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KakBo cTtaBa ¢ nHpopmaumaTa,
npepocraBeHa ot naumeHTuTe ¢ GNE

MuonarTua?

CbbpaHuTe aHOHMMHK JaHHM We O6baaT OOCTbMHM Ha
MeauuMHCKaTa 1 u3cnegoBaTencka o6LLHOCT, Ha
nauueHTUTe, TEXHUTE CEMENCTBA U OpraHu3aLum nog 3a noseye BbLNPOCK OTHOCHO lporpamara 3a
cdopmMaTa Ha Hay4yeH JOKYMEHT Unu aoknag, cnen HabnoaeHne Ha nauueHT ¢ GNE muonaTtus
onobpeHue ot PbkoBoaHUs koMuTeT 1 KomucnaTa no (GNEM-DMP), mons, noceTeTe:

eTvka. OyakBa ce Tasu MHopMaLUa aa Aage no-AcHa

npeactaBa 3a 6onecTTa, a ToBa Liie MOMOrHe 3a
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3awo TpAdGBa Aa ce 3anuwa?

3apagm Bac - 3apagu Bawwus 3apaam 3apaam ceeTta
nayueHTbT nekap pa3paboTBaHeTO
Ha ne4yeHue &
5 «!n 4 ..E, 0| Mporpama 3a Ha6noAeHWe Ha NaLMUEHTH C
3a fa NomorHe 3a 3a ganomorHeTe  3afa momorHeTe Ha  3a Ja nomorHeTte Aa 3 G NE munonaTtma (G NEM-DM P)
npocriefsiBaHe Ha  Ha lekapuTe fo-  MacrieoBaTenuTe no- ce nono6pun E
BaweTo 3gpase nobpe aa 6bp30 Aa NpoeKTMpaT  CTaHAapTbT Ha
OPMEHTMPAT M KIMHWYHM U3NUTBAHWS  JleYeHMe 3a BCUUKM PeI'VICpr 1 MPOyYBaHe 3a NPOrHo3mpaHe u
nognomarat (v pa HabupaT xopa ¢ GNE .
3a faumarte AOCTbN  pasbupaHeTo Ha y4acTHULM B TAX) MuonaTus 3a BPb3Ka C HaC: Ha6m0,quv1e Ha pa3BUTUETO Ha 60ﬂeCTTa, KaKTO U 3a
A0 Aoknaawu, nauueHTuTe 3a d G N E
—— GNE myonarvea HIBM@treat-nmd.eu OLleHKa Ha naLneHTn ¢ MuonaTus unu
AuHauvikara Ha 3a pa ce paspaboraT HacneacTBeEHa MMOMATUSA C TenLua Ha BKIoYBaHe
3abonaBaHeTo noTeHunanHu nevyeHmsa

(HIBM)
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KakBo npeacraBnsaBa GNE muonaTtuna?

GNE munonartus, owe nsBecTtHa KaTto HacneacrtBeHa
MuonaTus ¢ Tenua Ha BkitouBaHe (Hereditary Inclusion
Body Myopathy, HIBM), kBagpuuenc wagsiia muonaTus
(Quadriceps-Sparing Myopathy, QSM), aAucTanHa muonaTusi
¢ obpumueHun Bakyonu (Distal Myopathy with Rimmed
Vacuoles, DMRV), mnonatna tun HoHaka (Nonaka) unm

MuonaTus ¢ Tenua Ha BkntouBaHe (Inclusion Body Myopathy,

IBM) TMn 2 e pAAKoO, TEXKO U 6aBHO Nporpecupailo
reHeTU4YHoO 3abonsBaHe Ha MyCKynuTe, MPUYMHEHO OT
myTaum Ha reHa GNE.

GNE muonatusa (GNEM) Bogu oo otcnabeaHe u 3aryba Ha
MYCKYNuUTE Ha KpakaTa u pbLeTe. [bpBUTE CUMMNTOMM
0OMKHOBEHO Ce NposiBABaT NpU Mnagn Bb3pacTHU (0BGUKHOBEHO
Ha OKONO ABafeceT Unu TpuaeceT rOAMHU), HO MPU HSAKOU
nauvMeHT e HabngaBaHo M NO-KbCHO Havarno. MNbpBoHaYanHo
ce 3abensi3aBa 3a4eCTEHO NpenbBaHe U TPYOHOCTU Npu
n3kayBaHe Ha CTb/bW, Nopaan oTnyckaHe Ha CTbNanoTo
(yBucBaHe Ha nmpefgHaTa YacT Ha CTbnanoTo nopagu cnabocr).

CBbCTOSHMETO Ce BroLwaBa C TeYeHne Ha BpeMeTo 1 Moxe Aa
Josefe o otcnabBaHe Ha rOPHUTE MYCKYNU Ha KpakaTa CbC
3aTpygHEHMS NpU M3KayBaHe Ha CTbNOW nnu n3npaBsHe oT
ceaHaro MNoroXeHne, KakTo U crnabocT Ha MycKynuTe Ha
AnaHuTe u pameHeTe. Bbnpekn ToBa, kBagpuLENCHUTE MYCKyNn
0OMKHOBEHO Ce 3amnasBaTt CUMHU JOPU B KbCHUTE eTanu.
TexecTTa U CKOpOCTTa Ha NPOrpecust ca CUMHO NPOMEHUBN,
[Oopy B paMKuUTe Ha ceMencTBoTo, HO GNE Muonatus 4ecTo
BOAM A0 yBpexaaHe u 3aryba Ha cnocobHOCTTa 3a XOA4EeHe B MNo-
KbCHa Bb3pacT. CbpLeTo, AnxaTenHara MycKkynatypa, roBopbT
1 npernbLaHeTo 0bnKHOBEHO He ca 3acerHatu npu GNE
MuonaTtus.

[pernen Ha YecTo 3acerHatuTe
MYCKYNHW rpynu Npy NaumeHT ¢
aunarHosa 3a GNE muonatusa

KBagpuuencHu
T€ MyCKynu
octaeaT
OTHOCUTENHO
He3acerHaTu

[ucTanHuTe Myckynu,
MyckynuTe B fonHata KaTo Te3u, KoUTo ce
YacT Ha TANoTo

06VKHOBEHO Ca MbpBUTE

3acerHatu

nnaHuTe, 0GUKHOBEHO
ca 3acerHaTu npeam
OPYr MYCKYFHW rpynu

HamMupaTt B CTbnanara n

Kon e aHraxupan?

GNEM-DMP e napTHbopcka nporpama mexay Hrokacbnckus
yHuBepcutet (O6eanHeHOTO KpancTeo) u Ultragenyx
Pharmaceutical Inc. (CALL), npoekTupaHa 3a nogobpsiBaHe Ha
MeAuLUMHCKUTe no3HaHuA 3a GNE muonatus. PbkoBoaHMAT
KOMUTET BKNoYBa ekcneptun no GNE mnonatusa n npeacraButenu
Ha nauMeHTCKa opraHu3auums, 3a Aa ce rapaHTupa, 4ye
NapTHLOPCTBOTO BUHArn AevcTBa B Han-A406bpP MHTepec Ha
naumMeHTUTe. 3a Aa BUAUTE CNMCHK Ha YneHoBeTe Ha PbkoBoaHMA
KOMUTeT, Mons, noceTeTe: www.treat-nmd.eu/gne/patient-
registries/steering-committee

HawwusaT n3crniegoBaTesyiCkm nogxon

3a no-pobpo pa3éupaHe Ha GNE muonartusi, Hue cb3gagoxme
nporpama, KosiTo cb4eTaBa cCboMpaHe Ha AaHHU MO UHTEPHET Ype3
perucTbp U cboupaHe Ha AlaHHU B KINTMHUKA Ype3 NpoyyBaHe Ha
ecTecTBeHaTa uctopusi. ToBa H1 No3BosIsiBa Aa cb6epem MbiHa
MHdopMaLms 3a KNMUHUYHATA U3siBa U Nporpecusita Ha
3abonsaBaHeTo. Ta3u uHpopmaums We 6bae cbbMpaHa B
npoabmkeHUe Ha HAKOSKO FoAUHM.

I'IauweHTcxu opraHusauum m nogkKkpena

Mo-gony Lie HamepuTe CAUCHK Ha HAKOM OT MaLMEHTCKUTE OpraHM3aumnm
1 rpynu 3a nogkpena, kKouto obxeaiat GNE muonatus u myckynHa
anctpodms:

*Neuromuscular Disease Foundation —

*Advancement of Research for Myopathies (CALLY wwww.ndi-hibm.org/

www.hibm.org

Muscular
Dystrophy UK '3

*Muscular Dystrophy U

(O6ennHeHo KpancTBo)
www.musculardystrophyuk.org/

=T
*Associazione Gli Equilibristi HIBM —
(Uranusa) www.gliequilibristi-hibm.org/

*GNE Myopathy International
www.gne-myopathy.org/
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*Distal Muscular Dystrophy Patients
Association - (AnoHus)
www.npopadm.com

') Muscular Dyetrophy iraland

*Tara Talks GNE Myopathy - (CALL) *Muscular Dystrophy Ireland (MDI)
www.taratalksgnemyopathy.blogspot.co.uk/ (Apnanausi) www.mdi.ie/

@ GNEM

GNE Myopathy In Focus
www.gnemyopathy.com

*Tesun opraHu3aLWy NpeCcTaBNsBaT HEMbIIEH CIUCHK Ha OpraHu3aLuy 3a Noakpena Ha nuua ¢
peaku 3a6onsBaHUs U He ca KOHTPONIMpaHW, 0A0GPEHN Unn cBbp3anm ¢ Ultragenyx
Pharmaceutical Inc. CnucbkbT € caMo 3a MHGOPMAaLIMOHHN Lieny 1 He e NpeaHasHadveH aa
3aMeHn MeauLMHCKUTE Npenopbku Ha Balwms 3gpaBeH cneunanuet. 3aganite Ha Bawws nekap
VNN MeauLMHCKa CecTpa BCUYKM BBMPOCH, KOUTO MOXeE Aa UmaTe 3a Balwata Gonect unu nna
Ha neyeHue.

UHTepHeT peructbp 3a naumeHTn ¢ GNE
MuonatTusa

NHTepHeT perncTbpbT 3a NaUMeHTN € HauuH Aa ce crneaw Kak
GNE muonaTtus 3acsra (hnsn4eckym 1 eMoLyoHarHo)
AnarHoctTuumpanuTe nuua, Aa ce Habngasa TAXHOTO 34pase, a
CbLLO U Aa ce nomara Ha uscrnepoBaTenuTe 3a NPOeKTMPaHeTo
Ha KMUHWUYHW U3NUTBaHUSI U Bb3MOXHW feveHusi. PernctbpbTt
CbLLO Taka no3sonsea Ha xopa ¢ GNE muonatusa aa 3anuceart u
cnegsiT No NOBEPUTENEH U CUTYPEH HauYMH cobCcTBEHaTa Cu
3apaBHa MHGOPMaLMA (OaHHW).

nemDOMP
rg SE MONITORING PR Vi

Ko moxe pa yyactBa?

Hsma Bb3pacToBM orpaHMYeHns 3a y4acTue B permcrbpa.
Bbnpekn ToBa, TpsbBa ga nmarte guarHosa 3a GNE muonatus,
a XenaeTe Aa npegocTtaBute Bawara MmeguumnHcka
MHbopMaLmsa 1 Aa gageTe enekTpoHHO cbriacue. opu 1 ga
B3emare y4yactve B Apyr permcrbp, Npoy4yBaHe Ha ecTecTBeHa
NCTOPUSI UNN KIMHUYHO U3NMTBaHe, BCE OLLe MOXeTe Aa
yyacTBare.

KakBa nHcdopmaums we ce cbo6mpa?

BbnpocHuumTe, KOUTO NONbLMBaTe, Lie ce OTHAcAT 3a BaweTo
3abonsBaHe, o6La MegMUMHCKa NCTOPUS, NleKapcTBa, Ka4ecTBO
Ha >MBOT, CNOCOBHOCT Aa ce ABWXUTE U MYCKymnHa
6uoncus/reHeTYHO uscnegBaHe (ako e NpunoXxumo). Mpu
pernctpauuaTta we Bu 6bae 3agageH oHnarH npodun, KbaeTo
MOXeTe Aa BUOUTE BCUYKW BbAPOCHWULM, KOUTO CTE MOMBIAHWNN
no Bpeme Ha Balueto yyactue.

3apaBHaTa MHpopMaLus, KOATO BbBEXAAaTe B permcropa Ha
GNEM-DMP, wie Bnese B MexxgyHapoaHa 6a3a aaHHwu,
HabntogaBaHa ot TREAT-NMD. Bawara nuyHa 3gpaBHa
MHopMaLms Wwe 6bae o6paboTBaHa B MOBEPUTENTHOCT U LUE
6bae noeHTMdULMpaHa caMo ¢ aHOHUMEH Kof, a He ¢ MMeTo Bu.
Mpunarat ce Mepku 3a 3alliMTa Ha JaHHWUTE, 3a Aa ce npeanasu
BbBeAeHaTa nHopmauus. CrbpaHarta nuyHa n MeguumHeka
MHbopMaLMS e ce CbXpaHsiBa Ha 3aluTeH CbPBbP 3a CPOK A0
15 roguHu.

EkvnbT No npoyyBaHeTO Lie ce cBbpxke ¢ Bac cnen 6 meceua,
12 meceua 1 cnea ToBa BCsKa rofuHa 3a cpok 4o 15 roamHu, 3a
Aa Bu nomonu ga aktyanuavpare nHgopmaumsaTa cu, ako
peLunTe Aa ro HampasuTe.

BanuweTte ce Ha: www.gnem-dmp.com. 3a JonbAHUTENHA
MHOPMaLMs, MOSIsI, CBbPXKETE Ce C OTTOBOPHOTO NnLLE MO
npoy4yBaHeTo Ha: HIBM@treat-nmd.eu



http://www.treat-nmd.eu/gne/patient-registries/steering-committee
http://www.treat-nmd.eu/gne/patient-registries/steering-committee
http://www.hibm.org/
http://www.gliequilibristi-hibm.org/
http://www.taratalksgnemyopathy.blogspot.co.uk/
http://www.ndf-hibm.org/
http://www.musculardystrophyuk.org/
http://www.npopadm.com/
http://www.mdi.ie/
http://www.gnemyopathy.com/
http://www.gnem-dmp.com/
http://www.gnem-dmp.com/
mailto:HIBM@treat-nmd.eu

