NHOOPMALIMS 3A:

HaumeHnoBanue Ha 3200, 19BaHeTO

[IporpecuBHUM MYCKYJIHU AUCTPO(UU TUI NOsSIC-KPAHHUK

OnpeneseHue Ha 3a00/19IBaAaHETO

Onpeodenenue. llporpecuBHUTe MYCKYJIHM aucTpodun nosic-kpaidHuk  (ITKMJI)
NPEJCTaBISIBAT KIMHUYHO M T€HETUYHO XEeTeporeHHa rpymna oT 3a0oisiBaHUSI ¢ aBTO30MHO-
JOMMHAHTEH M aBTO30MHO-pELECHMBEH TUIl Ha YyHaciensBaHe. (OCHOBHa XapakTepHa
ocobeHoct Ha [IKM/] e, ue ce 3acsirat npeobJaaasalllo NPOKCUMAIHUTE MYCKYJIH.

Enuoemuonocus. bonectnoctra npu [IKMJI e 65 na 1 maH., a 3a6oneBaemoctra 20/1
MIH./1 T.

Knacugurayus. Jlocera ca ycranoBenu 27 paznuunu tuna [IKMJI /8 —¢c AJlu 19 —c AP
yHacneasBaHe/. Penuiia gpamMuiiiu ¢ aBTO30MHO-pPELIECUBEH M aBTO30MHO-JIOMUHAHTEH THUII
yHacJjie/IIBaHe HE ca CKAY€HU C WU3BECTHUTE JIOKYCH, KOETO MpeJIosara, ye Bce Oule He ca
unaeHTudunpan Bcuuku popmu Ha [TKMJI.

B Hacrosius MOMEHT € oblonpueTa cieaHaTa KIMHUKO-TeHeTHYHa KiacuduKalus Ha
[NKM/I ¢popmute /Tada. 1/:

Tabn. 1. Knacuduxanus na [IKM/I, reHeTHUHM JOKYCH U CBBbP3aHU € TSAX MYCKYJIHU O€ATHLU

ABT030MHO- I'en/JIokyc Bearbk
aomuHanTHu ITKMJ],

IKMJI 1A MYOT /5q31.2 MHUOTHJIVH
IKM/I 1B LMNA/1q22 namuH A/C
IMKM/JI 1C CAV3/3p25.3 KaBEOJIUH 3
IIKM/T 1D DES /2q35 JE€3MUH
[NKM/I 1E DNAJB6/7q 6.3 DNAIJB6
[NKM/] 1F 7q32.1-q32.2 ?

INKM/I 1G 4q21 ?

IKM/] 1H 3p25.1-p23 ?
ABTO30MHO-penecuBHn | Jlokyc bearbk
MNKM/J

[IKM/I 2A CAPN3/15q15.1 KaJnauH 3
[NIKM/] 2B DYSF/2p13.2 nucheprinH
IMKM/] 2C SGCG/13q12.12 rama-CcapKOTJIMKaH




I[MIKM/ 2D SGCA/17921.33 an(ha-capKOrIMKaH

I[MIKM/] 2E SGCB/4q12 OeTa-capKOTJIMKaH

I[IKM/I 2F SGCD/5q33.3 JIeNTa-CapKOTJIMKaH

IMIKM/T 2G TCAP/17q12 TEJIIETOHUH

I[MKM/I 2H TRIM32/9g33.1 TRIM32

IMKM/T 21 FKRP/19q13.32 FKRP

I[MKM/ 2J TTN/2g31.2 TUTHH

IMKM/JI 2K POMT1/9934.13 O-manozuntpancdepasza-1

IMKM/T 2L ANO5/ 11p14.3 AHOKTaMUH 5

I[MKM/1 2M FKTN/ 9qg31.2 OykyTHH

IIKM/I 2N POMT2/ 14924.3 O-manosuntpanchepasza-2

I[MIKM/I 20 POMGNT1/ 1p34.1 O-cBpp3ana  mano3o  P1,2-N-
alleTHIITIIIOK030aMUHOTpaHcdhepasa

ITKM/T 2P DAG1/3p21 Juctporaukad 1

IIKM/1 2Q PLEC /8g24.3 ITnexTun

KM/ 2R DES/2qg35 Je3mun

I[MKM/T 2S TRAPPC11/ 4g35.1 TRAPPC11

Emuonocus. Pazmuunute Qopmu ce audepeHHupaT upe3 MNpOydBAaHE Ha OTACTHHUTE
KOMIIOHEHTH Ha JucTpoduH-TIukonpoTenHoBus komiuiekc. [IKMJ[ ce mnpuuumHsABaT ot
MyTalllu{ B Pa3IMuHU T€HU, KOAUPAIIU PA3TMYHU MYCKYJIHH OCNTHIH.

Ilamoeenezama e paznuuna npu paznuuaute [IKMJI: abHopMeH MeMOpaHEeH HHTETPUTET
(capkornukanu); aOHOPMHU MeMOpaHHa penapanus (aucdepivH); nedeKTHA TITHKOCHIIAINS
Ha O-TUCTPOTIMKaHA; aOHOPMHA OJMMEpHU3alldsi HAa KAaBEOJIWHU U TIXHOTO aKyMYJIHpaHE B
amapata Ha Golgi (kaBeonuH); zaryba Ha MPOTEOJUTHYHA AKTHBHOCT, aOHOpMHA SApEHA
aronro3a (kaimawH 3); aOHOpPMEH CcapKOMepeH MeXaHW3bM Ha Z-IWHUATA (TEeNeTOHHH,
MUOTWINH, punamuH C); aOHOPMEH capKOMEpeH MEXaHU3bM (TUTHUH).

Knunuuna xapmuna. CrplecTBYBaT MIMPOKU BapUAIlMU B KJIMHUYHOTO MPOTHYAHE HA
oTnenHuTe PopMH, €THU OT KOUTO MPOTHYAT MOYTH OE3CUMIITOMHO, a IPYTH BOJAT 10 TE€XKKA
U paHHa WHBaMaM3auus. B bwiarapus ot moceramHuTe NpoOy4YBaHHsS KaTO HAW-4ECTU CE
oueptaBat Tpu ¢popmu Ha [TIKMJI: TIKM/J] 2A, TIKM/] 2C u IIKM/I 2G

Yerupunudpen koa Ha 3a60s1BaHeT0 10 MKbB-10 (ak0 TAaKBB € HAJIMYEH)

G71.0

Kon na 3a6o0asBanero no Orpha code

ORPHA102014/ORPHA102015

EnunieMnos10ornyiu 1aHHu 3a 3a00siBaHeTo B Peny0umka bbarapus

Bbonecrnoctra mpu [IKM/] e 65 Ha 1 miuH., a 3a6oneBaemoctta 20/1 mnH./1 1. B bbarapus ot
JIOCETalllHUTE MPOYYBaHUs KaTo Hail-uectu ce odeprtaBaT Tpu popmu Ha [IKM/I: [IKM/] 2A
(24 manumenta), [IKMJ] 2C (52 6omun) u [TIKMJ] 2G (12 601HM)

B T.u. HAay4YHHU I[yﬁ.]'ll/[l(alll/ll/l 0T MOCJICAHUTE IIET TOAHMHM M IIPUJIOKEHA
ondanorpagcka cnpaBka

Tepae M. KnnHMKO- T€HETMYHO M €NUIAEMHUOJIOTMYHO NMPOYYBAHE HA IIECT HOBOOTKPHUTH




HACJICICTBEHH HEBPOMYCKYJIHHM 3a0oiisiBaHus cpelq pomure B bbarapus. JlokTopcka
muceprarusi, Codust, 2000.

EnuaemMuosioruynm JaHHu 3a 3a00/s1BaHeTo B EBponeiickus ¢b103

Bonectaoctra npu IIKM/J] e 65 Ha 1 miH., a 3aboneBaemoctta 20/1 muH./1 T.

B T.4. HayyHu nyO0JMKAlUH OT MOCJAeJHHTe MeT TOJMHH M NPHJI0KEeHA
onbdaunorpagcka cnpaBka

1. Merlini L, Kaplan JC, Navarro C, et al. The limb-girdle muscular dystrophy 2C in
Gypsies. Acta Myol 2001;20: 188-191.

2. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M,
Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development
Subcommittee of the American Academy of Neurology; Practice Issues Review Panel of the
American Association of Neuromuscular & Electrodiagnostic Medicine. Evidence-based
guideline summary: diagnosis and treatment of limb-girdle and distal dystrophies: report of
the guideline development subcommittee of the American Academy of Neurology and the
practice issues review panel of the American Association of Neuromuscular &
Electrodiagnostic Medicine. Neurology. 2014.14;83(16):1453-63.

3. Todorova A, Tournev I, Ninova N, Georgieva V, Kremensky I. Screening for C283Y
gamma-sarcoglycan mutation in a high-risk group of Bulgarian Gypsies: evidence for a
geographical localization and a non-random distribution among Gypsy subgroups.
Community Genet 2002;5:217-221.

OuneHka Ha CHLOTBETCTBHETO Ha 3a00/IsIBAaHETO C Je(PUHHLMSATA 32 PSAAKO 3a00JisIBaHE
cbryiacHo § 1, T. 42 0T JONBJIHUTETHUTE pa3nopeadn Ha 3aKoHA 3a 31PaBeTo

3a00J1BaHETO OTrOBapsl Ha KPUTEPHUUTE 3a psijiKa O0JIeCT.

Kpurepun 3a nmarnocTunupane Ha 3a00/1IBaHETO

JIMarHoCTUYHHU KPUTEPUU:

1. [IbpBOHAUYamHO ce 3acAraT MYCKyJIUTe Ha Ta30BUS W/MIM pPAMEHHUS TIOSC.
[IceBoxumepTpodusara € decT NMpU3HAK, HO CHIIECTBYBAT 3HAYMTEIHH BapHALUU TI0
OTHOLIEHUE HA TO3U IIPU3HAK.

2. IIppBOHAYANIHO 3acsraHe Ha JUCTAJHMTE, JIMLEBUTE WIM BBHIIHUTE OYHH MYCKYJIU
Ipearnonara aJiTepHaTUBHA MarHo3a, Makap 4€ T€3W MYCKYJIHHU Tpylld MOraTr Ja ce
3acerHaT Mno-KbCHO B X0/1a Ha 3a00JIIBaHETO.

3. Morar ga 3amouHaT BbB BCSKa €/1HA BB3PACT - IPU peLeCUBHUTE (GOPMH HAYAJIOTO €
M0-PaHHO, a MPHU JTOMUHAHTHUTE - 10-KBCHO.
4. [Tporpecusita Ha mNoOsAC-KpalHUK MYCKYJIHUTE IUCTpouM Bapupa 3HAYUTEIHO OT

MHOT0 OBbp3a 10 MHOTO OaBHa.

VYHacnensaBar ce 1o aBTO30MHO-PELIECUBEH WIHA aBTO30MHO-JAOMUHAHTEH HAYMH.

6. K®K e cunHo nosuiieHa npu perecuBaute ¢popmu (ot 25 1o 100 mbTH) U HOpMaIHA

WJIY JIEKO MOBUIIEHA (0 6 IBTH) MPHU TOMUHAHTHUTE (POPMHU.

EMI" nanHu 3a MUOTE€HHU POMEHHU

KAT n MPT nannu 3a npeAWJIEKIIONHHO 3acATraHe Ha Pa3jIM4HU MYCKYJIHHU IPyIU

9. MMyHOXMCTOXMMHYHOTO M3CJIEIBaHE YCTAaHOBsIBA Ne(DULUT Ha MYCKYyJeH OENTHK OT
JUCTPO(UH-ACOLIMUPAHUS TJIMKOMPOTEMHOB KOMIUIEKC: CApKOTJIMKAaHU, AUCHEpIIuH,
TEJICTOHWH, KOJITNIEHH 3, KaBEOJIMH U Ap.

10. MounekynsipHO-TeHETUUHUSAT aHaJIu3 OTKPUBA MYTallMM B CbOTBETHUTETEHH U JIOKYCH.
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B T.4. HaydyHum ny0JuMKalUM OT TNOCJEeJIHUTEe MeT TOAUHH H TPHWIOKEHA
Oubauorpadcka cnpaBka

1. Merlini L, Kaplan JC, Navarro C, et al. The limb-girdle muscular dystrophy 2C in
Gypsies. Acta Myol 2001;20: 188-191.
2. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M,




3.

Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development
Subcommittee of the American Academy of Neurology; Practice Issues Review Panel
of the American Association of Neuromuscular & Electrodiagnostic Medicine.
Evidence-based guideline summary: diagnosis and treatment of limb-girdle and distal
dystrophies: report of the guideline development subcommittee of the American
Academy of Neurology and the practice issues review panel of the American
Association of Neuromuscular & Electrodiagnostic Medicine. Neurology.
2014.14;83(16):1453-63.

Todorova A, Tournev I, Ninova N, Georgieva V, Kremensky I. Screening for C283Y
gamma-sarcoglycan mutation in a high-risk group of Bulgarian Gypsies: evidence for
a geographical localization and a non-random distribution among Gypsy subgroups.
Community Genet 2002;5:217-221.

AJITOPUTMHU 32 IMATHOCTHLMPaHe Ha 3200JI9BAHETO

JIMarHOCTUYHU KPUTEPUHU:

1.

o

® ~

10.

[IbpBOHAayamHO ce 3acAraT MYCKYJIMTE€ Ha Ta30BMS MW/WIM paMEHHHUs IOsIC.
[IceBoxumepTpodusara € decT MpU3HAK, HO CHIIECTBYBAT 3HAYMTEIHH BapHALUHU TI0
OTHOILIEHHE Ha TO3U NPHU3HAK.

[IbppBOHAYaNHO 3acsiraHe Ha JWUCTAJHUTE, JIMLIEBUTE WU BBHIIHUTE OYHU MYCKYJIHU
npejrnonara alTepHaTUBHA AMAarHO3a, Makap 4e Te3W MYCKYJIHM TPyIU MoOraT Ja ce
3acerHar 1o-KbCHO B X0/ia Ha 3a00JIIBaHETO.

Morar ga 3amouHaT BbB BCSIKa €/1HA Bb3PACT - IPU peLieCUBHUTE (HOPMH HAYaJIOTO €
[10-PaHHO, a NPU JTOMUHAHTHUTE - 10-KBCHO.

[Iporpecusita Ha mNOAC-KpaHUK MYCKYJIHUTE IUCTpo(UM Bapupa 3HAYUTEIHO OT
MHOT0 Obp3a 10 MHOTO OaBHA.

VYHacnensBaT ce 10 aBTO30MHO-PELECUBEH WM aBTO30MHO-IOMUHAHTEH HauuH.

K®K e cunHo moBumieHa npu perecuBaute Gopmu (ot 25 1o 100 mbTH) 1 HOpMaIHA
WJIY JIEKO MOBUIIEHA (10 6 IbTH) IPU JOMUHAHTHUTE (hopMu.

EMI" nanHu 3a MUOT€HHU IPOMEHU

KAT u MPT nannu 3a npeinseKIOMHHO 3acsiraHe Ha pa3IMuyHU MYCKYJIHH FPYIH
MMyHOXHCTOXMMHYHOTO M3CJIE€IBAaHE YCTAaHOBSBA Ne(QUINUT HAa MYCKYJIEH OENTBHK OT
JUCTPO(UH-ACOLMUPAHUS TJIMKOMPOTEHHOB KOMIUIEKC: CapKOIJIMKaHHU, IUCHEpIINH,
TEJIETOHUH, KOJIEHH 3, KaBEOJIUH U JIp.

MonekynsipHO-T€HETUUHUSAT aHAJIN3 OTKPUBA MyTallil B CbOTBETHUTETCHH U JIOKYCH.

B T.4u. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TOAMHH W NPHJIOKEHA
oudamorpadcka cnpaBka

1. Bushby KM. Diagnostic criteria for the limb-girdle muscular dystrophies: report of
the ENMC Consortium on Limb- Girdle Dystrophies. Neuromuscul Disord
1995;5:71-74.

2. Bushby KM, Beckmann JS. The limb-girdle muscular dystrophies: proposal for a
new nomenclature. Neuromuscul Disord 1995;5:337-343.

3. Merlini L, Kaplan JC, Navarro C, et al. The limb-girdle muscular dystrophy 2C in
Gypsies. Acta Myol 2001;20: 188-191.

4. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund
M, Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline
Development Subcommittee of the American Academy of Neurology; Practice
Issues Review Panel of the American Association of Neuromuscular &
Electrodiagnostic Medicine. Evidence-based guideline summary: diagnosis and
treatment of limb-girdle and distal dystrophies: report of the guideline
development subcommittee of the American Academy of Neurology and the




practice issues review panel of the American Association of Neuromuscular &
Electrodiagnostic Medicine. Neurology. 2014.14;83(16):1453-63.

5. Todorova A, Tournev I, Ninova N, Georgieva V, Kremensky I. Screening for
C283Y gamma-sarcoglycan mutation in a high-risk group of Bulgarian Gypsies:
evidence for a geographical localization and a non-random distribution among
Gypsy subgroups. Community Genet 2002;5:217-221.

6. Spengos K, Walter MC, Dekomien G, Papadopoulos K, Lochmiiller H, Manta P.
C283Y mutation in the gammasarcoglycan gene in Greek Gypsies with severe
limb girdle muscular dystrophy. Eur J Neurol 2010;17:e41-e42.

7. Godfrey C, Clement E, Mein R, et al. Refining genotype phenotype correlations in
muscular dystrophies with defective glycosylation of dystroglycan. Brain
2007;130: 2725-2735.

AJITOPUTMH 32 JieyeHHue Ha 3200/19BaHEeTO

II.1. MeaukaMeHTO3Ha Tepanus —IeueHUe Ha KapJUOMHUONIATHITA.

I1.2. ®uznorepanus U pexadUIUTALIHSL

Len Ha pexaOMINTALMOHHUTE MEPONPUATHSA- J1a C€ MaKCUManu3upa (YyHKIUOHATHUST
KaIaluTeT, 1a Ce yIBJDKU WIH MOIbPKa HE3aBUCUMO (YHKITMOHHPAHE M IMOABUKHOCT, J1a Ce
MPEAOTBPAaTH WM TIOATHCHE PAa3BUTHETO Ha JACPOPMHUTETH W ChPACUYHO-O0EIO0IPOOHU
HapYIICHHS | J]a CE OCUTYPH JIOCTBHIT 32 ITBJIHO HHTETPUPAHE B OOIIECTBOTO ¢ T0OPO KauecTBO
Ha KHUBOT. JleyeHueTo € Hail-mo0pe J1a ce M3BBPIIBA OT €KHUIl OT JieKapu, (PU3HOTEpaneBTH,
paboOTHU TepareBTH, JOTOIEIN, COLUATHH PAa0OTHUIM, TICUXOJIO3U U NpYrH. JledeHuero e
LIEJICHACOYCHO U MHOTOCTPAHHO.

I1.3. OpTe3nu cpencTBa- MIMHU, KOJAHU, KOPCETHU, OPTONIETUIHUA OOYBKU
I1.4. OpTonenuynu KOPEKIMU HA XOIUIaTa
IL.5. Jleuenne Ha COMATUYHUTE YCIOKHEHUS U MPU HEOOXOIUMOCT — UHTCH3UBHA TEparus.

HaBpeMeHHa JUarHoCTUKa Ha JuXaTciIHaTa c1aboCcT M JeUeHHE C HEWHBAa3WBHA WIIH
HMHBa3MBHA BCHTUJIAIlUA.

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

Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M, Barohn
RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development Subcommittee of
the American Academy of Neurology; Practice Issues Review Panel of the American
Association of Neuromuscular & Electrodiagnostic Medicine. Evidence-based guideline
summary: diagnosis and treatment of limb-girdle and distal dystrophies: report of the
guideline development subcommittee of the American Academy of Neurology and the
practice issues review panel of the American Association of Neuromuscular &
Electrodiagnostic Medicine. Neurology. 2014.14;83(16):1453-63.

AJITOPUTMH 32 NpocjelsiBaHe Ha 3200/1BAHETO

Ha manuvenTture ce mpenopbpyBa €XErogHO MIPOCIEASBAHE C W3CICABAHE HA CHPACYHU U
JUXaTeTHU PyHKIUU.

B T.4. HaydyHum ny0JuMKalUM OT TNOCJEeJIHUTEe MeT TOAUHH H TPHWIOKEHA
Oubauorpadcka cnpaBka

1. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M,
Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development
Subcommittee of the American Academy of Neurology; Practice Issues Review Panel of the




American Association of Neuromuscular & Electrodiagnostic Medicine. Evidence-based
guideline summary: diagnosis and treatment of limb-girdle and distal dystrophies: report of
the guideline development subcommittee of the American Academy of Neurology and the
practice issues review panel of the American Association of Neuromuscular &
Electrodiagnostic Medicine. Neurology. 2014.14;83(16):1453-63

2. Siciliano G, Simoncini C, Giannotti S, Zampa V, Angelini C, Ricci G. Muscle
exercise in limb girdle muscular dystrophies: pitfall and advantages. Acta Myol. 2015
May;34(1):3-8.

3. Sveen ML, Jeppesen TD, Hauerslev S, et al. Endurance training: Aneffective and safe
treatment for patients with LGMD?2I. Neurology 2007;68:59-61.
4. Sveen ML, Andersen SP, Ingelsrud LH, et al. Resistance training in patients with

limb-girdle and becker muscular dystrophies. Muscle Nerve 2013;47:163-9.
Vissing CR, Preisler N, Husu E, et al. Aerobic training in patients with anoctamin 5 myopathy
and hyperckemia. Muscle Nerve 2014;50:119-23.

AJITOPUTMH 32 pexaduauTainus Ha 3a00/1IBaAHETO

Len na pexaOWIMTAIIMOHHUTE MEPOIPHATHSA- Ja C€ MaKCUMaM3upa (yHKIHMOHATHHSIT
KallaluTeT, /1a Ce YABDKY WIN NOAbpKa HE3aBUCUMO (DYHKIIMOHUpPAHE U MOABHKHOCT, J1a Ce
MPEeIOTBPATH WM MOJATUCHE PA3BUTUETO Ha Je(POPMUTETH U ChPIAECYHO-0es10ApOoOHU
HapyILEHHs U Jja € OCUTYPHU JOCTHII 32 II'BJIHO UHTErpUpaHe B OOIIECTBOTO C JOOPO KaueCTBO
Ha XUBOT. JledueHuero e Hali-100pe Ja ce M3BbpIIBA OT €KUI OT JieKapH, (pU3HOTEpaIeBTH,
paOOTHU TEepaneBTH, JOTONEAU, COLMAIHU PAOOTHHULM, NMCUXOJI03M U JIpyru. JleyeHuero e
L[EJIEHACOYEHO ¥ MHOT'OCTPaHHO.

IIpenopbuBaT ce aepoOHM M CWIOBM ynpaxHeHus. Ilopaau MycKymHOTO 3acsAraHe
CBILECTBYBAa PUCK OT 3aCUJIBAHE HAa YBPEXKJAHETO HA MYCKYJIUTE U MHUOTJIIOOMHYpHS INPHU
CyIpaMaKCUMaJIHU MHTEH3UBHU YIPA)KHEHUSI.

B T.4. HaydyHuM nyOJUMKANUM OT TMOCJHEeIHUTE MeT TOAUHH H TPUWJIOKEHA
Oubauorpadcka cnpaBka

1. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M,
Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development
Subcommittee of the American Academy of Neurology; Practice Issues Review Panel
of the American Association of Neuromuscular & Electrodiagnostic Medicine.
Evidence-based guideline summary: diagnosis and treatment of limb-girdle and distal
dystrophies: report of the guideline development subcommittee of the American
Academy of Neurology and the practice issues review panel of the American
Association of Neuromuscular & Electrodiagnostic Medicine. Neurology.
2014.14;83(16):1453-63

2. Siciliano G, Simoncini C, Giannotti S, Zampa V, Angelini C, Ricci G. Muscle
exercise in limb girdle muscular dystrophies: pitfall and advantages. Acta Myol. 2015
May;34(1):3-8.

3. Sveen ML, Jeppesen TD, Hauerslev S, et al. Endurance training: Aneffective and safe
treatment for patients with LGMD2I. Neurology 2007;68:59-61.

4. Sveen ML, Andersen SP, Ingelsrud LH, et al. Resistance training in patients with
limb-girdle and becker muscular dystrophies. Muscle Nerve 2013;47:163-9.

5. Vissing CR, Preisler N, Husu E, et al. Aerobic training in patients with anoctamin 5
myopathy and hyperckemia. Muscle Nerve 2014;50:119-23.

HeoOxoauMu geifHOocTH 32 MNPOPHMIAKTHKA Ha 3200JiBaHETO (AKO TakMBa ca
NPHJI0KHMH)

Ha 3acernarure OOJIHM C MPOTPECHBHM MYCKYJIHHM JIUCTPO(UU CE€ OCUTypsiBa T€HETHYHO
KOHCYJITUPaHe, pa3sCHABAILO HaYMHA Ha npenaBaHe Ha 6osiectra. CyCeKTHUTE POICTBEHHUIIN
IIPEMUHABAT KJIMHWYEH IIpEeryie] M NpPH CBMHEHHME, Y€ Ca 3acerHaTh ce€ Haco4BaT 3a




MOCJIeIBAIl0 TEHETHYHO u3cienBane. Ha pomurenure Ha OOMHUTE Jema cCe pas3siCHABAT
BB3MOXXHOCTHUTE 3a MPEHATAIHA AUATHOCTHKA 32 MPOQIIAKTHKA HA 3a00JIIBAHETO.

B T.4. HayyHu nyO0JMKAlMH OT MOCJAeJHMTe MeT TOAMHH M NPHJI0KEeHA
onbdanorpagcka cnpaBka

1. Bushby KM. Diagnostic criteria for the limb-girdle muscular dystrophies: report of the
ENMC Consortium on Limb- Girdle Dystrophies. Neuromuscul Disord 1995;5:71-74.

2. Bushby KM, Beckmann JS. The limb-girdle muscular dystrophies: proposal for a new
nomenclature. Neuromuscul Disord 1995;5:337-343.

3. Merlini L, Kaplan JC, Navarro C, et al. The limb-girdle muscular dystrophy 2C in
Gypsies. Acta Myol 2001;20: 188-191.

4. Narayanaswami P, Weiss M, Selcen D, David W, Raynor E, Carter G, Wicklund M,
Barohn RJ, Ensrud E, Griggs RC, Gronseth G, Amato AA; Guideline Development
Subcommittee of the American Academy of Neurology; Practice Issues Review Panel
of the American Association of Neuromuscular & Electrodiagnostic Medicine.
Evidence-based guideline summary: diagnosis and treatment of limb-girdle and distal
dystrophies: report of the guideline development subcommittee of the American
Academy of Neurology and the practice issues review panel of the American
Association of Neuromuscular & Electrodiagnostic Medicine.  Neurology.
2014.14;83(16):1453-63.

5. Todorova A, Tournev I, Ninova N, Georgieva V, Kremensky |. Screening for C283Y
gamma-sarcoglycan mutation in a high-risk group of Bulgarian Gypsies: evidence for
a geographical localization and a non-random distribution among Gypsy subgroups.
Community Genet 2002;5:217-221.
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IIpennoxkennss 3a opraHu3auMs HA MeJIMUIMHCKOTO 00CJIYy;KBaHe Ha NMAalMEHTHTe M 3a
(puHaHCHMpaHe Ha CBOTBETHHTE JCHHOCTH, CHOOpa3eHW ¢ JeilicTBaIaTa B CTPaHATa
HOpMATHBHA ypenbda

Ha Tto3u eran AUAarHoCTUuKara, rnmpocjacasiBaHCTO U JICUCHUCTO Ha TC3U OOJIHM ce OCBhIICCTBABA
10 KJIMHHUYHAa II'bTCKA. H€06XOI[I/IMO € MCXKAYHAPOAHO CHTPYAHUUYCCTBO B JUArHOCTHKATa Ha
TC3U PCIAKU 3a00/11BaHHUsL.

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

ExxeronHo mnanmueHTHTE C NPOrPECUBHU MYCKYJIHH JUCTPOPUU C€ XOCIUTAIM3UPAT B
Knunukara no Hepsau 6osectn, YMBAIJI ,,AnekcanapoBcka’” 3a KOHTPOJIHU M3CIUIBAHUS U
OlLlIEHKa Ha He0OXOJUMOCTTa OT CUMITOMATUYHO JIEYEHHE.

. Onenka Ha MmyckynHoTo 3acsrane: Medical Research Council (MRC) ckama 3a
MaHyaJTHO MYCKYJIHO TECTYBaHE C€ M3I10JI3Ba Hal-mKpoko. TecThT 3a 6 MUHYTHO XOjeHe (6-
minute walk test) u TectbT 32 10-MeTpoBo x0oaeHe (10 meter walk test) ce U3MoI3BaT MIMPOKO
pe3 MOCIeIHUTE TOAUHU.

. ITKK, OMOXUMHUYHH U3CIIEABAHUA

. Enexrpoxapnuorpapuute (EKID), xontep EKI' u Exokapauorpaduure (ExoKI') ca
BaXECH €JEMEHT OT IMPOCJIEASIBAHETO HA MAIMEHTU C JUCTPO(UHONATHH C BB3MOXKHOCT 3a
rocJieiBaila CUMITOMAaTUYHA Teparnusl.

. OyHKIMOHATHO M3ClieiBaHE Ha aumiaHero.  I[lpu mamueHTuTe ce  uU3cienBaT
®opcupan Buranen Kananurer (PBK) u ®@opcupan Excriuparopen Ob6em (DOEOI1). Tesu




MoKa3aTel HE ca YyBCTBUTCIHH B HAYAIHUTE CTaauM Ha 3a00JsBaHETO, THH KaTo
peaykuusita UM ce HaOJro/laBa clie]] HaMajlsiBaHE Ha MYCKyJHara cuia ¢ nmosede oT 50%.
Burtannust kanamurer (BK) e BakeH mnpemukrop 3a IHEBHA M HOIIHA XHUIICPKAITHHSL.
OnpenensaT ce KHCIOpOJHATA caTypalus W TaplIUATHATEe HAIATaHWS Ha KHCIOpoda |
BBIJICPOJIHUS TMOKCHU]] B KPBBTA B OYIHOCT ¥ 1O BPeMe Ha ChH, YAUTO NPOMEHH Ca B TACHA
KOpeJamus ¢ MPOMEHHUTE Ha QYHKIIMOHATHUTE TTOKA3aTEIH.
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