NHO®OPMAILINA 3A:

HaunMeHnoBanue Ha 3a00/11BaHETO

JuctanHu MyuonaTuu

Onpenesienne Ha 3200JIIBAHETO

JlucTaTHUTe MHOTIATHH TIPEJICTABIISBAT XETEPOreHHA IPyIa OT 3a00JIIBaHUS, TIPH KOUTO
I'BPBOHAYAIIHO M TMPEAWJICKIIMOHHO C€ 3acsAraT IUCTATHUTE MYCKYIU Ha pPBIETe W/ WU
Kpakara.

Knacugpurayus.
KIIMHAYHKU, XUCTOJIOTUYHU, UMYHOXHUCTOXHUMHUYHU U MOJICKYSPHO-TEHETUYHH KPUTEPHUH.
Otnudepenimpanu ca Hax 15 pasnuyuau GopMu Ha AucTanHu muonaTuu /Tabm. 1/

KJ'IaCI/I(bI/II_II/IpaHeTO Ha JUCTAJIHUTEC MHUOIIATHM C€ OCHOBaBa Ha

Tabn. 1. Knacudukanuss Ha JUCTATHATE MHOINATHUH, TCHETUYHH JIOKYCH, KIUHUYHHA W

XHUCTOJIOTUYHHU XapaKTCPHUCTHUKU

Bun Ha | Tun Ha | ['en/Jloky | PanHo Croiinoc | Haxonxu oT
JTUCTaTHATA YHACIIEOsIB | C 3acsraHe ™ Ha | MyCKyJHaTa
MHUOTIATHUS aHe KK ouoricus
tun Wellander ABTO30MHO | 2p13 > 40 r., | Hopman | MuomatHum  +
- EKCTEH30pH | HU  WJIM | BaKyOJld
JTOMHHAHTE Ha pbLETE JICKO
H MOBUIIIE
HU
Tun Miyoshi AstozomHoO | Tuchepmu | 20-50 r., | [loBume | Muonarau.
-peuecuBeH | H, 2pl3 3aJHUTE HU - ot | Jluncear
IUCTaIHU 10 o 50 | Bakyonu
MYCKYTH Ha | IbTH
Kpakara
Tubuanna Asto3oMHO | TutHH, 40-50 r., | Hopman | Muonarsu,
MYCKYJIHa - 2931 MIpeIHUTE HU WM | BaKyOJu
aTpodus JIOMHHAHTE JTUCTAITHU JIEKO
/punnanacka/ H MYCKYyJIM Ha | IOBUIIE
Kpakara HU
GNE wmwomarus | Asrozomuo | GNE, 20-40r., [loBume | Muonathu,
/Turr Nonaka, AP | -penecusen | 9p12-pll | mpenHuTe HU — JI0 | BaKyOJHu
HACJIe/ICTBEHA TUCTAITHU 5 1mBpTH
MUOTATHS C MYCKyITU Ha | Haj
Tenma Ha Kpakara HOpMaTa
BKJIFOUBAHUS/
Tun Gowers- | ABrozomuo | MYH7, 15 — 25 r., | IloBume | Jleku
Laying - 14911 NpeaHUTE HU — JI0 | MUOTIaTHH,
JIOMHHAHTE TUCTAITHU 3 1OBTH | BAaKyoIu
H MYCKyITH Ha | HaJ
Kpakara HOpMaTa
Jucramaa ABto3omHO | 19p13.3 10-50 r., | Hopman | Muomnaruu,
nucTpodus + | - TUCTATHUTE | HU  WJIM | BaKyOJu




rimmed vacuoles | romuHaHTEe MYCKYJIH Ha | JIEKO
H KpakaTa MIOBHIIIE
HU
Hacnencreena ABTO30MHO | ? 25-40 r., | Hopman | Muonaruu,
MUOTIATHS c|- JMCTATHA HU WIK | BaKyOJld
TeNa Ha | IOMHHAHTE MYCKYJIH Ha | JIEKO
BKJTFOYBAHHSA H KpakaTa MIOBHIIIE
HU
Oxkynodapunrean | ABTO30MHO | ? 40 ., ,|3 1mpTH | Muonarsu,
Ha JMCTaIHa - eKCTpaoKyna | mo- BaKyoIln
JIOMHHAHTE pHU BHUCOKHU
H
Jucranna Agto30oMmHO | 5031 35-57 r., | Hopman | Muomnarau,
MHUOMATHS c|- JTUCTAITHU HU WM | BAaKyOJHu
rJ1lacoBa U | IOMHHAHTE MYCKYIIHH, MIOBHIIIE
(dapuHreanrHa H TJIACHU HU 70 8
c1abocT BBP3KH bTH
MuonaTust + | ABTO30MHO | 9p13 20-40 r., | Hopman | Muonarhu,
Oonectra Ha | - NPOKCUMAlH | HU  WJIM | BaKyOJIH
Paget U | IOMHHAHTE U ¥ IUCTAITHU | JIEKO
JEMEHITUS H MYCKYJIM Ha | IIOBUILE
Kpakara HU
Muonatus + | ABTO30MHO | ? 35-42 r., | Hopman | Muonarau
OonectTa Ha | - JTUCTAITHU HU WU
Paget JIOMHHAHTE MYCKYJIH Ha | BUCOKH
H Kpakara;
CKarylapHH
Muonarus c | ABTO30MHO | ? 40-50 r., | Hopman | Muogubpunapu
[UTOMIa3MaTud | - U3IE HU WM | ¥ BKIIOYBAHUS
HU Telnla JIOMUHaHTe JeKO
H MIOBHIIIE
HU
Hacnencreena ABTO30MHO | 6027 32-75 r., | Hopman | Muonarau,
MUOTIATHS c|- JIVCTATHA Hu Wi | EosuHOQMIHIH
Tenma Ha | IOMHHAHTE MYCKYIIH, JIEKO WHU
BKIIIOYBAaHHA + | H JXaTeHa MOBHIIIE | BKIFOYBAHMUSA,
paHHa TUXaTelHa MyCKyJarypa | HH BaKyOJIH
HEIOCTaThUYHOCT
Hucranna ABTo30MHO | 2021.2 Jucranaun Hopman
HeOyJIMHOBa -periecuBeH MYCKYITH, HU WU
MHUOTATHS eKCTeH30pH | JIEKO
MIOBHIIIE
HU
Jucranna ABTO30MHO | ? 0-30 r., | Hopman | Bapupamm 1no
MHOIIATHSI  CBC | - TUCTAITHU HU WM | pa3Mep BIIaKHa,
3ara3BaHe Ha | JOMUHAHTE MYCKYJH Ha | JEKO HsIMa BaKyOJIu




MIpEeTHUTE H Kpaka v pblie | OBUIIE
JMCTATHA HU
MYCKYJIH
MuodpuldpuiapHu MUONIATHH
JleamuH ABTo30MHO | 2035 20-40 r., | JIeko Muonarsu,
- KpakaTa MOBHIIIE | TIOBUIICH
JOMUHAHTE HU Je3MHH
H WIN
peliecuBeH
oB-kpucranux ABto3zomHo | 11022 3psna BB3pacT, | Jleko MuonartHu,
- KpakaTa MOBHIIIE | TIOBUIICH
JIOMUHAHTE HU Je3MHH
H
Muodubpmrapa | Asrozomuo | 10922.3 | 20-60 r., | Hopman | Muonaruu,
a + | - JVCTATHH HU wid | MuouOprIapH
KapIMOMHOTIATH | TOMUHAHTE MYCKYIIH JIEKO "
s H MIOBHIIIE
HU
Ckanynoniepone | ABro3zomuo | 12q13.3 | 20-58 r., | Or 1.5 | Muonarsu,
ajHa - Kpakara 110 10 | dpokamaM
JOMUHAHTE OBTU T0- | AE3MHHOBHU
H BUCOKHM | BKIIFOUBAHHUS
Tun ABto3zomuHo | 10g22.3 | 44-73 1. Or MuonatHu,
MapkcObpu- - -023.2 HOpPMAaJIH | 1€3MUHOBH
I'pur JTIOMHHAHTE u 10 6 | BKIIOYBAHUSA,
H 'BTU TO- | MAJIKU BaKyOJIH
BUCOKH

Emuonocus. JluctanHute MUONATHUH CE€ NPUYUHSABAT OT MYTAllMU B Pa3M4YHU I'EHH,

BOJICILH /10 JIUIICA WJIM U3JUIIBK Ha Pa3IMuYHU MYCKYJIHU OCNITHIH.

Jleuenue u npocineasiBaHe Ha NAUEHTUTE C AUCTATHUTE MUONIATUH

[len Ha pexaOMIUTALMOHHUTE MEPONPUATHUSA- J1a C€ MaKCUMAIU3UPa (PYHKIIMOHATHUST
KallaluTeT, /1a Ce YABDKY WM MObpKa HE3aBUCUMO (DYHKIIMOHUpPAHE U MOJIBUXKHOCT, Jla ce
NpeJOTBpaTH WIM TMOJATHUCHE pPa3BUTHETO Ha JePOPMHUTETH M ChpJAeUHO-0en10ApoOHH
HapyLIEHHs U Jia C€ OCUTYPHU JAOCTHII 32 IBJIHO MHTETPUPAHE B OOIIECTBOTO € JOOPO KauyeCTBO
Ha KMBOT. JleyeHuero e Haif-moOpe Ja ce U3BBPIIBA OT EKUI OT JeKapu, (PU3UOTEPAIEBTH,
paOOTHU TEepameBTH, JIOTOMNEAN, COLMAIHU PAOOTHUIIM, MCUXOJIO3M M Jpyru. JleyeHuero e
L[EJIEHACOYEHO ¥ MHOTOCTPaHHO.

Opte3Hu cpecTBa- MUHU, KOJIAHU, KOPCETH, OPTONEANYHU O0YBKU

OpTroneanyHu KOPEKIMH Ha XOAuIaTa

JleueHne Ha COMATUYHUTE YCIOKHEHUS U MPU HEOOXOAMMOCT — MHTEH3UBHA TEparwsl.
HaBpemenHa 1uarHocTMka Ha JuxarenHata ciaa0oCcT W JIeYeHHE C HEMHBa3MBHA WU
MHBa3MBHA BeHTWIalusA. HaBpeMeHHa TMarHoCcTUKa Ha ChbPJCYHUTE YCIO0KHEHNUS, JIEUEHUE Ha
KapAMOMHUONATHATA, TIOCTAaBSHE Ha MIOCTOSIHEH MIENCMENKBD




Yerupunudpen koja Ha 3a60asBaHeTo 1o MKb-10 (ako TakbB e HAJIH4Y€eH)

G71.0

Kox Ha 3a60asBanero no Orpha code

ORPHA602/ORPHA329478/ORPHA399086

Enuagemuosiornynu 1anHu 3a 3adossipaiero B Penyoimnka bbarapus

B Bwarapus 1o To3u MoMeHT ca nuarnoctunupanu 56 6omau ¢ GNE muonarus, 1 mannenTka
¢ Tubunanna myckynna atpodust, 1 nanuent ¢ Muonarus + 6osiectra Ha Paget u nemeHuus u
1 nanuenTka ¢ qucanHa muonatus Tun Tun Miyoshi.

B T.4. HayyHM ny0JMKAUMH OT MOCJeIHMTEe IeT TIOJAMHM H HPHJIOKEeHa
onbdauorpagcka cnpaBka

1. B. Muxaiinosa, B. T'eprenueBa, C. Kpayze, U. TpaiikoBa, M. Banrep, . TnpHues.
Muonatus ¢ Tena Ha BKIOUBaHus, OosecT Ha Paget u ppoHTOTEMIOpaHa TEeMEHITUS
— ITbPBY T€HETHYHO Bepuduupan cirydaii B bearapus. bearapcka nesponorus, 2010.
10 /2/; 85-87.

2. Chamova T, Guergueltcheva V, Gospodinova M, Krause S, Cirak S, Kaprelyan A,
Angelova L, Mihaylova V, Bichev S, Chandler D, Naydenov E, Grudkova M,
Djukmedzhiev P, Voit T, Pogoryelova O, Lochmiiller H, Goebel HH, Bahlo M,
Kalaydjieva L, Tournev I. GNE myopathy in Roma patients homozygous for the
p.1618T founder mutation. Neuromuscul Disord. 2015 Jul 13. pii: S0960-
8966(15)00662-8. doi: 10.1016/j.nmd.2015.07.004. [Epub ahead of print].

EnuaeMuo0ruyHmn JaHHM 3a 3200/11BAHETO B EBpOHeﬁCKHH CbH103

PaznuuHuTe IUCTaTHM MHOMATUU Ca HEPABHOMEPHO pa3lpOCTPAHEHW B pa3IMYHHUTE
MOMYJIAlMK U €THOCH, TaKa Y€ eMUIEMUOJIOTMYHUTE JaHHU 32 JI0CTa OTPaHUYEHHU.
Jucramnara wmuomnarus tun Welander ¢ Haidi-uecta B IlIBenmst ¢ yecrora 1/1,000.
bonectHoctra Ha TuOManmHaTa MycKylHa auctpoduss BB DUHIAHAMS Cc€ OLEHSBa Ha
8/100,000. Jducrannata muonatus Tun Miyoshi e pa3npocTpaHeHO OCTHOBHO B SIMOHUS U B
JIubus, xpaero OonecTHocTTa cpex aubuiicku espen e 1/1300. dopmara Ha Gowers-Laying
ce cMsTa, Y€ € Haif-uectata JUCTalHa MHONATHUS, HO JIUICBAT TOYHU ENUEMHUOJIOTUYHU
naHHu. Jlo To3u MoMeHT ca onucanu Haj 250 nmaumenty ¢ GNE-muonaTus: arnoHu, MpaHCKu
€Bpeu M OBJITaCKU POMH.

B T.4. HayYHu nyOJMKAIMH OT MOCJAeIHUTe MeT TOAMHH M NPUJIOKEHA
Ondanorpagcka cnpaBka

1. Argov Z, Sadeh M, Mazor K, Soffer D, Kahana E, Eisenberg I, Mitrani-Rosenbaum S,
Richard I, Beckmann J, Keers S, Bashir R, Bushby K, Rosenmann H. Muscular
dystrophy due to dysferlin deficiency in Libyan Jews. Clinical and genetic features.
Brain. 2000;123:1229-37

2. Chai J, Liu C, Lai P, Yee W. Myosin storage myopathy with a novel slow-skeletal
myosin (MYH7) mutation in a Chinese patient. Neuromuscul Disord. 2007;17:838

3. Chamova T, Guergueltcheva V, Gospodinova M, Krause S, Cirak S, Kaprelyan A,
Angelova L, Mihaylova V, Bichev S, Chandler D, Naydenov E, Grudkova M,
Djukmedzhiev P, Voit T, Pogoryelova O, Lochmiiller H, Goebel HH, Bahlo M,
Kalaydjieva L, Tournev I. GNE myopathy in Roma patients homozygous for the
p.1618T founder mutation. Neuromuscul Disord. 2015 Jul 13. pii: S0960-
8966(15)00662-8. doi: 10.1016/j.nmd.2015.07.004. [Epub ahead of print].

4. Eisenberg I, Avidan N, Potikha T, Hochner H, Chen M, Olender T, Barash M,
Shemesh M, Sadeh M, Grabov-Nardini G, Shmilevich I, Friedmann A, Karpati G,
Bradley WG, Baumbach L, Lancet D, Asher EB, Beckmann JS, Argov Z, Mitrani-
Rosenbaum S. The UDP-N-acetylglucosamine 2-epimerase/N-acetylmannosamine
kinase gene is mutated in recessive hereditary inclusion body myopathy. Nat Genet.
2001;29:83-7




5. Lamont PJ, Wallefeld W, Hilton-Jones D, Udd B, Argov Z, Barboi AC, Bonneman C,
Boycott KM, Bushby K, Connolly AM, Davies N, Beggs AH, Cox GF, Dastgir J,
DeChene ET, Gooding R, Jungbluth H, Muelas N, Palmio J, Penttild S, Schmedding
E, Suominen T, Straub V, Staples C, Van den Bergh PY, Vilchez JJ, Wagner KR,
Wheeler PG, Wraige E, Laing NG. Novel mutations widen the phenotypic spectrum of
slow skeletal/B-cardiac myosin (MYH?7) distal myopathy. Hum Mutat. 2014;35:868—
79.

6. Udd B, Vihola A, Sarparanta J, Richard |, Hackman P, Titinopathies and extension of
the M-line mutation phenotype beyond distal myopathy and LGMD2J, Neurology 64
(2005) 636-642.

OueHka Ha CbOTBETCTBMETO Ha 3200/IIBAHETO ¢ Je(PMHULUATA 32 PSAKO 3a00/1sIBaHe
c¢brIacHo § 1, 1. 42 oT JONbJIHUTEJHUTE Ppa3nopendu Ha 3aK0OHA 3a 3IPaBeTO

JluctanHUTE MUOMIATUM OTIOBAPAT HA KPUTEPUUTE 32 PsifiKa OOJIECT.

Kpurepun 3a nuarnocTunmpane Ha 3a00/1iBaHETO

JIMarHoCTUYHU KpUTEPUU:

1.  IIspBOHauaNHO ce 3acsraT AUCTATHUTE MYCKYJIM Ha KpallHULIUTE.

2.  IIppBOHaYanHO 3acsAraHe Ha MPOKCHMAIHUTE MYCKYIH, JHIEBUTE WIA BBHIIHUTE

OYHU MYCKYJIM NpeArosara alTepHaTUBHA UarHo3a, Makap 4e Te3U MYCKYJIHH I'pyIH

MOraT Jia € 3aCerHaT I0-KbCHO B X0/1a Ha 3a00JIsIBaHETO.

Morat n1a 3a11o4HaT BbB BCSIKA €JHa Bb3PACT.

[Tporpecusita Bapupa 3HAYUTEIHO OT MHOTO Obp3a 10 MHOTO OaBHa.

VYHaciesaBar ce 1o aBTO30MHO-PELIECUBEH WJIM aBTO30MHO-IOMUHAHTEH HA4HH.

IToBumena KOK.

EMI" nanHu 3a MUOT€HHU IPOMEHU

KAT u MPT nanHu 3a npeuieKIONHHO 3acAraHe Ha Pa3JIMYHU MYCKYJIHU IPYIIU

HMIMyHOXUCTOXMMUYHOTO M3CJI€IBAHE YCTAaHOBSBA Ae(DULIUT HA MYCKYJIEH OCNITHK.

0. MonexyIsipHO-TeHETHYHUAT aHajdW3 OTKPHBAa MYTAllUd B CBHOTBETHUTE TEHH W
JIOKYCH.

RO ~NOoO kW

B T.4. HayYHu nyO0JMKAIMH OT MOCJAeIHUTe NeT TOAUHH M NPUJIOKEHA
Ondanorpagcka cnpaBka

1. Barohn RJ, Miller RG, Griggs RC. Autosomal recessive distal dystrophy. Neurology.
1991; 41:1365-1370.

2. Galassi G, Rowland LP, Hays A, et al. High serum levels of creatine kinase:
asymptomatic prelude to distal myopathy. Muscle Nerve. 1987; 10:346-350.

3. Hackman P, Vihola A, Haravuori H, et al. Tibial muscular dystrophy is a titinopathy
caused by mutations in TTN, the gene encoding the giant skeletal-muscle protein titin.
Am J Hum Genet. 2002; 71:492-500.

4. Linssen WHJP, Notermans NC, Van der Graaf Y, et al. Miyoshi-type distal muscular
dystrophy. Clinical spectrum in 24 Dutch patients. Brain. 1997; 120:1989-1996.

5. Meola G, Sansone V, Rotondo G, et al. Computerized tomography and magnetic
resonance muscle imaging in Miyoshi’s myopathy. Muscle Nerve. 1996; 19:1476—
1480.

6. Partanen J, Laulumaa V, Paljérve, et al. Late onset foot-drop muscular dystrophy with
rimmed vacuoles. J Neurol Sci. 1994; 125:158-167.

7. Udd B, Kaérianen H, Somer H. Muscular dystrophy with separate clinical phenotypes
in a large family. Muscle Nerve. 1991; 14:1050-1058.

8. Udd B, Bushby K, Nonaka I, Griggs R. 104th European Neuromuscular Center
(ENMC) International Workshop: distal myopathies, 8-10th March 2002 in Naarden,
The Netherlands. Neuromusc Disord. 2002; 12:897-904.




AJITOPUTMHU 32 TMATHOCTHLMPaHe Ha 3200JI9BAHETO

1. IIspBOoHaAUaNHO Ce 3acAraT AUCTATHUTE MYCKYJIU Ha KpalHUIIUTE.

2. IIppBOHayanmHO 3acAraHe Ha MPOKCUMAIHUTE MYCKYIHW, JUIEBUTE WM BBHHIIHHUTE
OYHU MYCKYJIM TpeJIoiara aTepHaTiBHA JUAarHo3a, Makap 4e Te3u MYCKYJIHU TPy
MOTaT Jia ce 3aCerHar Mo-KbCHO B X0/a Ha 3a00JIsIBaHETO.

Morar 51a 3anoyHaT BbB BCSIKA €JHa Bb3PacT.

[Tporpecusita Bapupa 3HAUUTEITHO OT MHOTO OBbp3a 10 MHOTO OaBHa.

VYHacneasBar ce o aBT030MHO-PEIIECUBEH WM aBTO30MHO-JOMUHAHTEH HAYWH.
IToBumena KOK.

EMI" nanHu 3a MUOTE€HHU IPOMEHU

KAT u MPT nannu 3a npeiHJICKIIOMHHO 3acATraHe HAa pa3IMYHU MYCKYJHH IPYIH
MMyHOXHCTOXHMHYHOTO M3CIIC/IBAHE YCTAHOBSBA ACPUIIUT HA MYCKYJICH OCNTHK.

0. MonexkynspHO-TeHeTUYHUST aHAIN3 OTKPUBA MYTalliU B ChOTBETHUTE T'€HU U JIOKYCH.

RO ~NOGOR~W

B T.4. HaydyHum ny0JuMKanmUM OT TMOCJEIHUTE TMeT TIOAUHU U TPHJIOKEeHA
Oubamorpadcka cnpaBka

1.  Dimachkie MM, Barohn RJ. Distal myopathies.Neurol Clin. 2014;32(3):817-42, x.
doi: 10.1016/j.ncl.2014.04.004.

2.  Pénisson-Besnier I. Distal myopathies. Rev Neurol (Paris). 2013;169(8-9):534-45. doi:
10.1016/j.neurol.2012.09.021

3. Udd B, Bushby K, Nonaka I, Griggs R. 104th European Neuromuscular Center
(ENMC) International Workshop: distal myopathies, 8-10th March 2002 in Naarden,
The Netherlands. Neuromusc Disord. 2002; 12:897-904.

4. Udd B. 165th ENMC International Workshop: Distal myopathies 6-8 February 2009
in Naarden, the Netherlands. Neuromuscul Disord. 2009; 19:429-438.

5. Udd B. Distal myopathies.Curr Neurol Neurosci Rep. 2014;14(3):434. doi:
10.1007/s11910-013-0434-4

AJITOPUTMH 32 JieYeHHe Ha 3200JI51BAHETO

1. MenukameHTO3Ha Tepamusi —JIeueHrne Ha KapauomMuonatusaTa. KIMHUYHN U3MUTBAaHUS ChC
cuasnosa kucenuHa npu GNE muonarus.
2. duznotepanus 1 pexabumuTanus

Ilen Ha pexaOWIUTALMOHHUTE MEPONMPUITHUSA- J1a C€ MaKCUManu3upa (YHKIIUOHATHUST
KanaruTeT, 1a C€ YABJDKU WU TOIbpKa HE3aBUCUMO (DYHKITMOHUPAHE U TMTOJBUXKHOCT, J1a CE
MPEeIOTBPaTH WM TOJATHUCHE PAa3BUTHUETO Ha JeDOPMUTETH U CHPICYHO-0enoapoOHU
HapyIIEHUS U J1a C€ OCUTYPH JOCTBHII 32 MMBJIHO UHTETPUPaHE B OOIIECTBOTO ¢ JOOPO Ka4yeCTBO
Ha XUBOT. JleueHunero e Haii-1oOpe Ja ce M3BBPIIBA OT €KUM OT JieKapH, (PU3HOTEPAINeBTH,
pabOTHH TEpAaINeBTH, JOTOMEaHU, COLMAIHNA PaOOTHHIIM, TICUXOJO03U U JApYyru. JleuyeHuero e
LIEJIEHACOUYEHO U MHOTOCTPAHHO.
3. Opre3Hu cpeAcTBa- MIMHU, KOJIAHU, KOPCETH, OPTONEANYHU O0YBKHU
4. Opronean4yH KOPEKIMU Ha XOauIaTa
5. JleueHne Ha COMATHYHHUTE YCIOKHEHUS M TPH HEOOXOIUMOCT — MHTCH3WBHA TEpaIHsl.
HaBpemenHa nuarHocTMka Ha JuxarenHaTa cinaboCT W JIeYeHHWE C HEWMHBa3WBHA WIH
WHBAa3WBHA BEHTHIAIHS.

B T.4. HayyHum ny0JUMKANUM OT TWOCJEJIHUTE MeT TOAMHH H TPWIOKEHA
Oubauorpadcka cnpaBka

1.  Dimachkie MM, Barohn RJ. Distal myopathies.Neurol Clin. 2014;32(3):817-42, X.
doi: 10.1016/j.ncl.2014.04.004.

2. Malicdan MC, Noguchi S, Hayashi YK, Nonaka I, Nishino I. Prophylactic treatment
with sialic acid metabolites precludes the development of the myopathic phenotype in
the DMRV-hIBM mouse model. Nat Med. Jun; 2009 15(6):690-695.

3. Pénisson-Besnier I. Distal myopathies. Rev Neurol (Paris). 2013;169(8-9):534-45. doi:




10.1016/j.neurol.2012.09.021

4. Udd B, Bushby K, Nonaka I, Griggs R. 104th European Neuromuscular Center
(ENMC) International Workshop: distal myopathies, 8-10th March 2002 in Naarden,
The Netherlands. Neuromusc Disord. 2002; 12:897-904.

5. Udd B. 165th ENMC International Workshop: Distal myopathies 6-8 February 2009
in Naarden, the Netherlands. Neuromuscul Disord. 2009; 19:429-438.

6. 5. Udd B. Distal myopathies.Curr Neurol Neurosci Rep. 2014;14(3):434. doi:
10.1007/s11910-013-0434-4

AJITOPUTMH 32 NPOCJieisiBaHe HA 3200/11BAHETO

[IpenopbuBa ce €KeroHo MpocieisIBaHe Ha:

. Kapauonoruunus cratyc Ha 6osaute upes: EKI, xontep EKI', ExoKI', anruorpadus,
MPT Ha cbple U OLEHKa HEOOXOAUMOCTTa OT IOCTaBsIHE HA NEHCMENKBD, JIEUEHHUE C
AHTUAPUTMUYHU MEMKAMEHTU U aHTUKOATyJIaHTHU, Chp/I€YHA TPAHCILIAHTALIUS

. BenTtunaropuaure nokasarenu

. broxumuuHu n3cnenBaHus

. IIpocnensBane Ha CBCTOSHUETO 3a OLEHKAa Ha HEOOXOAMMOCTTa OT oOmepanus 3a
KOHTPAKTYPHUTE

B T.4. HaydyHum ny0JuMKanmUM OT TMOCJEeIHUTE TMeT TIOAUHU U TPHJIOKEeHA
Oubamorpadcka cnpaBka

1. Dimachkie MM, Barohn RJ. Distal myopathies.Neurol Clin. 2014;32(3):817-42, x.
doi: 10.1016/j.ncl.2014.04.004.

2. Pénisson-Besnier |. Distal myopathies. Rev Neurol (Paris). 2013;169(8-9):534-45. doi:
10.1016/j.neurol.2012.09.021

3. Udd B, Bushby K, Nonaka I, Griggs R. 104th European Neuromuscular Center
(ENMC) International Workshop: distal myopathies, 8-10th March 2002 in Naarden,
The Netherlands. Neuromusc Disord. 2002; 12:897-904.

4. Udd B. 165th ENMC International Workshop: Distal myopathies 6-8 February 2009
in Naarden, the Netherlands. Neuromuscul Disord. 2009; 19:429-438.

5. Udd B. Distal myopathies.Curr Neurol Neurosci Rep. 2014;14(3):434. doi:
10.1007/s11910-013-0434-4

AJITOPUTMH 32 pexaduauTanus Ha 3200/11BaAHETO

len Ha pexaOUIUTAIIMOHHUTE MEPONPHUATHSA- J1a C€ MaKCUMaiau3upa (QyHKIHOHAIHUAT
KallaluTeT, /1a ce YABDKY WIN MOIbpKa HE3aBUCUMO (DYHKIIMOHUpPAHE U MOJIBUKHOCT, J1a ce
MPEeIOTBPATH WM TMOJATUCHE PA3BUTUETO Ha JePOPMUTETH U CHPIEYHO-0es10apoOHU
HapyLEeH!s U Jia C€ OCUTYPHU JAOCTHII 32 IBJIHO MHTETPUPAHE B OOIIECTBOTO € JOOPO KayeCTBO
Ha XUBOT. JledueHnero e Haii-100pe Ja ce M3BbBpIIBA OT €KUI OT JieKapH, (pU3HOTEPaIeBTH,
paOOTHH TEepameBTH, JIOTONEAU, COUMAIHU PAOOTHHUIM, MCUXOJ03M M Jpyru. JledeHuero e
LIJIEHACOYEHO ¥ MHOTOCTPaHHO.

[IperopbuBaT ce aepoOHM M CWIOBH yhnpaxHeHus. [lopaan MyCKymHOTO 3acsraHe
CHILIECTBYBa PUCK OT 3aCHUJIBAHE HA YBPEXKJAAHETO HA MYCKYJIUTE W MHUOTJIIOOMHYpHS TPHU
CylIpaMaKCUMAaJIHU HHTEH3UBHHU yNIPaKHEHHUS.

B T.u. HAay4YHHU I[yﬁ.]'ll/[l(all]/l]/l 0T MmocJIEAHUTE II€T TOAUMHHM M IIPUJTOKEHA
ondanorpagcka cnpaBka
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HeoOxoquMu jeilHOCTH 32 mnpodmiiakTHKa Ha 3a00/siBaHeTO0 (AKO TaKuBa ca
NPHJI0KHMH)

Ha 3acernarute OOJIHM C JUCTAJHA MHOINATHH CE€ OCUTYpsBa T'€HETHYHO KOHCYJTHpPAHE,
pa3sCHSABAIO HAYMHA HA MPEJIaBaHe Ha 3a00JIIBAHETO M PUCKA 3a MPEIaBaHE B CICIBAIIUTE
nokoJieHus. CyCIIeKTHUTE POJICTBEHUIY IIPEMUHABAT KJIMHUYCH ITPErjie]l U IPH ChbMHEHHUE, Ye
ca 3acerHaTH C€ HAcoYBaT 3a MOCIEABAIIO T€HETHYHO H3clieBaHe. Ha poaurenure Ha
OOJHHTE Jiela ce Pa3sCHABAT Bb3MOXKHOCTUTE 3a MPEHaTallHA JUArHOCTHKA 33 MPOQHIaKTHKA
Ha 3a00JIIBaHETO.

B T.4. HayyHu nyO0JMKAIMH OT MOCJAeJHHTe MeT TOAMHH M NPHJI0KEeHA
onbdanorpagcka cnpaBka
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IIpensioxkenusi 3a oOpraHu3anusi HA MEIUIMHCKOTO 00CJIY:KBaHe HA NMALMEHTHTE W 3a
(¢uHaHCUpaHe HA CHOTBETHHUTE JeWHOCTH, CbOOpa3eHH C JelicTBalIaTa B CTpPaHaTa
HOpMATHBHA ypenoda

B B’LJ’IFapI/ISI JAUAardoCTuKaTra M IIPOCIICAABAHCTO Ha OUJIHHUTE C JUCTAJIHM MHOIIaTHM CC
OCBIICCTBABA II0 KJIIMHHWYHA ITBTCKA. I'enetnunara JUAarHoCThuKa Ha HAKOH OT q)OpMI/ITe €
BB3MOXXHA 6naronapeHI/Ie Ha HAYYHH IIPOCKTU U MCIKAYHAPOJAHO ChbTPYAHHUICCTBO.

OnucaHue HA ONMUTA ¢ KOHKPETHH MAIMEHTH ChC CHOTBETHOTO PSAAKO 3a0oisiBaHe (aKo
HMa TAKBB)

B boarapust 1o T0o3u MOMEHT ca quarHoctuipanu 56 6omau ¢ GNE muonatus, 1 nanueHTka
¢ Tubuanna myckymnHa atpodus, 1 marmuent ¢ Muonarus + 6osnectra Ha Paget u nemenus u
1 marmenTKa ¢ AucayHa Muonartus tun Tun Miyoshi.

ExxerogHo mNalMeHTUTe ¢ MPOrPEeCUBHM MYCKYJIHHM JUCTPOPHHM C€ XOCIHUTATU3UpPaT B
Knunukara no Hepsau 6osiect, YMBAIJI ,,AnekcanapoBcka’ 3a KOHTPOJIHU M3CIUABAHUS U
OLIEHKa Ha He00X0AMMOCTTa OT CUMITOMATHYHO JIEYEHHUE.

. Ouenka Ha MyckynHoto 3acsrane: Medical Research Council (MRC) ckama 3a
MaHyaJTHO MYCKYJIHO TECTYBaHE c€ M3I0J13Ba Hal-mupoko. TecThT 3a 6 MUHYTHO XOjeHe (6-
minute walk test) u TectbT 3a 10-mMeTpoBo xoaeHe (10 meter walk test) ce n3mon3BaT MUPOKO
IIpe3 MOCIEIHNUTE TOAUHH.

. ITKK, OMOXMMUYHH U3CIIEIBAHUSA

. Enexrpokapnuorpapuute (EKI'), xonrep EKI' u Exoxapauorpadpuure (ExoKI) ca
BaKEH €JIEMEHT OT IPOCIESBaHETO Ha MAlMEeHTH C JUCTPO(UHONATUU C BH3MOYKHOCT 3a
rocJieiBalla CMMITOMAaTUYHA Tepanusl.

. OYHKIMOHATHO HW3cleABaHe Ha aAumaneto. [lpum manueHTHTe Ce u3cienBar
®opcupan Buranen Kanauurer (OBK) u ®opcupan Excimpatopen Obem (PEO1).
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