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[IM/I] tun [rowen ce cpewa ¢ yecrora | Ha 3500 xuBoponeHu momuera. B bwarapus B
ch3naneHute npe3 2008 r. perucTpu 3a 3a00JIBaHETO JI0 TO3M MOMEHT ca peructpupanu 102
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EnuaeMuooruyHm JaHHM 3a 3200/11BAaHETO B EBpOHeﬁCKHH CbI03

I[IMJI Tun romen ce cpema ¢ yecrora 1 Ha 3500 :KUBOPOAECHU MOMYETA.
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OneHka Ha CbLOTBETCTBHETO HA 3200/I1BaHETO C AePUHHLMATA 32 PAAKO 3200/18BaHe
cbriacHo § 1, 1. 42 oT AONBJIHUTEIHUTE pa3nopea0u Ha 3aKoHa 3a 31paBeTo

[IporpecuBHata MyckynHa gucTpodus ten JlromieH oTroBapsi Ha WM3MCKBaHUATA 3a psAKa
0oJecT.

Kputepun 3a imarsocruumpase Ha 3a00J11BaHETO

JlmarHozata ce TIOCTaBs BB3 OCHOBA Ha XapakTepHaTa KIWHUKA W TapaKIMHUIHA
U3CIEIBAHMS.

CpmiecTByBaT pa3MUYHU CKaJld 3a OIGHKa Ha MYCKyJHAaTa Cl1a0OCT NpH MAlHUeHTUTE C
auctpoduHonaTiy U edekTa oT nposexaaHata tepanus. Medical Research Council (MRC)




CKajla 3a MaHyaJJHO MYCKYJIIHO TeCTyBaHe ce u3moi3Ba Hau-mmpoko. The North Star
Ambulatory Assessment e crienuaiHo cb3aaneHa 3a nanueHTa ¢ [IM]] [diomen, Kouto He ca
3aryOnId CIIOCOOHOCTTA 33 CAMOCTOSTENIHA MOX0 KA. TecThT 3a 6 MUHYTHO XoeHe (6-minute
walk test) u TecTbT 32 10-MeTpoBO xomene (10 meter walk test) ce u3mon3Bar MMPOKO Tpe3
MOCJICAHUTE TOJIMHU, 0COOEHO MpHU OlleHKa Ha e(eKTa OT KOPTUKOCTEpOHJHATa U TeHHaTa
tepanus npu nauueHTtu ¢ [IM/] dromen

bruoxuMmuuHauTe M3cneaBaHuA ca ¢ JaHHM 3a nosumeHn croiHocTH Ha KDOK, ACAT, AJIAT,
u JIIX. Ilpu nauuenture ¢ [IMJ] tun dromen KOK ce nmoBumasa nHaii-manko 10 mbTu Hajx
HopMmarta (Haii-uecto Mexnay 25 u 200 mpru). Enexrpomuorpadusara (EMI') ycraHossiBa
XapakTepHa TeHepaJu3upaHa MUOTEHHA yBpena, a B KpaiiHute craauu Ha [IM/] o6musT 6poi
Ha aKIIMOHHUTE MOTEHIIUAIHN Ce peaylupa ¢ okoio 35%.

Myckynna Ouoncus

[Ipu muctpoduHOnaTuuTe AEPUUUTHT WIM JIUICATa HA JUCTPOPHH BOIM 10 HEKpO3a Ha
MUOIIUTUTE, pereHepanus u nporpecupainia ¢udposza. B pannute craguu Ha 3a00JI1BaHETO CE
YCTAHOBABAT CETMEHTHA JAereHepanus M (aronyuro3a Ha €AMHUYHU WM TPYNU MYCKYIIHU
BlIaKHA. TUMWYHU TpPU XUCTOJOTHYHOTO H3CIEABAaHE Ha MYCKYNI ca BapHaOWIHOCTTa B
pasMepuTe Ha MYCKYJIHHTE BIIakHA (aTpOQUUHH W XUNEPTPOPHUUHH), HEKPOTUYHU H
pereHepupaniy BiIakHa, €HJI0- U epuMu3uaitia (uopo3a, KakTo U XUaTUHU3UPAHU MYCKYIIHU
BilakHa. Hekpo3aTa wHAynHMpa BB3CTAHOBUTENIEH IIPOIEC, KOMTO ce OOEKTHBH3HMpa C
paskbcaHuTe MUOPUOPWIM M TOSBaTa HAa MaJKM MHOLMTH C MPOMUHHUpAIIU SIpa.
HekpornunaTa capkoriasMa M capKojeMa ce OTCTPaHsSBaT OT MOHOHYKJICApHU (haroIHTH.
OtkpuBatr ce eaunnyHu T-numporut. KpbBoHOCHHTE CBhIOBE ca HHTAKTHH. Hamune e
XMaJIMHU3alMs Ha capKoIlla3MaTa Ha JIETCHEPUPAIUTE U HEJIErCHEPUPATUTE MYCKYJIHU
BnakHa. [Ipu HaaAnBKEH cpe3 T4 ce BU3yalu3upa KaTo JIEHTH Ha chbKpaileHue (“‘contraction
bands”). To3u heHOMEH MOKE J1a CE OTKPHE MPEAr OSIe3UTe Ha JeTeHEPAIHS U € TIO-TUITHICH
3a [IM/] Tun JromieH. B kbcHUTE cTaguu Ha MYCKYJIHUTE JUCTPOUU ce OTKPUBAT: 3aryba Ha
MYCKYJHHU BJIaKHA, MHUOIMTH C TO-MaJKM WM MO-TOJIEMH pa3Mepu OT HOPMAJIHUTE U
6e3pa300pHO PA3MOI0KEHUE, CHIOMU3HAIHO pa3pacTBaHe Ha MAaCTHA U ChEJIMHUTEIHA ThKaH.
NMyHOXUCTOXMMUYHOTO H3cienBaHe M Western blot mokaspar nmrmca Ha AUCTpOodUH TpU
IIM/I tun {romen u peayuupad mpu taun bekep.

Enexrpokapaunorpaduute (EKI') u Exoxapamorpaduure (ExoKI') ca BaxeH ereMeHT oOT
MpOCJeIIBaHEeTO Ha TAIMeHTH ¢ JIUCTPO(UHOMATHHM C BB3MOXKHOCT 3a MOCIeaBaIla
CUMITOMaTU4HA Tepanus. B paHHHMTe cTaguu Ha 3a00JsBaHETO CHPJACYHOTO 3acCATaHE B
MOBEYETO CIy4yau OCTaBa OE3CMMITOMHO. TUIWYHU PaHHU MPOSBH HA CHPACUHO 3acsraHe,
ycranoBeHo npu EKT" uscnenBane ca cunycoBa Taxukapaus, Bucoku R npu V1, npi6oku Q B
I, aVL, V6 wm II, 1II, u aVF orBexnanus, yBenuueHa QT nmucnepcus. Peructpupar ce
BUCOKM R-3501IM B JI€CHUTE NPEKOPIUATHH OTBEXKIAHHS W JIBIOOKH Q-3b0LIM B JIEBUTE
KOpenupar chC 3aryda Ha KapJUOMHOIIUTH M pa3pacTBaHe Ha (ubpo3a B Oa3zanHara 4yacT Ha
CTeHaTa Ha JisiBa Kamepa. B mo-Hanpeananute craguu Ha 3a00/1s1BaHETO ce HaOII0aBaT J1eceH
OenpeH OJOK, NPEACHPIHM M KaMEpHM eKcTpacucTosid. Ype3 exokapauorpadckoTo
u3cleiBaHe ce BU3YyaIM3UpaT YIUTbTHABAHE HAa MHOKap/a, Mopajau pa3pacTBaHe Ha (pudposa,
KapAUOCKIEPOTUYHU HM3MEHEHHS, aHT@XUpPAlld [0 HESICHU MPHUYMHU 3aHO0a3aTHUTE
CErMEHTH Ha JIeBHUS BEHTPUKYJ. BeposTHO 0OsicHeHHe e, ye MEXaHUYHOTO HAaTOBapBaHE TaM €
Haii-3HauuMO. OTKpHUBAT CE OIll€ XUITOKUHE3UsI Ha ChPLETO U aKO HE CE€ NMPHIIOKHU Tepamnus ce
3acdra IslaTa Kamepa, B pe3yiTaT Ha KOETO c€ pa3BUBa JWJIaTaTHBHA KapAMOMHUOIATHUS.
YcraHoBsiBa ce HaManeHa (pakius Ha H3TIackBaHe. Moxe Ja ce H3Moi3Ba U
KapAHOBACKYyJIapeH MarHUTEH PE30HAHC 3a paHHa JAMarHo3a Ha ChPJCYHOTO 3acsiraHe MpHu
T€3W MAalMEHTH M CBOEBPEMEHHO 3arlo4yBaHe Ha Tepanus. Jlo neceT roauniHa BB3pacT ce
npenopbuBa EKI" u exokapaunorpadus 1a ce mpoBexaar BeIHbX Ha JIBe F'OJMHH, a CJeJl TOBa
BEJIHBK TOJUITHO.




OyYHKIIMOHATHO u3cienBaHe Ha aumanero. [lpu manuentuTe ce m3cnensar Popcupan
Buranen Kanauurer (PBK) u ®opcupan Excimparopen O6em (PEO1). Tesu nokaszarenu He
ca YYBCTBUTEJIHM B HAYAJIHUTE CTaJUM Ha 3a00JIIBAHETO, ThH KATO PEAYKLUMITa UM C€
HaOrogaBa ciieJl HamajsBaHe Ha MycKynHara cuia ¢ moeue oT 50%. Ilpm Gomnute ce
YCTaHOBABAT PECTPUKTUBEH THUI HApYIICHHE HA JUIIAHETO ChC CHU)KEHHM CTOMHOCTH Ha
®EO1 u ®BK u nopmanen koedunment Ha Tuduo @BK/DEO1. Buranuusat kanamuret (BK)
€ Ba)XKCH MPEJAUKTOP 3a JHEBHA U HOIIIHA XHUMepKanHua. HollHa XunepKkanHusi ce yCTaHOBSIBa,
korato BK manne mox 1,820 mui, a qHeBHa e Hanwuie, koraro BK nagne mox 680 mut [ Touissant
M wu cpart., 2007]. Onpenenar ce KACIOpOAHATa caTypalusl U NaplyaIHUTe HalIsraHus Ha
KHCIIOpO/1a U BBIVIEPOJHHS AUOKCU]] B KPHBTa B OYZAHOCT U IO BpeMe Ha ChbH, YUUTO IPOMEHU
ca B TsACHA KOpelamus ¢ mpoMeHuTe Ha (pyHKIMOHanHUTE nokaszarenu. Cren 3arybata Ha
CaMOCTOSITeNTHA MOXOJKAa MPOBEXKIAHETO Ha €XKEroJiHa MOJIMCOMHOrpadus € BakKeH eleMEeHT
Ha MarHOCTHKaTa, 00YCJIOBEH OT (haKTa, 4e XUIMOBEHTHIIAIMSA U OOCTPYKTUBHA ChHHA arHes
Ce YCTaHOBSIBAT IPH JIBE TPETU OT MALUEHTHUTE.

I'enernyHO M3cnenBane Ha OOTHY upe3 AupekTeH u nHaupekren JJHK-ananmms

Multiplex PCR, (BkitouBai 2 ceta oT 9 eK30H MpaiiMepHu ABoiiku), Southern blot u FISH ce
M3MO0JI3BaT 32 OTKPUBAHE Ha JIeJelMH, Ha KOUTO ce najga 65% ot myrauuute npu [IM/] tun
Hiomen u 85% ot myrarnuure npu [IM/] tun bekep. [Ipubnuzurenno 98% ot neneunuute B
JAM/I rena ce OTKpUBaT C T€3U METOAUKH.

Texuuku xato Southern blot u kommuectBena PCR ce mpumaraTr 3a OTKpHBaHe Ha
TYTUTAKAIIMY, KOWTO MOTAT Jla HApYIIAT WM J1a 3aMa3siT paMKaTa Ha YeTeHEe U MO0 TO3W HAYMH
na npuuuHAT [IMJ] tin Hromen, pecn. bexep. Ha nymimukanuure ce magatr 6-10% ot
MyTAaIMUTE TP T€3U 3a00JIIBAHUSI.

MLPA (multiplex ligation-dependent probe amplification) [MRC Holland] e meroz, koiito ce
M3M0JI3Ba PYTUHHO 3a OTKPHBAHE Ha JIEJICIUU W OYIUTMKAIIUU TIpU pa3iudHu renu. [lpuer e
KaTo CTaHJApPTEH METOJ 3a TeHETHYHO u3cieaBaHe Ha manueHTH ¢ [IMJ] tun Jlromen/bekep
MIPU TIOJIFOTOBKATA UM 3a T€HHA Teparusi, KaKTO U 3a U3CJICIBAaHE HA KEHU HOCUTEIIKH.
CekBeHHpaHeTo Ha AUCTPO(PHUHOBUSA T'€H OTKPUBA MAIKH MU, UHCEPLUUU, TOUYKOBU H
CIUTAMCUHT MYyTaIlMd, HA KOUTO ce magaT okojo 35% ot myranuute npu [IM/] Tun dromies.
W3non3Bar ce ananus Ha monuMopdusmu B KoHGopmaius Ha enHoBepwkHute (SSCP) u
nsoiHoBepmkHute (DSCP) JIHK ¢parmenT, XeTeponymieKkceH aHaliu3, CEKBEHHpaHe,
MIPEeKIEBPEMEHHO TpeKpaTsBaHe Ha OenThuHarta TpaHcnamus (Protein truncation test). HoBu
metonu karo SCAIP (single-condition amplification internal primer sequencing) u DGGE
JeHaTypupail req enekrpodopesa- 0a3upaHO CKaHHWpaHE HA TeHa MMAaT 3a el J1a OTKPHUST
ocrananute 30-35% ot myranuure nipu [IM]] tun romen. M3cneaBanero Ha OuorncuyeH
MaTtepuan oT Myckyn upe3 nporeuHeH U PHK-6asupan ananu3 nombiBa aupektHoto JJHK-
CEKBEHHUPAaHe.

['eHeT4HO M3clIeIBaHE 32 HOCUTEICTBO

W3cnensar ce )xeHH, B ceMeiicTBaTa Ha KOUTO UMa OOJIEH ¢ AUCTPOPHUHOIATHS.

Korato myranusra na mauuenta ¢ JMJ[ e u3BecTHa, M3CI€ABAaHETO 3a HOCHUTEIICTBO Ha
MyTalusl OT THMa JENCus WK AYIUTHKAlUsS MOXKe Ja ObJe M3BBPILICHO Upe3 KOJIMYECTBEH
aHaJIM3 Ha TEeHHUS J03aX. T03W METOoJ MOXEe Ja € TPYIEH 3a OCBIIECTBABAHE W
uHTepnpetarus. M3mon3ear ce cwio taka PCR (3a meneruu w aynnukarnuu), FISH (3a
JIeNIelnn) ¥ CeKBEHHpaHe (32 TOYKOBH MYTAIIUH).

Korato myramusara na mamuenta ¢ JIMJl He e m3BecTHa MoXke ga ce u3mnoi3Ba Linkage
analysis, KoraTo B CEMEICTBOTO Ha M3CJEIBAHUTE KEHH MMa TOBEYE OT €IMH 3acerHaT ChC
curypsa auarnos3a [IMJ] tun JQromen/ bekep win Jlromen-aconnnpana KapJMOMHONATHSI.
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AJITOPUTMHU 32 TMATHOCTHLMPaHe Ha 3200JI9BAHETO

JluarHo3ata ce MoOcTaBsd Bb3 OCHOBAa Ha XapakTepHaTa KIMHUKA M NapakJIMHUYHU
W3CIIE/IBAHMUSL.

CrpuiecTByBaT pa3jIMYHM CKaJlM 32 OLEHKAa HA MYCKYyJIHaTa cjJaboCT NpU NalMEeHTUTE C
muctpoduHonaTi U edekta oT mposekaanara tepanus. Medical Research Council (MRC)
CKaja 3a MaHyaJHO MYCKYJIHO TeCTyBaHe ce wu3noyBBa Hai-mmpoko. The North Star
Ambulatory Assessment e crienuaiHo cb3aanaeHa 3a nanueHT ¢ [IM/] diomen, kouto He ca
3aryOuIId CIIOCOOHOCTTA 32 CAaMOCTOSATENIHA TOX0/IKa. TecThT 3a 6 MUHYTHO XojeHe (6-minute
walk test) u TectbT 3a 10-MeTpoBo xoaeHe (10 meter walk test) ce u3moa3BaT MIMPOKO Mpe3
MOCJICTHUTE TOJAMHM, 0COOEHO NpH OleHKa Ha e(peKTa OT KOPTHKOCTEPOHIHATA W TeHHATa
tepanus npu nanuedTy ¢ [IM/] romen

buoxuMmuyHHuTe H3CISABAHUS ca ¢ HaHHM 3a noBumeHu crorHocth Ha KOK, ACAT, AJIAT,
u JIAX. IIpu mammenture ¢ [IMJ] tun Hromen KOK ce moumasa Haii-manko 10 nmbTu Hax
HopMmarta (Haili-uecto Mexnay 25 u 200 mptu). Enexrpomuorpadusara (EMI') ycranossBa
XapaKkTepHa reHepaln3ipaHa MUOTEHHA yBpeaa, a B KpaitHute craguu Ha [IMJ] oOmmsr 6poit
Ha aKIIMOHHUTE MOTEHIIUAIHN Ce peayupa ¢ okoio 35%.

MyckynHa Ouoncus

[Ipn puctpoduHomaruute NePUUUTHT WM JUICATa Ha JUCTPO(UH BOIM A0 HEKpO3a Ha
MHUOLIUTHTE, pereHepanus U nporpecupaina pudposza. B pannute craauu Ha 3a00Js1BaHETO ce
YCTaHOBSABAT CETMEHTHA JereHepanus W (aronuro3a Ha €AUHUYHU WM TPYNH MYCKYJIHU
BlakHA. TUMWYHU TPHU XUCTOJOTHYHOTO H3CIEABAaHE Ha MYCKYNI ca BapHaOWIHOCTTa B
pa3MepuTe Ha MYCKYJIHHUTE BJakHa (arpopuuHu H XUNEpTpOoPUYHH), HEKPOTUYHH U
pereHepupaniy BiIakHa, €HJI0- U epuMu3uania Guopo3a, KakTo U XMaTUHU3UPAHU MYCKYIIHU
BilakHa. Hekposara uHAyIMpa BB3CTAHOBUTENEH IPOIEC, KOWTO ce OOEKTUBM3MpA C
paskbcaHuTe MUOPUOPWIM ¥ TOSBaTa HAa MaJKM MHOLUMTH C MPOMUHHUpAIIN SIpa.
HekporuunaTta capkoruiama U capkojieMa C€ OTCTpaHsSBaT OT MOHOHYKJICApHH (aroiuTH.
OtkpuBar ce eauHnyHu T-nmumdporutn. KpbBoHOCHHTE ChAOBE ca HMHTAaKTHU. Hamuie e
XUAJIMHU3alMsg Ha capKoIlla3MaTa Ha JETeHEpUPAIUTE W HEACTEHEPUPAIUTE MYCKYIHH
BiakHa. [Ipu HaanBKeH cpe3 Td ce BU3yalM3Upa KaTo JIEHTH Ha chKpaileHue (“contraction
bands”). To3u ¢peHOMEH MOKe /1a ce OTKpUe Ipean Oene3nuTe Ha JIereHepalus U € Mo-TUITHYEH
3a [IM/] Tun J{roreH. B kbcHHUTE cTamumM Ha MYCKYJTHUTE TUCTPO(HUHU ce OTKPHUBAT: 3arydoa Ha
MYCKYJIHHM BJIaKHa, MHUOLUTU C TO-MAJKH WM MO-TOJIEMH pa3Mepyd OT HOPMAIHUTE U
6e3pa300pHO Pa3MOI0KEHUE, EHIOMU3HAIHO pa3pacTBaHe Ha MaCTHA U CheJMHUTEIHA ThKaH.
VIMyHOXHCTOXMMUYHOTO u3cienBaHe M Western blot mokaspar jumca Ha QUCTpoUH TpU




[IM/] Tun roien u peaynupan npu tan bekep.

Enexrpokapnuorpadpuute (EKI') m Exoxapamorpaduure (ExoKI) ca BaxeH eileMeHT OT
MpOCJeIIBaHETO Ha MAalMeHTH ¢ JIUCTPO(UHONMATHU C BB3MOXKHOCT 3a MOCieaBama
CUMITOMAaTU4Ha Tepanus. B paHHMTe cTaguu Ha 3a00JBaHETO CBHPJACYHOTO 3ACATAHE B
MOBEYETO CIy4yau OCTaBa OE3CMMITOMHO. TUIWYHM PaHHU MPOSBHU HA CHPACUHO 3acsrae,
ycranoBeno npu EKI” u3cieaBane ca cuHycoBa Taxukapaus, BUcoku R npu V1, npn6oku Q B
I, aVL, V6 wmu II, IIl, u aVF orBexnanus, ysenuduena QT nucnepcusi. Perucrpupar ce
BUCOKH R-3b0IIM B J€CHUTE MPEKOPAMAIHU OTBEXKAAHUS M IBIOOKH Q-3b0IM B JIEBUTE
KOpenupar chC 3aryda Ha KapJUOMHUOIMTH U pa3pacTBaHe Ha (ubpo3a B OazanHaTa yacT Ha
CTeHaTa Ha JisiBa Kamepa. B mo-nanpeananute craguu Ha 3a00i1s1BaHETO ce HaOII0aBaT J1eceH
OenpeH OJOK, TPEACHPIAHM M KaMEpPHHM eKCTpacucTtoyiu. Ypes exokapauorpadckoTo
U3clieIBaHe ce BU3yalIM3UpaT YIUTbTHABAHE HAa MHOKap/a, opaju pa3pacTBaHe Ha (Gubposa,
KapJMOCKJIEPOTHYHN HM3MEHEHUS, AaHTQXUpAlld IO HEACHH TNPUYMHU 33qHOOA3aTHHUTE
CErMEHTH Ha JIeBUS BEHTPUKYJ. BeposTHO 0OsicHeHHe e, ye MEXaHUYHOTO HAaTOBAapBaHE TaM €
Hal-3HauuMO. OTKpHUBAT C€ OIll€ XUIIOKMHE3NS HA CHPLIETO U aKO HE CE MPUIJIOKU TEpAIUs ce
3acqra IsulaTa Kamepa, B pe3yiNTaT Ha KOETO c€ pa3BUBA JWJIaTaTUBHA KapAMOMHUOIATHS.
VYcranoBsiBa ce HaMmaneHa (pakimus Ha HW3TIAcKBaHe. Moke J1a ce U3Moi3Ba U
KapAHOBAaCKyJIapeH MarHUTEH Pe30HAHC 3a paHHa JAMarHo3a Ha ChPJCYHOTO 3acsiraHe Mpu
T€3U NAIMEHTH M CBOEBPEMEHHO 3aloyBaHe Ha Tepanus. Jlo aecer roauinHa BB3pacT ce
npenopbuBa EKI" u exokapauorpadus na ce mpoBexaar BeIHBHXK Ha JBE TOJMHU, a CJel TOBa
BEJIHBK TOJJUIIIHO.

OyHKIMOHAIHO M3cienBaHe Ha aumaHeTo. Ilpu manmentute ce uscneaBar Dopcupan
Buranen Kananurer (PBK) u @opcupan Exciupatopen Ooem (PEO1). Te3u nokazarenu He
ca YYBCTBUTEIHM B HAYaJIHUTE CTaJUM Ha 3a00JIIBAHETO, ThH KATO PEAYKIMITa UM CE
HaOJIto/1aBa Clie]] HaMalsBaHEe Ha MycKyinHaTa cwia ¢ moBede ot 50%. Ilpu GonHuTE Ce
YCTaHOBSIBAT PECTPUKTHBEH THIl HApYyIIEHWE Ha UIIAHETO ChC CHIKEHU CTOMHOCTH Ha
@®EO1 u ®BK u Hopmanen koepumueHT Ha Tuduo ®PBK/OEO1. Butanausat kananuter (BK)
€ Ba)KCH MPEAUKTOP 32 JHEBHA U HOIIHA XHUMepKanHua. HolllHa XurepKkanHusi ce yCTaHOBSIBa,
korato BK mangne mox 1,820 mui, a qHeBHa e Hanwuie, koraro BK nagne mox 680 mu [Touissant
M u cpasr., 2007]. Onpenensar ce KUCIOpOAHATA caTypalus U NapLHUATIHUTE HAJIATAaHUS Ha
KHCJIOpO/1a U BBIVIEPOJHUS AUOKCU]] B KPbBTa B OYZIHOCT U IO BpeMe Ha ChH, YUUTO IPOMEHU
ca B TsACHA Kopelainus ¢ NpoMeHuTe Ha (pyHKIMOHaIHUTe noka3atenu. Cren 3arybata Ha
CaMOCTOSITENTHA MTOXO/KAa IMPOBEXKIAHETO Ha €XKEroJlHa MOJIMCOMHOrpadusi € BaXKeH eJIeMEHT
Ha IMarHOCTHKaTa, 00YyCJIOBEH OT (haKTa, 4e XUMOBEHTHIALUSA U OOCTPYKTUBHA ChHHA alHes
CE YCTaHOBSIBAT IPH JIBE TPETU OT MALUEHTHUTE.

I'eneTnuHo n3cnenBaHe Ha O0NHU upe3 qupekTeH U uHanpekTeH JJHK-ananus

Multiplex PCR, (BxirouBami 2 ceta ot 9 ek30H IpaiimepHH ABoiku), Southern blot u FISH ce
M3IMOM3BaT 32 OTKPUBAHE Ha JIEJEMH, HAa KOUTO ce najga 65% or myrauunte npu [IM/I tun
Hiomen u 85% ot myranuure npu [IM/] tun bekep. [Tpubnauzurenno 98% ot neneuuunte B
JAM/I rena ce OTKpuBaT C T€3U METOIAUKH.

Texuuku xato Southern blot m kommuectBena PCR ce mnpumiaraT 3a OTKpUBaHE Ha
OYTUIMKALUY, KOUTO MOTaT Jja HapyllaT WM Ja 3ama3sAT paMKaTa Ha YETEHE U 110 TO3M HauYuH
na npuuuHAT [IMJI Tin [romen, pecn. bekep. Ha nymnukauuure ce magatr 6-10% ot
MYyTaIMHUTE IpU Te3H 3a00JIIBaHUSL.

MLPA (multiplex ligation-dependent probe amplification) [MRC Holland] e meron, koiiTo ce
U3IM0JI3Ba PYTUHHO 32 OTKPUBAHE Ha JEJELMU U AYIUIMKAUU NpU pa3nudHu rexu. Ilpuer e
KaTo CTaHJApTEH METOJ 3a TeHeTUYHO u3cieaBaHe Ha manueHTH ¢ [IMJ] tun romen/bekep
IIpY MMOATOTOBKATa UM 3a T€HHA TEPAINs, KaKTO U 3a U3CJIEIBaHE Ha )KEHU HOCUTEIIKH.
CekBeHMpaHeTO Ha AUCTPO(PHUHOBUSA I'€H OTKPUBA MAJIKH JI€JE€LMH, WHCEPLUUH, TOUYKOBU U
CIUTAMICMHT MYyTallMu, Ha KOUTO ce nmagaT okojio 35% ot myranuute npu [IMJ] tun JromeH.




N3nomsBar ce ananu3 Ha moiaumopdusmu B koHbopmarus Ha enHoBeprkHUTE (SSCP) m
nsoriHoBepmwxkuute (DSCP) JIHK ¢parmMenTH, XeTepoaylsieKCeH aHallu3, CEKBEHHpaHe,
MPEXJACBPEMEHHO TpeKpaTsBaHe Ha OenrTbuHara TpaHcnamus (Protein truncation test). Hosu
metoau karo SCAIP (single-condition amplification internal primer sequencing) u DGGE
JeHaTypupail rei einekrpodopesa- 0a3upaHO CKaHHMpaHE HA reHa MMaT 3a Lel J1a OTKPHUST
ocrananiute 30-35% ot myraunuurte npu [IM]] tun romen. M3cinenBanero Ha OuorncuyeH
Marepuan oT Myckyls upe3 nporenHeH u PHK-6a3upan ananus mponwiBa aupexktHoro JIHK-
CEKBEHUPAaHE.

['eneTnyHO M3CcNeABaHE 32 HOCUTEIICTBO

W3cneasar ce )xeHH, B ceMeiicTBaTa Ha KOUTO UMa OOJIeH ¢ AUCTPOPUHOIATHS.

Korato myranusrta na mauuenta ¢ JMJ| e u3BecTHa, M3CIEABAHETO 3a HOCHUTEJICTBO Ha
MyTalus OT TUIA JAeJelus WIK AYIUIMKAIUS MOXKe a ObJe U3BBPIICHO 4Ype3 KOJIMYECTBEH
aHAIM3 Ha TEHHUS Jo3aX. T03W METOJ MOXEe Ja € TPYIEH 3a OCBIIECTBIBAHE U
uHTepnpetamnusa. MsmonsBar ce cwio taka PCR (3a menenuu w gymukaruu), FISH (3a
JIeJIELUN) U CEKBEHHpaHE (3a TOUKOBU MYTALIUH).

Koraro myramusta Ha manuenta ¢ JIMJ] He e u3BecTHa Moxke Aa ce m3noisBa Linkage
analysis, KOraTo B CEMEHCTBOTO Ha M3CJICIBAHUTE KCHHW MMa TOBEYE OT €JIMH 3aceTHAT ChC
curypsa auartnos3a [IMJ] tun JQromen/ bekep wnu Jlromen-aconunpana KapJuOMHONATHSL.

B T.4. HayYHW mNy0JMKAIMH OT TMOCJAeTHHTE NeT TOAUHH W TNPHUJI0KEHA
oudamorpadcka cnpaBka
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Kopenanuy, KOTHUTHBHHM HApPYIICHHWS W JUAarHOCTHKA IIPHU IIPOTPECHBHHUTE MYCKYJIHA
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2. Bushby K, Bourke J, Bullock R et al. The multidisciplinary management of Duchenne
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AJIFOpl/ITMl/I 3a JedYeHHue HA 3a00JIABAHETO

OcHOBHUTE LIeIM Ha KOMIUIEKCHaTa Tepamus npu nauueHTtd ¢ JJMJ[ ca yabmkaBaHeTo Ha
nepuosila Ha 3ala3eHa CaMOCTOATENHA TI0XOfKa, MoxoOpsiBaHE Ha KOTHUTHUBHHUTE
CIOCOOHOCTH, OTCPOYBaHE Ha YCJIOXKHEHUATA, KAaTo CTaBHU KOHTPAKTYPH, CKOJIHO3a,
IMXaTelTHa HeOCTaThYHOCT, KapIUOMHUOIIATH, HAPYIIIEH TaCTPOMHTECTHHAICH MOTHIINTET. B
HACTOSIIIMS MOMEHT C Ied MojoOpsiBaHe Ha KayecTBOTO Ha JKMBOT Ha IALUEHTHUTE ce
npujaraT CJIeTHUTE TePAeBTHYHH MTOIXOIH: .

Koptuxocrepounu (KC). Ycranoseno e, ue Prednisolone u Deflazacort ca 3naten crannapt B
JICYEHWETO Ha MYCKyJHaTa ciabocT npu auctpodunonaruute. Prednisolone/Prednisone ce
nosupa 0.75 mg/kg/nen ¢ makcumanua no3a 10 30 mg/nen, a Deflazacort - 0.9 mg/kg/nen c
MakcuMaiHa jJo3a 10 36 mg/neH. ExemHeBHOTO MM NPHIIOKEHHE WM H3IMOJI3BAHETO Ha
ITEPHUPALIM CXEMHU BPEMEHHO NOJ00psBa WM 3a0aBsi IMporpecusTa Ha MYCKYJIHATa
muctpodus (6 mecena 10 2 TOAMHM), CTAOMIM3UpPAa MYCKYyJHATa cujla U (QYHKIMS, HaMalsBa
YecToTaTa Ha YCIIOKHEHHTA KaTo CKOJIMO03a, MOA00psBa [uxarenHaTa QyHKIMS U HaMalsBa
9yecToTaTa Ha ChbpACYHHUTE yciokHeHHs. KopTHKocTeponHaTa Tepanus ce 3armo4Ba B CTaIus




Ha ,,[UIaTO” Ha JBHUTaTeIHUTE (QYHKIMH MEXAy 4 u 8 T., KOraTo HE C€ YCTAaHOBSIBA HUTO
IIporpec, HUTO perpec Ha ABUrareiaHuTe ymeHus. llpoapmkaBane Ha neuenueto ¢ go3u 0.3-
0.6 mg/kg/nen cnexn 3aryba Ha caMOCTOSITEIHA MOXOJKa Ce MpenopbyuBa C Led J1a ce 3aras3u
MyCKyJIHaTa CWJIa Ha TOPHUTE KpallHWIM, 3a0aBM Pa3BUTHUETO HAa CKOJIMO3a, JUXATEIHa U
ChplleyHa HexocTaTbuHOCT. Cliell 3al04BaHE Ha TepanusTa MAalUEeHThT CE€ NPOCIeAsBa Ha
Bceku 3-6 mecera, 3a J1a ce OoT4eTe e(eKTa OT JICYEHUETO, KaKTO U HEKEIaHU JIEKapCTBEHU
peakuuu (HJIP), xoeto naBa BB3MOXKHOCT 3a KOpekIHs Ha no3ata. lIpomwbmxurenHara
KopTuKOcTepuonHa Tepanuss uma MHoro HJIP karo HannaBaHe Ha Tersio, aprepualiHa
XUIEPTOHUS, 3aCTOMHA ChpJeUHa HEIOCTaThYHOCT, A3BEHa 0O0JIeCT, YepHOAPOOHA CTearo3a,
MAaHKPEATUT, STPOTEHEH XMIIEPKOPTULIM3bM C LIEHTPHUIETAIHO 3aTiIbCTsABaHe, facies lunata,
aKHe, XHMP3yTU3bM, CTEpOHJEH [uabeT, IUCTUMHACMHS, XWUIIOKAIMEMHS, MeTa0OoJIMTHA
ajKaio3a, OCTeolnmopo3a ¢  KOMIPECHUOHHH  (paKkTypu, KOHBYJICHH, OCHHUTHEHa
WHTpAaKpaHUAIHA XWIIEPTEH3Us, EMOILMOHANHA JIA0OMJIIHOCT W TICHMXO3HM, Karapakra u
UMYyHOCYTIpecusi ¢ penuauBupanu uHdpeknuu. IIpenoppuBa ce Ha Bceku 3 Meceua Npu
MAIMEHTUTe HAa KOPTHKOCTEPOMHA Tepamnus Ja ce OLCHSIBa MYCKylHaTa (yHKUUSA, Ja ce
MIpOCIIesiBa TEJIECHATA Maca, apTepUaIHOTO HaJlaraHe, quxaTeJHuTe Kanauuretu. [lpu nossa
Ha HJIP moxe na ce Hamain Jo3aTa WIM J1a C€ MPEMHHE KbM QJITEPHUPAILA CXEMHU Ha
Tepanus

XpoHHUYHATa KOPTHKOCTEPHOJHA Tepamusl IOMBIHUTEIHO HaMajsiBa KOCTHATa IUTBTHOCT,
koeto Hanara npuem Ha kanuuid (1000 mg/nen) u Butamun D (400 E/nen). buchocdonaru ce
npernopbuBaT npu jaena ¢ ppaxrypu. [Ipeau na ce 3amovyne KOPTUKOCTEPOUIHATA TEPANUAITA €
BAJKHO JIETETO J]a € UMYHU3UPAHO CIOPE]l MMYHU3AMOHHUS KaJeHAap Ha CTpaHaTa U Ja uMa
MMYHUTET CPEILy BapULIEIa.

[Tpu maumentu ¢ [IM/] tun bekep edekThT Ha Tepanusi ¢ KOPTUKOCTEPOUAN HE € MPOYUEH,
1opajy Mo-6aBHaTa MPOrpecus U No-KbCHaTa UHBAJUAN3ALUS.

®uszuorepanus: OcHoBUTE # 1enu ca Ja 3a0aBU HaMalleHUETO HAa MYCKYJIHATa cuja M Maca,
na mpoWIaKTHpa Pa3BUTHETO HA CTAaBHUTE KOHTPAKTYpH W Ja MOJOOpUM KavyecTBOTO Ha
KUBOT Ha OoHHUTE. DU3MOTEpanus ClieBa Jia Ce 3alI0YHE HEMOCPEICTBEHO CIIe/I TOCTABSIHETO
Ha auarHo3arta. [IppBoHavaneH NpUOPUTET € MPEBEHLUATA HA Bb3HUKBAHETO HA aCUMETPUYHU
KOHTPAKTypH Ha aXHJIECOBUTE CYXOXKMJIHs, KOJEHHUTE U Ta300eIpeHnTe CTaBU, KaTo 10 TO3U
Ha4yuH C€ HaMaJIsiBa PUCKA OT NOCJIEBAIA CKOIMO03a. [lacuBHATE pa3Taranus U U3MO0J3BAHETO
Ha IJVIE3EHHHM OPTE3U Ca OCHOBEH MOMEHT OT JIEYEHHETO B €Tall, KOraTo NalUEeHTUTE ca BCE
OlLIE TIOJIBUKHH.

MenukaMeHTO3Ha Tepanusi Ha Kapauomuonatusra. lIpenoppuBaHMTE MEIMKAMEHTH 3a
Tepanusi Ha KapJAWOMHOIIAaTUATa MpU MalMeHTu ¢ auctpoduHonarus ca: ACE-uHxuburopu
WIM AHTHOTEH3MH-PELENTOpHNU OJIOKepH, OpUMKOBM JMYPETUIM, CIHPOHOJAKTOH U B
JIOMTbTHEHUE HECENIEKTUBHM B-OJIOKEPH B MO-HAIIPEIHAIUTE CTaJUU Ha CHPJEYHO 3acsTaHe.
Ts ce mpunara 3a 3a0aBsiHe Ha MpOrpecHsTa Ha ChPAEYHOTO 3acAraHe W 3a MojoOpsiBaHe
MIPOrHO3aTa Ha NAlMeHTH ¢ Oe3CMMITOMHA JieBokaMepHa xumneprpousi. ACE-unxuburopure
ca JI0OKa3alu cBOsITa €(PEeKTUBHOCT B MPEBEHIUATA Ha PEMOEIUPAHETO HA CTEHATa Ha JisBa
KaMmepa, pa3pacTBaHe Ha (QuOpo3a M OrpaHMYaBaHETO Ha JIEBOKOMEpHATa XHmepTpodus,
KOETO HamalliBa pHUCKa OT KaMEpHM apUTMHUM M BHE3allHA ChbpAECYHA CMBPT M yBEINYaBa
MPOIBJDKUTETHOCTTA Ha KMBOTA IIPU MallMEHTUTE ¢ AUcTpoduHonaTtuu. Te ce mpenopbuBar
KaTo MEJMKaMEHTH Ha ITbPBU M300p NpHU NAMEHTH ¢ HamalleHa (pakius Ha U3TJIacKBaHe 0e3
KJInHUYHY TposiBu. [IpenopruBa ce nposexaane Ha EKI', exokapanorpadus u KoHCyATaUsA
¢ kapauoJior Ha 2 T. o 10 roguiiHa Be3pacT, ciaell KOETO BCsKa FoJInHa.

Optonenuuna xupyprus. Oxomo 90% or Momuerara ¢ gucTpouHOMATHS pa3BUBAT
KIMHUYHO 3HauuMa ckonuo3a. [loaxonsmara npoduiakTuka cpeury TrpbOHauyHHUTE
W3KPUBSIBAHUS NPH TE3M MAlMEHTU TPpsOBa Jla 3all0YHe MpeIn J1a ca U3ryOusIu CrocoOHOCTTa
CH J1a Ce JBM)KAT M BKJIIOYBA (PM3MOTEPANEeBTUYHU NPOLETYPH U MOJIXOASIIA 11032, M304rBala
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TazoBaTa acuMeTpus. BeaHbXK TNOsABMIA ce, CKOIMO3aTa MOXe Ja Oble KOpUrHpaHa
xupypruyno. C Hail-moObp edekT ca Te3n WHTEPBEHIMM, WM3BBPIICHH HA €Tal, KOraTo
IrpbOHAYHUAT CTHJIO € BCE Ole MOJBIKEH U BI'bIbT Ha K06 e 20-40, koraTo nuxaTenHara u
cbpaevyHaTa (YHKIIMK Ha Te3W OOJIHU ca TOCTaThbYHO ChXPAHEHH, 32 J1a MOXKE OPraHU3MbT UM
Jia TIOHECE ONIEPAaTUBHA MHTEPBEHIINS.

[Monabpkane Ha nauxarennute ¢yHkuud. IlpermopbuBa ce €XEroJHO MPOCHEIsSBaHE Ha
IUXaTeTHUTe (DYHKIMM uype3 CIMPOMETpUs M M3MEpBaHE Ha KPBbBHUTE ra3oBe, KakTO MU
CbOTBETHA Tepamua. B mo-panHuTe cTaguu A00bp HMMaT [IUXaTeliHaTa THMMHACTHKA W
HOCTYypaJHUAT JpeHax. YecTture aMxaTeaHM HMHQPEKIMHM M3UCKBAT U3I0J3BaHETO Ha
IPOTUBOIPUIIHM M ITHEBMOKOKOBM BAaKCHMHM KaTo NPOPUIAKTHKA, KaKTO U aJleKBaTHa
aHTUOMOTHYHA Tepanus 3a JeueHre. OCHOBHA MHIMKAILUS 32 MPUIOKEHUETO HAa HEMHBA3WBHA
HomHa BeHTwnauug (HHB) e ycraHoBsBaHeTro Ha KIMHMYHO M35BEHA HOIIHA
XUIOBEHTWIAaMsA. B HampenHanmuTe cragud Ha 3a00JsBAaHETO IPU YCTAaHOBEHA JHEBHA
XUIEPKAIHAs HEMHBA3UBHATa BEHTWIALUA ce npuiara u npes3 ness. [Ipunoxenunero na HHB
ca 1mojoOpeHre Ha KayeCTBOTO Ha ChHS, HAMAJIBaHE Ha JHEBHATa CHHIIMBOCT, 3a0aBsHE Ha
IporpecusTa Ha JuxareiHara ci1abocT U noJo0psBaHe KaueCTBOTO Ha KUBOT. EMnupuyHo e
YCTAaHOBEHO, Y€ HOI[HATa BEHTHWJIAlMsd (HEMHBAa3WBHA WM MHBA3HMBHA 4YpE3 TPAaXEOCTOMMSI)
BOJIM /10 IBJIFOCPOYHA CTAOMJIM3ALMs HA IUXATEIHUTE (PYHKIUH, PEIYKLUs Ha JUXATeTHUTE
WHQEKIUH 1 YBEIHYCHHE Ha MPOIBIDKUTEIIHOCTTA Ha )KUBOTA.

Cepno3Hu HaxeXIM ce Bb3Jaral Ha IATOT€HETHMYHATa I'€HHA TEpanus, MMama 3a Lel
MOBJIMSIBAHE HA TE€HHATa €KCIpecuss Ha JUCTPO(UH 4Ype3: Tepamus CbC CTBOJIOBU KIETKH
(MYCKYyTHM M KOCTHOMO3BYHM CTBOJIOBH KJIETKH, KOCTHOMO3BUHH CTPOMAJIHHM KJIETKH);
JHK/PHK manumynupane; papMakoJIOrHUHU areHTH (MEIUKAMEHTH, CTUMYJIMpPAIIH TeHHaTa
eKkcnpecuss Ha  yTpo(uH; MEIUMKaMEHTH, OCUTYpsBalllM TPAaHCKpamnuus U  clel
MPEKIEBPEMEHHO MOSIBIJI CE€ CTON KOJOH; BHAcsSHE 4pe3 BUPYCHM areHTU Ha PACTEXKHU
¢dakTopH; NMpoTeasH MHXUOMTOpH, 3a0aBAIIM MYCKYJIHATa yBpea; pearceHTH, MOATUCKAIIN
BB3MAJICHUETO).
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oudamorpadcka cnpaBka
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ISBN 978-3-8473-1737-1.

AJITOPUTMH 32 pocJeasiBaHe HA 3200/151BAHETO

[IpenopwvuBa ce mnaumentute ¢ JMJl na ca mpocinensBaT €XKErogHO C HW3CIUIBAHE Ha
HeBposornyausg ctaryc, EKI, ExoKI, ®WJ], nomucomHorpaduum (cien 3aryba Ha
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CaMOCTOATCIIHA IMTOXOJKA U IIPHU CHUXKCHU BUTAJTHA KaHaHI/ITeTI/I)
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Duchenne/Becker Muscular Dystrophy. Lambert academic publishing. 2011. 9lp.
ISBN 978-3-8473-1737-1.

AJITOPUTMH 32 pexaduauTainus Ha 3a00/19BaHETO

®usznorepanus: OcHOBUTE H 11eNM ca Ja 3a0aBU HaMaJICHUETO HAa MYCKYJIHaTa cuja U Maca,
na mpouIaKTHpa Pa3BUTHETO Ha CTaBHUTE KOHTPAKTYpU U Ja MOJOOpH KauecTBOTO Ha
KHUBOT Ha OoHKUTE. PU3NOTEpAITUs ClIe/IBa a C€ 3all0YHE HETIOCPEACTBEHO CIIE]] IIOCTABSIHETO
Ha auarHo3ata. [IspBoHaYaneH NPUOPUTET € MPEBEHILIMITA HA Bb3HUKBAHETO HA ACUMETPUYHHU
KOHTPAKTYPH Ha aXHJICCOBHUTE CYXOXKHIIUS, KOJICHHUTE U Ta300€IPEHUTE CTaBH, KaTO IO TO3HU
HAYMH ce HaMaJsiBa pUCKa OT MocJeaBaiia ckoiano3a. [lacuBHUTe pa3Tsaranus U U3MOJI3BAHETO
Ha IJIE3€HHM OPTE3U Ca OCHOBEH MOMEHT OT JICYEHHETO B €Tall, KOraTo MallMeHTUTE ca BCe
OI1IE TIOJIBUKHH.

B T.4. HayYHu nyOJMKAIMH OT TMOCJAeIHUTe NeT TOAUHM W TNPHUJI0KEHA
Ondanorpadgcka cnpaBka

1. Eagle M, Baudouin SV, Chandler C, Giddings DR, Bullock R, Bushby K. Survival in
Duchenne muscular dystrophy: improvements in life expectancy since 1967 and the
impact of home nocturnal ventilation. Neuromusc Disord 2002; 12(10):926-929.

2. Eagle M, Bourke J, Bullock R, et al. Managing Duchenne muscular dystrophy — The
additive effect of spinal surgery and home nocturnal ventilation in improving survival.
Neuromuscular Disorders 2007; 17:470-475.

HeoOxonumu feiiHocTM 32 mnpoduiIakTHKa Ha 3a00/15BaHeTO (AKO0 TaKuBa ca
NPHJI0KHMH)

Ha 3acernarute 6omnnu ¢ JIMJI/BM/I ce ocurypsiBa reHETHUHO KOHCYJITHUPAHE, Pa3siCHIBAIIO
HayMHa Ha npenaBaHe Ha Oosecrra. CyCHEKTHUTE POJCTBEHUIM MPEMMHABAT KIMHUYEH
Iperjiel U IpU CbMHEHHE, Y€ Ca 3acCerHaTv C€ HacoyBaT 3a IIOCJIEABAILO TIE€HETUYHO
u3cneaBane. Ha ponurennure Ha OOMHUTE JA€la ce pa3sCHSABAT Bb3MOKHOCTUTE 3a MpeHaTallHa
JIMarHOCTHKA 3a NPOoUIaKTHKA Ha 3a00JIsIBAHETO.

B T.u. HAay4YHHU I[yﬁ.]'ll/[l(all]/l]/l 0T MmocJIEAHUTE II€T TIOoAMHH M IIPUJTIOKEHA
ondanorpagcka cnpaBka

1. Magri F, Govoni A, D'Angelo MG, Del Bo R, Ghezzi S, Sandra G, Turconi AC,
Sciacco M, Ciscato P, Bordoni A, Tedeschi S, Fortunato F, Lucchini V, Bonato S,
Lamperti C, Coviello D, Torrente Y, Corti S, Moggio M, Bresolin N, Comi GP
Genotype and phenotype characterization in a large dystrophinopathic cohort with
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extended follow-up. J Neurol. 2011Todorova A, Bronzova J, Miorin M, Rosa M,
Kremensky I, Danieli GA.Mutation analysis in Duchenne and Becker muscular
dystrophy patients from Bulgaria shows a peculiar distribution of breakpoints by
intron. Am J Med Genet. 1996 ;65(1):40-3.

2. Todorova A, Todorov T, Georgieva B, Lukova M, Guergueltcheva V, Kremensky I,
Mitev V. MLPA analysis/complete sequencing of the DMD gene in a group of
Bulgarian Duchenne/Becker muscular dystrophy patients. Neuromuscul Disord. 2008;
18(8):667-670.

IIpenso:xkennsi 3a opraHu3auus HA MeIMUHHCKOTO 00C/IYy’KBaHe HA NMAllMEHTUTEe U 3a
(puHaHCcUpaHe HA CBHOTBETHUTE [EHOCTH, CHOOpPa3eHU ¢ JelicTBalIaTa B CTpaHaTa
HOpPMaTHBHA ypenda

Ha to3u eran amarHoctukarta u npocnensBaHeTo Ha nanueHture ¢ [IMJ] tun [droumen ce
OCBHIIIECTBSIBA 110 KIIMHUYHA IIbTeKa 15.

OnucaHue HA ONMUTA ¢ KOHKPETHH MAIMEHTH ChC CHOTBETHOTO PSAKO 3adoisiBaHe (aKo
HMa TAKbB)

Ha 03.11.2007 r. ce yupenu bwirapcko apykecTBO MO HEBPOMYCKYJIHHU 3a00JsSBaHUS
(Wwww.nmd-bg.com). To e cbc cemnanumie Knunukara mo Hepsuu Oomectu, YMBAIJI
»AJekcanapoBcka®“. JIpyKecTBOTO € CBh3JaJeHO 3a Ja MHTerpupa yCUIIUATa Ha
CHELUAIUCTUTE B 00JIaCTTa HAa HeBpOMYcKynHUTe 3abosaBanus (HM3). Enquu ot ocHOBHUTE
LEeIM Ha JAPYKECTBOTO ca: Ja IOANOMara JAEHHOCTUTE HAa WHCTUTYLUUTE, aHTa)KUpPaHU B
JMAarHOCTHKATa, JeuyeHreTo u npoduiaktiukara Ha HM3; na cpieiicta 3a npodecuoHaIHOTO
pa3BUTHE U YCHBBPILEHCTBAHE HA JIEKAPUTE U MEIULMHCKUTE CHEUAINCTH; Aa MOAKPENs U
M3BBPILIBA HAYYHO-U3CIIEI0BATEICKa AEHHOCT; J]a MONYJISIpU3UPa ChbBPEMEHHUTE MTOCTUKEHUS
B oOmactra Ha HM3; nma ywyactBa B M3rpakJaHETO Ha TPAXKIAHCKO OOIIECTBO dpe3
OCBILECTBSIBAHE HA PAXKAAHCKU WHUIMATUBU U CHTPYJHUUYECTBO C IbPKABHU MHCTUTYLIUH.
[Ipencenaren Ha npyxectBoro ¢ [Ipod. n-p Msaiino TwpHeB, a cekperap — noil. 1-p Benuna
[epremuyeBa. Ha caiita na [[pyxectBoto — Www.nmd-bg.com moxe na ObJe HamepeHa
noJsie3Ha MH(pOpMalus 3a CIELUHUATUCTH, XOpa C HEBPOMYCKYJIHHM 3a00JIIBaHMSI U TEXHUTE
ONIU3KHU.

[Ipe3 depyapu 2008 romuna bbarapckoTo ApYKECTBO MO HEBPOMYCKYIHH 3a00JISIBaHUS
crana wieH Ha TREAT-NMD - npoekrt na EC 3a unterpupasne Ha ycunusTa 3a nojgo0OpsiBaHe
Ha TPUXKUTE M HaMUpaHE Ha JIeUEHUE 3a MAlUEHTH C HEBPOMYCKYJIHH 3a00JsiBaHUS
www.treat-nmd.eu. B komabopauus ¢ TREAT-NMD ce uzpaborsar Obiarapcku/TREAT-
NMD peructpu Ha xopa ¢ HM3 u ce npomouupar ctaHAapTUTE 3a IUArHOCTHKA U JIEYEHHE
IIpU TEe3U 3a00JIIBaHUS.

Jlo MOMEHTa ca OCBLIECTBEHH HAKOU BaXKHU JEHHOCTH B paMKUTE Ha cTpaHaTa. Opranusupa
ce 38-mara roaumHa MexayHapoaHa cpema Ha EAMDA  (European Alliance of
neuroMuscular Disorders Associations) B Codust ot 12-tu no 14-tu centemBpu 2008 T.
Ch3naneH e ObArapckd MHTEPHET CallT 3a HEBPOMYCKYJIHHU 3a00JsBaHMs MOJ erujaara Ha
boearapckoro apyxkectso mo HM3 (www.nmd-bg.com). CaiiteT uenu aa wuHpopmupa
MAlUMEHTH, TEXHUTE CEMENCTBA M 3aMHTEPECOBAHU CIIELUAIMCTH 3a IOCTHKEHUATA U
akTUBHOCTHTE B oOnactra Ha HM3 u 1a moamomara cbBMECTHUTE HU TPUKH 3a Xopa ¢ HM3.
[IpenocraBena e mHpopManMs U KOHTaKTHM Juia 3a bwarapckoro npyxkectso mo HM3;
BujgoBe ocHoBHU HM3; undopmanus u Bpw3ka kbM EBponeiickus npoektr TREAT-NMD;
JPYTH MOJE3HU BPB3KU KaTO YaIbPHU OpraHu3aluu B obnactra Ha HM3, uyxau nanueHTcKku
OpraHu3anuu; HHPOpMaIMs M KOHTAKTHO JIMIE 3a MalleHTCKaTa HU OpraHu3alus —
Bbrrirapcka aconuanys 3a HEBPOMYCKYJIHU 3a00JsIBaHUS, KaKTO U MH(POpPMALUs 32 aKTyalHU
croutus B obnactra Ha HM3. KomaGopanusra ¢ TREAT-NMD mnpomonupa ycunus 3a
MOCTUTaHE HAa M3BECTHHUTE CTAHJAPTH B Ta3W 00JacT, HO Taka ChIIO M OOeIUHSIBAHE Ha
ycuusTa 3a npoydsa”eTo u yiedeHnero Ha HM3. CaliTeT chbpka NPEBOJHU MaTEPHUAIN 32
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YTIBBPJECHUTE CTAaHAAPTHU 3a AUATHOCTHKA U Ipuxku 1pu [IporpecuBHa MycKymnHa quctpopus —
¢opma Ha [romen n CrnuHanHa MyckynHa arpo¢wus. [lyOnukyBaHuTe 1Mo TO3W HAYMH U C
HIMPOK JOCTBII MaTepUaNIU ca YyJECeH MU3BOP 3a CIpaBKa U MHOPMUPAHOCT HA MALMEHTUTE U
TEXHUTE OJM3KHM, HO TaKa CHINO M HA OOIIOMPAKTUKYBALIH JIEKAPH U CIIEHUAINCTH, CPEIAIln
ce ¢ Te3u 3abomsBanusa. CrnenuaneH pasaen — I puxku B bbarapus™ npegocraBs CUCHK Ha
CTIELUANNCTH U Ta00paTOpHH, 3a03HATH C HA-MoOpHUTE METOIM 33 AUATHOCTHUKA M JICYCHHE
Ha paznuuHuTe Bugose HM3. U nuarHocTukaTa M J€UE€HHETO Ha TE€3HM CPABHUTEIIHO PEAKH,
CJIO’)KHU B TEHETUYHO OTHOIICHHE 3a00JIIBaHMS, C BTOPUYHO 3aCATaHE HA PA3JIMYHU OPTaHd U
CHCTEMH W3MCKBAT 3HaHUSA M OTJAJEHOCT U HENpecTaHHa MHPOPMHUPAHOCT 32 HOBOCTUTE U
Hail-noOpuTe NpakTUKU B Ta3u 00gacT. MHOronocoyHuTe npodjaeMu Ha Te3H MalUeHTH 4eCTO
M3MCKBAaT €KUIIEH IOAXOJ 3a HaMUpaHe Ha peueHue. B caiita ce cpabpxka M LsIaTa
HeoOxonuma uHpopmarnusa 3a uspaborBanute ObJrapcku/TREAT-NMD  peructpwu,
dbopmysipu u otroBopHu nuna. Ce3aaneH Oeme GopyM B paMKHUTE Ha caiiTa 3a 0OCHKIaHE
10 TeMH Ha pa3IYHUTE MPoOJIeMU U NPEeASIOKEHHs 3a HamupaHe Ha pemeHus. C ornen Ha
cneun(UYHOCTTa Ha 3a00NSABAHUATA, BOACUIM A0 WHBAIMAM3AIMS M BB3MOXKHOCTTA 32
JIECHOJIOCTBhITHA MH(POPMHUPAHOCT U 3aaHIAKUPAHOCT B paMKUTE Ha MIHTepHET ToBa ce o4akBa
na ObJe WM3TOYHMK Ha TpaJiBHA KOJIA0OpalWs M aKTHBHOCT 32 HAMHUpaHE Ha J0OpHTe
pereHus.

Hanmonanuu peructpu 3a HEBpOMYCKYJIHU 3200 IsIBaHUS

Cw3nanen Oemre Obirapckt/ TREAT-NMD peructsp 3a cieaHute Tpu rpynu HEBPOMYCKYITHU
3abonsBanus: [lporpecuBHm MyckymHu auctpoduu tun JromeH u bekep, Crnmnanna
MYCKYJHa aTpous 1 MUOTOHMYHH JUCTpo(uH, ¢ KOHTO bhirapus ydactBa B eBponeiickara
TREAT-NMD wmpexa. Hesponornuna xnuHuka kbM YMBAJI |, AnekcangpoBcka” ce
perucTpupa KaTto KIMHUYEeH LeHTbp B bbarapus B KoopauHanMoHHMS LEHTHpP 3a KIMHUYHU
npoyuBanusg Ha TREAT-NMD kbm Menununckus yHuBepcureT BB ®PpaiiOypr, ['epmanus.
[TonenBar ce nBa ¢dopmymsipa — Mudopmanus 3a manueHTa U UHGOPMHUPAHO ChIJIACHE U
peructpanuoner Gopmynsip B perucrpannonnus ¢GopMyisip ce€ HOMBJIBAT 3aAbIDKUTECITHH
KPUTEPUH M NPEHOPBbUUTETHH (HE3abJDKUTEIIHN) KPUTEPUU 3a BKJIIOYBAHE B perucrbpa. B
NPEMOPBUNTEIHUTE  KpUTepuu  Qurypupar JaHHM  OT  Pa3IUYHU  M3CIICABAHUSA
(exokapauorpadus u GyHKIMOHAIHO U3CIIEIBAHE HA JUILAHETO).

Crnen monyyaBaHe Ha ToApoOHa MHGOpMAIUs OT HAIIMs €KUIl 3a IEIUTE Ha PETUCThpa U
NOITBJIBaHE Ha chOoTBEeTHUTE (Gopmyisipu, 102 6omnu ¢ JMJI, 40 ¢ BM/l u 4 ¢ MexauHHa
¢bopmMa Ha 3alosigBaHeTO OsiXa PETUCTPUpPAHHM M TOJyYMXa CBOTBETEH YHHUKaJIEH
UACHTU(UKAIIMOHEH HOMep, C KOHTO aa Obaar BkimodeHn B rinobamHus TREAT-NMD
peructbp. Yuactuero B riodanHuss TREAT-NMD peructbp no aHoHUMEH HA4MH MO3BOJISIBA
UACHTUGUIMPAHETO HA MAlMEHTH B bbiarapus OT ekuma OTroBOpEH 3a PETUCTPUTE U
chOOpa3eHo ¢ Tura 3abosisBaHe U reHeTH4eH AedekT. ToBa ce ouakBa Ja Cch3/aje yCIOBUS 3a
BKJIFOYBaHE Ha OBJArapcku MAllMEHTH B KJIMHUYHM NPOYYBAHHUS 32 pa3jIMYHU BUIOBE I€HHA
Tepanus. Y4acTHeTo B KJIMHUYHU MPOYYBAHUS MO T€3H PEAKU U TPYAHO JICUMMH 3200 IsIBaHUS
OTroBaps Ha OYaKBAaHUATA HA MALlUEHTUTE U TEXHUTE POJAHUHU, HO TaKa ChILO OU MPUOOIINIO
ObJrapckaTta HEBPOJOTMSl M TE€HETHMKa KbM IOCTHIKEHHUSTAa B TOBa HOBO U 0OOelIaBallo
HanpaBJeHUE B CBETOBEH MaIlal.

Benuku peructpupanu NalMeHTy ce HHPOPMUPAT 32 HOBOCTUTE IO OTHOIIEHHUE Ha TeparusiTa
U TIPOCJEBAaHETO Ha TSAXHOTO 3a0oisiBaHe. [IepHoanyHO B 3aBUCHUMOCT OT ChCTOSIHUETO UM
oomaute ¢ [IMJI/BM/] ce xocnuramu3upar 3a mpocieasiBaHe Ha ChCTOSHUETO U TEpamus B
Hesponornuna xnunuka, YMBAJI ,,AnexcanapoBcka”, Jlercka HEBpOJOTMYHA KIMHHUKA
CBAJIHIIB ,,Cs. Haym” u CBAJIB ,,IIpod. n-p Us. Mutes*.

Knunukara no HepBuu 6onectn, YMBAIJI , Anexcanaposcka™ ydactBa B npoekT CARE-
NMD (Pa3npocrpanenue u npuioxeHue Ha crangaptute 3a rpwku npu AM/] B EBpona) 3a
nepuoga 2010-2013 (www.care-nmd.eu). [IpoekThT ce PBHKOBOAM OT YHUBEPCHTETCKHUS
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MEIUIIMHCKHU TIeHTHhp BB Dpaiibypr, ['epmanus, a B/IHM3 e mapTHhOp B IpoOEKTa 3aeIHO C
OpraHM3alMM U HHCTUTYUuU oT BenukoOpuranus, [anus, Yexwusd, Ilomma u VYHrapus.
ITpoexTbT 00eAMHN BOJEIIN LIEHTPOBE 33 IPUXKHU C L€ Pa3POCTpaHsiBaHEe Ha HHPOpMaLUs 3a
Hail-moOpuTe MpakTUKy 3a Tproku npu IM/] u npuiarane Ha MeXIyHapOTHUTE KOHCEHCYCHU
CTaHJapTH. B paMKuTe Ha TO3M NPOEKT Ype3 BBIPOCHULM KbM nanueHTty ¢ JAMJI n texnure
CEMENCTBA, KAKTO U KbM MEJULIMHCKHU CIELUAINCTH CE OLEHUXA ChIIECTBYBAILUTE IPUXKH U
KAauecTBO HA JKUBOT B CBHOTBETHHUTE CcTpaHu. IIpoBexnoxa ce u Tpu cpemu B bearapus c
MEXIYHAPOAHO Yy4YacTHE, IIPEAHA3HAYCHU 3a CHEUUAIMCTH M 3a IALMEHTH W TEXHUTE
ceMelcTBa.
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