osa Gosect

OMIM ;

[loueTokoT € BO MAETCTBOTO WM BO DPAHHUOT aayiATeH IMepuoj. TeXuHata W CTENeHOT Ha
mporpecrja Ha oBaa OOJECT BapupaaT, a CHUMIITOMHTE MOXE Ja OWJaT yHWIATEPaTHW WA
OTPaHUYECHH HA €lIeH EKCTPEMUTET.

AmuoTpoduuna 1aTepanana ckiaeposa (ALS)

Buau (1)

HACJIEAHU ITIOJIMHEYPOITATUA U IIOPEMETYBAIBA HA
HEBPOMYCKYJIAPHATA CUHAIICA

Hacnennau nonvaeyponatuu (2) 1 60JecTHTe HA HEBPOMYCKYJIapHATA CHHAICA, KAKO MUACTEHH]ja
rpaBuc (3) ¥ MHACTCHUYHUOT CHHJPOM (3), UCTO Taka MpEeJAN3BHKYBaaT MYCKYJIHA CJIabOCT; Kaj
MHACTCHHHUTE MYCKYJIMTE C€ 3aMapaar BO TEKOT Ha pernerupaukute BexxOu. OBue coctojou Tpeda
Jla ce 3eMaT MpeaBuj Bo AudepeHuujanHara 1ujarnosa.

INPOI'PECUBHA MYCKYJIHA TMUCTPO®UJA

[MocrojaT pasauunu Gopmu Ha aUCTpodHja KOM CE pas3IHKyBaaT CIOpE] KIMHMYKATa CIUKa U
HAYMHOT Ha HaclieAyBame. [Ipu MyckyiHaTa OuoOICHja AMjaMeTapOT Ha MYCKYJIHHUTE BJIaKHA
MOKa)kyBa rojiemMa BapujaduiaHoct. Hekou o7 BiiakHata ce aTpodupaHu U 3aMEeHETH co (pruOpo3Ho
n macHo TkuBo. EHMI' e coomBeTHa AmjarHOCTMYKAa METO/Aa 3a OBHE MHONaTHH. Bo akTHBHa
¢aza, cepyMcKkara KpeaTuH KuHazata e sronemena 50-100 natu.

Duchenne-oBa myckyana guctpoduja

OMIM,

Enna on majremkute hopMu Ha MyCKyJHA TUCTPOdHja M HACIEAYBAMHETO € PEIIECUBHO MPEKy X
XpoMo30MoT. EnHa TpeTrHa oJ] cuTe ciay4au ce HoBH MyTanuu. OCHOBHATA MpUYMHA 3a OojecTa e



nedunuT Ha QUCTPOo(UMH HAa MOBPUIMHATA HA MeMOpaHaTa Of CKEJIETHUTE MYCKYJIHH BJIaKHA, IITO

€ BHIUIMBO Ipu MyckynHa Ouomicuja. DNA TectupameTo ja mMOTBpAyBa OujarHozaTa BO [IBE

TPETUHH OJI CITyHJauTe.

[TanmeHTHTE CE MOMYHIbA YHU CUMIITOMH C€ MaHU(ECTHPAAT OKOITY S- TOHIITHA BO3PACT.

e llHunujajHUTE CUMITOMH BKJIydyBaaT HapyllyBame Ha OJOT M CIAa0OCT Ha NMPOKCHMAITHHUTE
MYCKYJIH (TEITKOTHH MPU CTaHyBamk-€ O] KJIEKHATa COCTOj0a).

e JlucTtoBHTE HA MMOTKOJICHUITUTE Ce 37e0eneHu (TIcCeBAOXUIEpTpodHja).

e MyckynHara crnabocT mporpecupa M OKOdy |2- roammiHa BO3pacT MAlMEHTOT Mopa Jia
KOPHCTH MHBAJIHICKA KOJIMYKA.

e Jlpyru manugecTtauu Ha OosiecTa BKIlydyyBaaT KOHTPAKTypH Ha 3ri1000BUTE U AepopMuUTeTH
Ha pOerToT (CKONMO3a), KAaK0 ¥ TEHIKOTHH BO JHIICHETO M MHOKapAHOMATHja IITO
HpPEeUCTIOHNPA KOH HH(EKTH.

Oxomy 15 % ox »eHuTe HOCUTENN ke TOKa)KaT CHMITTOMH Ha MHOTIATHja O Pa3JIndeH CTETeH.

Becker—oBa myckyana aucrpoguja

OMIMs

Ce HacneqyBa peLieCHBHO BP3aHO 32 X-XPOMO30M.

HuBoTo Ha nucTpoduH e peaylupaHo, HO He Taka M3pa3eHo Kako kaj Duchenne-oeata myckynna
aucTpoduja.

Texxunara Ha 6osiecTa e BapujaOUIIHA.

Bpemeto Ha mojaBa Ha CUMIITOMUTE Bapupa OJl IETCTBO O aXyJATHUOT NEPHO,.
KapnnomuonaTujata Mosxe 1a € mpoOjieM Koj TEIIKO ce MEHaIupa.

Pameno - nojacHa gucrtpoduja

MyckynHata ci1abocT € JIOIMpaHa Ha MPOKCUMAITHUTE MYCKYIH OJ1 €KCTPEMHUTETHTE (TEIIKOTHH
BO KauyBambe 10 CKAJIH U APXKEEH-E Ha paleTe BO KpeHara mojxoxoa).

[TojaBa BO A€TCTBO, a70JICCIICHITHjaTa WU 3Ty ATHHOT IIEPHO/.

HacnenyBameTo € 00MYHO aBTO30MHO PEIECUBHO, PETKO aBTO30MHO JJOMUHAHTHO.

[To3naTu ce moBeke ox 20 TeHCKH JIOKYCH KOW C€ IPUYHHA 3a 0oJiecTa; MOXe J1a ce audepeHImpa
BO CIICIIHjaTU3UPaHU TEHETCKH JIAOOPATOPHUHU.

dacuuo-cKanyJIo-xyMepajaHa MyCKYJIHA TUcTpoduja

OMIMg

[Ipenu3BukyBa MycKkynHa aTpoduja BO adeKTHpaHUTE PETHOHH, HO TIOCTOM TrojieMa
BapHjabMITHOCT BO KIMHUYKATA CIIUKA.

[IporpecujaTta Ha OonecTa € IPUINIHO OaBHA.

Ce nHacnenyBa aBTO30MHO JOMHHAHTHO; MMa rojieM Opoj Ha HOBH MyTallMd 0€3 MPeTXOoiHa
CeMejHa UCTOpHja.

MHUOTOHUYHA TUCTPOPUIA

BonecT co aBT030MHO TOMUHAHTHA HACJIEAHOCT;
[Ipunara Ha HajuecTUTEe AUCTPOPHH CO BapujabUITHA KIMHIUYKA EKCTIPECHja U TSKUHA;
Hujarnoszata e 6azupana Ha JIHK crynum.

MHUOTOHUYHA JUCTPO®PUJA- Thn |

OMIM,

Bo3spacTa kora 3amo4yHyBaaT CHMITOMHTE MOXKE Ja OHJe O] HEOHATaJeH MEPUOa IO aAyJITHO
noba.



Knuandkrte MaHupecTaly BKIy1yBaar:

e MyckyiHa atpoduja U cIaboCT MOCEOHO BO IUCTAIHUTE MAPTHH (€KCTPEMUTETHUTE), IULICBUTE
MYCKYJIF U OYHHTE Karary (1ITo3a).

® MHUOTOHMja, TENIKOTHM BO OOWJ 3a MyCKyJgHAaTa pelakcalyja Ha 3TrpucHa TYIaHUIIA,
EBUJICHTHA TIPH elleKTpoMuorpaduja;

®  CHJIOKPUHM IOPEMETYBama, Ha IPUMEP HHCYJIMHCKA PE3UTCHITH]ja;

®  CpIICBH apUTMUU;

®  KaTapakTH.

Konrenuranaurte popmu Ha 6osecta BKIydyBaaT M MEHTAJIHA peTapaaiyja.

Axo OosrecTa 3aloyHe Ha yYWIHITHA BO3PACT, MOXKE Jla Ce MPE3EHTUPA CO TEIIKOTHH BO YUCHETO

0€3 MYCKYJIHU CUMITTOMH.

MHUOTOHHUYHA JTUCTPOPUIA- Tun Il

OMIMg

Boob6ugaeno mobiara gopma o Ut |; mo4eTOKOT MOXKe Aa Omae mo 25 roguHa HO, BOOOWYIaeHO
He e ipen 50- roauITHa BO3pacT.

Hejacna wmyckymHa OoJika W BKOYAHETOCT C€ CHUMITOMH KOM MOXE Jia acouupaar Ha
¢ubpomuanryja;

[IporpecuBHa c1aboCT Ha MPOKCUMAITHUTE MYCKYIIH;

MHory pa3nuyHa CUMITOMATOJNOTHja: KaTapakTa, apUTMHH, SHIOKPUHOJOIIKKA MOPEMETYyBamba,
MMOKAYeHO HUBO HA XCMATaTHUTE TPAHCAMHHA3H, TPEMOp, XUNepTpodHja Ha TUCTOBUTE;

Hypu u enekrpomuorpadcku He cexorail ce OTKpUBa MUOTOHHja, & BPEJIHOCTUTE HAa KPEaTUHHH
KHHA3a HE CE HEOIXOIHO MOKAYCHH.

KOHI'EHUTAJIHU MUOTOHHMHU U TIEPUOINYHU ITAPAJIN3N

OMIMq

Bonectn mpemusBukaHu On TeHETCKH Ne()eKTH BO JOHCKHTE KaHAIHM, CO JIOMHHAHTHA WU
pellecuBHA HACIETHOCT, HO HE MTPOTPECUBHU KAKO MUOTOHUYHUTE TUCTPOPUH;

KapakrepuctuHa mpe3eHTandja Ha 0o0JecTa-MHOTOHHMja TIPU KIWHHYKH Tperiien H/Win
enekTpomMuorpadcku, Ho 6e3 Ha0IM KOW YKa)KyBaaT Ha MYCKYITHO OINTETYBaE;

PenecuBHUTE MyTallMy HA XJIOPUIHUTE KaHATHM ce MEl'y HajuecTUTe NpUInHK. [10CTOM B MOXKHOCT
3a JIHK mmujarnocTuka.

JUCTAJIHU MUOIIATUH

Muomnatuu co CUMIITOMY CaMoO OJ1 JUCTATHUTE JCJIOBH Ha palleTe U CTaraaTa;

Hujarnoszata e 6azupana Ha JJHK ananmnza koja ce n3BeayBa BO CIICLH]jaU3UpaHH J1a00PaTOPHUH;

Bo 1993 roa. HOB ¢eHOTHI Ha AWCTaTHA MHONATHja, THOMANHA MycKyinHa auctpoduja (TMU-

OMIM o) Gemre omumrana Bo duHCKa, oX Kora ce moTBpAcHU moBeke on 500 HOBH ciydaw.

BucTtuHCKaTa peBayieHIIa ce MPETHocTaByBa feka ¢ okoiay 1000 marmueHTH, mTo ja MpaBH OBaa

cocToj0a HajuecTa MHOIIATHja BO 3eMjarTa.

e CummnToMHTE c€ jaByBaaT Ha CpEJHA BO3pPACT; MAIMCHTOT pa3BUBa HEKOHTPOJIMPAH U
HectabmneHn oxa. Enekrpomuorpadujata ke mNOKaXe THUMUYHM TPOMEHH 32 MYCKYIHO
omreryBatbe M CT/MRI Ke mokaxar KpajHO CEIEKTHBHO MYCKYJIHO OINTETYBal€ Ha
MIPETUONjATHUTE MYCKYJIH.

e bonecra cropo mporpecupa. Hema Oonka HUTY ceHzopeH ryouTok. IlanmeHTuTe Kom MMaaT
3arprmKyBadka cia0oCT Ha CTalaloTo MMaaT MmoTpeda oX moMoll NpHu oAewmeTo. Hema apyr
aeyeOeH TpeTMaH.



Jucranmnara muonaruja Ha Welander e aBTo3oMHO AOMHHAaHTHA MHOIATHja KOja € THIIMYHA
xepenutapHa Oomect Bo IlIBencka, Ho e mpuauyHo dYecta m Bo PuHcka. I[lodeTokoT Ha
CUMNTOMUTE ¢ oKoy 40-Ta TOAMHA OJT Y)KUBOTOT.

Hekonky npyru ¢opmMu Ha AMCTaTHA MUOIIATHU CE OTHINAHY MTOCIEAHUTE HEKOJIKY TOJIUHHU.

MHUO3UTUC

HudnamaropHa, aBTOMMYHa 00JIECT CO HEMO3HATA CTHOJIOTH]a;

HOCTOj aT 4YCeTHUpHU TJIaBHU THUIIA: IIOJIMMHUO3UTHC, MHO3HUTHUC cOo HWHKIIY3UOHM  TCJIIA,
JIEPMAaTOMHO3UTUC U MHO3UTHC aCOIMPAH CO CUCTEMCKHU KOJIareHO3H.

Hajuecto ce jaByBa Ha Bo3pact on 50-70 rojauH{, HO MOXE Jla C€ jaBH W BO JIETCTBOTO KOra
TUIMHYHA MaHu(ecTalja e 1epMaTOMUO3HUTHC.

Moske 1a Oujie acolMpaH co APYro aBTOMMYHO 3a00JTyBame.

CuMIiToMHTE BKJIy4dyBaaT Cy0aKyTHa CHMETPHYHA MYCKYJIHA CJIA0OCT M TIOPETKO MYCKYJIHa
MPEOCETIUBOCT.

JlabopaTopucKH HAoqu: elieBallMja Ha CepyMcKa KpeaTWH KHHa3a; CeJUMCHTaldjata Ha
SPUTPOIMTHTE U TaMarjo0yIMHUTE Kaj HEKOU MAIlHeHTH HCTO TaKa MOXe J1a OuaT 3roJieMeHH.
MRI UMUUKHT Ha MYCKYJIUTE € OJIMYHA METOZA 3a MOTBP/Ia Ha JIUjarHo3aTa U ONpeIeIyBambe Ha
MECTOTO Ha OHOIICH]a.

MyckynHata OuorcHja OKaKyBa IPUCYCTBO Ha WH(IAMAaTOPHHU KIETKHU, Kaj JePMaTOMHO3HTOT
noceOHO BO TIEPHBACKYJIAPHOTO MYCKYJIHO TKHBO. [lapaHeoruilaCTHYHHOT MHO3UTUC Ce
KapakTepu3npa CO eKCTeH3MBHA HEKPO3a Ha MYCKYJIHUTE KJIETKH Oe3 3HayajHa akymyJalnyja Ha
UH(IAMAaTOPHU KIICTKH.

TpeTMaHOCT ce COCTOM O] KOPTUKOCTEPOUIN U IIUTOTOKCUYHH JIEKOBH. MOXHA KOCTr3UCTUpayuKa
aBTOMMYHa 0OJIECT WM KaHIep Mopa Ja Oue AMjarHOCTUIMpaH u TpetupaH. Crepouaure ce
JlaBaaT TOJOJNT TIEPHOJ, a Tepamujata He Tpeba na Ouae mpekuHarta Oe3 KOHCYNTaluja co
crierjanuct. Kaj MHO3UTOT cO MHKITY3UOHH TeJll[a HeMa TeParucKl OJroBop.

MUTOXOHAPUJATHU MUOITATUHN

OMIM ;;

Muonaruu co pasiuuHa KIMHWYKA EKCIpecHja: XpPOHHYHAa OQTanMoIIierdja, MNpOorpecrBHA
MpPOKCHMaJIHA CIa00CT WITH KJIMHUYKA CIIMKA HAa METaboJIHa MUOTIAaTHja BUAM TTOJIONY);

Kaj nema najuecto ce acouupaHu co eHuedanonaTHja WIM XenaromaTHja, HO Kaj axyiTd
coctojbara e nzonupana (06e3 NpuApyKHa CUMIITOMATOJIOTHja).

KoHneHnTpanujaTa Ha JJaKTaTH MOXKe J1a Ou/ie mokayeHa BO AeTCTBOTO;

CoMHEHHMETO Ce TOTBpAyBa CO MYCKyJiHA OHOIICHja, a KOHEYHATa IHjarHO3a ce JOKaKyBa CO
renercku (JIHK) meToan.

METABOJIHU MUOITATHUN

OBa ce peTkH MHOMNATHUU IITO CE€ MPE3EHTHPAAT CO peaylHpaHa MYCKyJIHA H3APHIHUBOCT,
3rojieMeHa MYCKyJiHa OOJIKa MpH HAlop W 3roJieMeHa TEeHACHIHja KOH KPaMIIH; IOPETKO, KaKo
TElIKa MYCKYJIHA Jie3uja 1 pabloMuoim3a mTo 0apa JIEKyBamke BO €AMHUIIN 32 HHTCH3UBHA HETa U
Tepanyja 3apaad PU3HKOT O] aKyTHa peHanHa nHcydummeHnuja. Bo ocHoBa Ha Oomecra e
CH3UMCKH Ae()eKT BO NPOKYKLHUjaTa Ha EHEPIyja BO MyCKYJIHTE.

MUTOXOHIAPUjAIHUTE MHOMNATUH, OWJIO Kako HW30JUpaHH WJIH Kako Aed O MYJITHOPraHCKO
3acerame, MOXKe J1a ce CMeTaaT 3a MeTa0oiaHu Muonaruu. [loBekeTo ciaydau ce AujarHOCTUIUpAAT
co 0a3MYHHUTE MHBECTUT ALY MTPU MYCKYJTHHTE OUOTICHH.



CEKYHIAPHU MUOIIATH

Bonecra Ha MyCKyJTHOTO TKHBO MOKe Jia OHJIe 3Apy>KEeHa CO CUCTEMCKa 0OJIeCT:
MyckynHa Je31ja Kako CeKBella OJ CTATHHCKAaTa Teparyja
Xurneprupeouauzam

Xumorupeouauzam

XureprapaTupeonin3am, XUIepKaIeMmja

Cusching-oBa 6onect

AnkoxonuzaM

IHOBP3AHU N3BOPU

7.10.2010

KoxpanoBu npernenu

Hdpyru cymapHu J0Ka3u
WHTepHeT n3Bopu

Koxpanosu nperienn

Modafinil moxe ma ce xopuwcTh 3a 1a ce Hamald MHEBHATAa IIOCIHAHOCT Kaj MAIMEHTH CO
MHOTOHHMYHA AUCTpodHja, HO HEMa JOKa3W 3a PYTHHCKA yrmoTpeba Ha ICHXOCTHUMYJIAHCH BO
TPETMaHOT Ha XHMIIEPCOMHUjaTa Kaj oBue nanueHt (Haa-C).

JlokasuTe ce MPEeMHOTY OTPaHUYCHU 32 Jla OUAaT BOJUY BO yroTpebaTa Ha IMyHOCYIIPECHBHATA H
WMYHOMOJIyJIaTOpHATa Tepandja BO TPETMAHOT Ha JIEPMATOMHO3UTOT W IOJUMHO3UTOT.
HHTpaBeHCKUTE MMYHOTJIOOYJTUHH CE KOPUCHH BO TPETMAHOT Ha JIepMATOMHO3UTOT (HHI-D).
Jloka3uTe ce HEJOBOJHH 3a Jia Ce pasrpaHuyM Jald MEAMKaMEHTO3HATa Tepaldja ¢ CUTypHa W
epuKacHa BO TpeTMaHOT Ha MuoToHHjara. Clomipramine-or u imipramine-or, ce 4uHM, MMaaT
KpaTkopodueH, a taurine- oT J0JropoYeH MO3WTHBEH ¢(PEeKT Ha MHOTOHHjaTa, HO, CEMak, ce
MOTPEOHH MOTOJIEMH M A00pO qu3ajHUpanu ctyauu (HHA-D).

Tepanmjata co TIYKOKOPTUKOWJHHUTE KOPTUKOCTEPOMIU ja MOJO0OpYyBa MYCKyllHATa CHIIA H
¢dyHKIMja Kaj JluiieHoBaTta MyCKyJHa IUCTpoduja, HO co KpaTkopoueH edekT. Jlonropodynure
HecakaH! e()eKTH Ha KOPTUKOCTEPOUIHATA Teparnuja co37aBaaT COMHEX 3a KpajHHOT eekT (HH/-
A).

HenoBonau ce nokazure 3a edukacHOCTA Ha pa3iHYHH TPETMAHH BO JIEKYBaKETO H BO
CIIPaBYBAKETO €O AUC(harujara Kaj XpOHUYHUTE MYCKYJIHU Oonectu (HHA-D).

BexoOute ja momoOpyBaaT MOXHOCTa 3a Ofickhe¢ Kaj marentu co Charcot-Marie-Tooth —oBa
0oJIecT, MaKo M 3a OBa MMa HeIOBOJIHU M0Ka3u (HHA-D).

Kaj MuUTOXOHApHjalHUTE MHONATHH aepPOOHYHUTE BEXKOHM, KOMOMHHpAHH CO TPEHUHI Ha
MYCKyJIHATa CHJIa, TO 3rOJIeMyBaaT CyOMaKCUMAaTHHOT KamaluTeT HA MYCKYJIHA U3APIKIHBOCT.
Kaj wmuoronmuHara puctpoduja U (Pamuo-cKammysio-xyMepalHaTaMyCKyJIHA JTUCTpoduja
TPEHHHTOT 3a 3rojieMyBaibe Ha MyCKyJIHaTa cuia He € KopuceH (HHa-C).

WHcyduimeHTHY ce 1 I0Ka3uTe 3a epuKkacHOCTa Ha MHTEPBEHIIMUTE KOU I'O 3r0JIEMyBaaT OICErOT
Ha JBWKCHa BO TJIYXKIOT Kaj mMaiMeHTd co Oosecta Ha Charcot-Marie-Tooth tum 1 wnwm
Duchenne-oBarta myckynua guctpoduja (Hug-D).

Kaj Mmyckymuute auctpoduu KpaTKOPOYHHOT W CPEAHOPOYHHOT TPETMAH CO KEPaTHH ja
3rojeMyBa MycKynHata cuia (HHa-B).

I[pyrn CyMapHHu 10Ka3u

Vnorpebara Ha OpPTO3M 3a KOJCHO-TIY)KA-CTAlajJo MOXKE Ja ja TMPOAODKAT MOXKHOCTa 3a
ACHCTHUPAaHO OJCHE M CTOCHE, HO HE € CHTYPHO JailH ja INPOJIOHTHpAaaT W MOXHOCTAa 3a
¢dyHKHoHAHO oneme (HHA-C).


http://ebmg.onlinelibrary.wiley.com/ebmg/ltk.naytaartikkeli?p_artikkeli=rel00227#A4

HNuTepHeT u3BOpH

Proximal spinal muscular atrophy. Orphanet ORPHA70 1

Kennedy disease. Orphanet ORPHA481 2

Proximal spinal muscular atrophy type 1. Orphanet ORPHA83330 3
Proximal spinal muscular atrophy type 3, Kugelberg-Welander disease. Orphanet ORPHA83419 4
Proximal spinal muscular atrophy type 4. Orphanet ORPHA83420 5
Congenital muscular dystrophy. Orphanet ORPHA97242 6
Congenital muscular dystrophy type 1A. Orphanet ORPHA258 7
Duchenne and Becker muscular dystrophy. Orphanet ORPHA262 8
Facioscapulohumeral dystrophy. Orphanet ORPHA269 9

Steinert myotonic dystrophy. Orphanet ORPHA273 10

Thomsen and Becker disease. Orphanet ORPHA614 11

Tibial muscular dystrophy. Orphanet ORPHAG09 12

Distal myopathy, Welander type. Orphanet ORPHAG03 13
Polymyositis. Orphanet ORPHA732 14

Dermatomyositis. Orphanet ORPHA221 15

Inclusion body myositis. Orphanet ORPHA611 16

Proximal myotonic myopathy, Myotonic dystrophy type 2. Orphanet ORPHAG06 17
Limb-girdle muscular dystrophy. Orphanet ORPHA263 18

Spinal muscular atrophy, type I; SMA 1. OMIM 19

Spinal muscular atrophy, type Il; SMA 2. OMIM 20

Spinal muscular atrophy, type I1l; SMA 3. OMIM 21

Muscular dystrophy, Duchenne type; DMD. OMIM 22

Muscular dystrophy, Becker type; BMD. OMIM 23
Facioscapulohumeral muscular dystrophy 1A; FSHMD1A. OMIM 24
Dystrophia myotonica 1. OMIM 25

Dystrophia myotonica 2; DM2. OMIM 26

Myotonia congenita, autosomal dominant. OMIM 27

Tibial muscular dystrophy, tardive. OMIM 28

Inclusion body myositis. OMIM 29

Mitochondrial myopathy. OMIM 30
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