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CnuHanHa mycKynHa atpoduja (CMA) e peTka, aBTO30MHO
peuecuBHa, reHeTcKa bonecr

CMA “ma LWMPOK ONCer Ha CEPMO3HOCT U Hej3MHaTa NpeBasieHUa Bapupa o, PermMoH A0 PernoH

BKynHaTta nHumaeHua Ha CMA 3a cute $eHOTUNOBMU, Kaj CUTe eTHUUYKMU rpynu usHecysa 1 Ha 11.000
usBopogaeHu aeual

CMA reHepanHo ce KapaKtepusupa co:2™

®* nporpecuBeH rybUTOK Ha HEPBHU CUTHAIN BO MYCKYUTE

® HamanyBakbe Ha MYCKy/IHaTa maca (CKeneTHa MycKy/iHa
atpodwuja)

® uenokynHa cnaboct

® rybuTOK Ha NOCTUrHaTaTa MOTOPHa PyHKUMja

MyckynHaTa atpodumja Boau A0 KOMMIMKALUU NOBP3aHU CO
6onecTa KOM MOXKaT Aa BANjaaT BP3 Npe>KMByBakeTo: 2
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CumeTpuUHaTa MYCKY/1HA cN1abocT BiMjae Ha NPOKCUMaANHUTE
MYCKY/IHU rpynu noBeKe OTKO/IKY Ha AUCTa/IHUTE MYCKYAuU

CuMmeTpuYHaTa MycKy/aHa cnaboct
B/INjae Ha MPOKCUMATHUTE MYCKY/IHU
rpPynu NoBeKe OTKONKY AUCTaNHUTE
MmycKynm!

MpoKkcumanHu myckynmu?

TewKoTnn co xpaHeHae\
n guwerse. Tewko

norogeHnTe NauneHTm

MMaaT NJINTKO Auwere

Ho3eTe ce noBeKe NoroaeHu
OTKO/IKY paueTe.
MoTopHUTE NOCTUTHYBaHa
4yecTo ce oaoXxKeHun!
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of, Bo3pacTa npw ApXKere Ha
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1. D'Amico A, et al. Orphanet J Rare Dis. 2011; 6:71; 2. Muscular Dystrophy Association. http://mda.org/disease/spinal-muscular-atrophy/overview. Accessed November 2018.



CMA e pe3ynTtat Ha aeduumut Ha SMN NpoTEeNMHOT U TUNOT Ce oapeayBa
cnopep Bo3pacTa Kora ce nojaBysa U MaKCMMaZIHaTa NOCTUTHATA
MOTOpHa ¢yHKuUujal

* [locTojaT neT KAMHUYKKU Knacudpukaumm Ha CMA

 CMA He e noBp3aHa CO KOTHUTUBHO HapYLUYyBake; MHTE/IEKTYaIHUOT Pa3BOj € HOPManeH Kaj
naumeHTturtel

rop‘MHa Ha MocTurHata moTopHa d)yHKU,Mja TunuyHo
TexuHa nojaBsa Ha

XKuBoteH

Tunu4HM cumnTomMmn SMN2 6poj BeK

Moxat na Moxat na Moxat na .
Ha Konuu

CHMIIOMES cepart cTojaTt opat

023 Tewka npeHartanHo * Tewka xunoToHuja 1 <6 meceumn

14-8 Tewka 0—6 meceuu * PecnupaTopHo 3aTajyBarbe 2 <2 roguHun
* PecnupaTopHu KomMnnMkauum

4-8 < >

2 cpeAHa 18 meceuu * BpsaH 3a nHBanmnacka konudka 3 2 ToAnHu

Eins JlecHa >18 meceum notnomorHato | * MyckynHa cnaboct 3-4 HopmaneH
* MHory crnopa nporpecuja Ha

439 INecHa >5 roguHu ry pa nporpech >4 HopmaneH

MycKyrnHaTta cnaboct

*Copy number of SMN2 varies from 1 to 6 copies in SMA patients, with an inverse relationship observed between SMA type and SMN2 copy number.5

SMN, survival of motor neuron.
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CMA npeTcTasyBa 3Ha4YuTe/IeH TOBap He CaMo 3a NaLUeHTUTE

HeraTta n nogapLukara o4, ceMejcTBOTO € OCHOBEH Aen oA ynpasyBaweTto co CMA, Ho
0Ba MoOXe Aa buae HeBepojaTHO TeLLKa 3a4aya KaKo 3a poguTennre Taka u 3a

HeryBatenure:14

Cneperbe Ha pacToT Ha AeTeTo U Mﬂ,eHTM(bMKyBal-be MnaH 32 MeAULMHCKN UTHU CalyYau, n0Kpaj

Ha npobiemuTe Co XpaHere Uan Bapere? cnefieHeTo Ha NoTpebuTe 3a cekojaHeBHa
rpuxa®3

Cnepeme Ha pecnupatopHaTta PyHKUMja Ha
AETeTo U 04PKyBaHe Ha HeMNpeyeH NPOTOK Ha
BO34yXx%3

MpunarogyBarbe Ha ceMejHMOT A0M 3a Aa buae
focCTaneH 3a naumMeHTor?

K Bopguuute 3a cTaHgapaHa rpuKa Bapmpaar o4 3emja 40 3emMja, a cneumjaiusmpaHm LeHTPU MOXKe Aa He NOCTOojaT UM Aa ce MHOory \
opaanedyeHunl2
— Tonem pMHaAHCUCKM TOBApP; BO HEKOW CemMejcTBa eAHNOT POAUTEN MOpa [ia Ce OTKaxe o paboTa 3a Aa ce rpuKu 3a getetol?
* [Dace 6uge poauten unm Herysaten Ha aete co CMA moxKe ga 6uae emoTuBeH nNpeausBuk?
* Moxe aa aoxusear 3abyHa, 3arpmxeHocT, ppycTpaymja, UCLPNEHOCT U OCaMeHOCT:®

— Texok nat go p,mjarHo3a; CKPUHWUHIOT 3a HOBOPOAEHUYNHA € BaXXEH BO CKPAaTyBatbE€TO Ha oBa’

\ — TcuxocoumjanHuTe ePpekTr ce 3HaYMTETHWN U LIMPOKO PACNpPOCTPaHEeTM 3a IMLETO Koe Kueee co CMA 1 3a YNeHOBUTE Ha CEMEjCTBOTO /

1. Kocova H, et al. Pediatr Neurol. 2014; 50:591-594; 2. Colombia SMA Family guide to the standard of care, columbiasma.org/docs/living/Family-Guide-to-the-Standard-of-Care.pdf. Accessed October 2018; 3. Treat NMD standards of care
guidance, treat-nmd.eu/downloads/file/standardsofcare/sma/english/sma_soc_en.pdf. Accessed October 2018; 4. The Lewin Group. MDA Cost of lliness in the United States Final Report 2012; 5. Qian Y, et al. BMS Neurol. 2015; 15:1-12; 6. Cure

SMA, curesma.org/support-care/newly-diagnosed/?referrer=http://curesma.org/. Accessed October 2018.



TemenHu OTKpUTHja ce OTKpUe BO nocsegHuTe ase aAeueHuu oA
ucTpaxkysarata Ha CMA!?

1893-1900 r.
OMNMC Ha NPBUOT CAyYaj oA,
cTpaHa Ha Hoffmann3

1991 r.
KnacuouKaumja BO TPU raBHU TUNOBKU?

‘ 1820 1830 1840 1850 1860 1870 1880 1890 1900 1910 1920 1930 1940 1950 1960 1970 1980 1990 2000'

1891 r. 1956 .

OMNMC Ha NaLMUEHT Co OMUC Ha C/ly4amn o,

CMA op cTpaHa Ha cTpaHa Ha Kugelberg u
Werdnig? Welander*

1995 .
OTKpuBare Ha SMN1 reHor.
CMA e npeaussuKyBaHa nopaau
XOMO3MWroTHa Aeneumja Ha SMIN1°

1. Kolb SJ & Kissel JT. Arch Neurol. 2011; 68:979-984; 2. Werdnig G. Arch Psychiatr Nervenkr. 1891; 22:437-480; 3. Hoffmann J. Deut Zeitsch Nervenheilkd. 1893; 3:427-470;
4. Kugelberg E & Welander L. AMA Arch Neurol Psychiatry. 1956; 75:500-509; 5. Munsat TL, et al. Neuromuscul Disord. 1991; 1:81; 6. Lefebvre S, et al. Cell. 1995; 80:155-165.



TemenHu OTKpUTHja ce OTKpUe BO nocsegHuTe ase aAeueHuu oA
ucTpaxkysarata Ha CMA!?

2008 . 2016 .

NpB8u Npe-KAMHUYKKM ctygmm co ASO npsu cTyamm co risdiplam
n RNA-6a3unpaHa Tepanuja Kaj imua co CMA

2018 .
06HOBEHM CTaHAApAUTE 33 FpUrKa
co npenopaku 3a CMA

()
2001 .
NpPB Npe-KANHUYKK
C/ly4aj Ha TPeTMaH co
Mana MoJsiekyna

2014r.

npBa Npe-KAMHWYKa CTyamja Koja 2020r.
KopucTtn opaneH SMN2

MoanduKaTop 3a Bp3yBatbe

2007 r.
nybanKaumja Ha CTaHAapauTe 3a

Risdiplam: npB opaneH, cuctemcku
rpuxa co npenopakn 3a CMA

SMIN2 mogndurKaTop 3a Bp3yBate
2000 2001 2002 2003 2004 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015 2016 2017 2018 2019 2020 ‘

2000 .

pa3BueHu npeuTe 2007 r. 2010r. 2016 . 2019 .
MOZeNn Ha rnyBsum co npBa KAMHWUYKA CTyamja 0 npBa npe-KJAnHUYKa FDA ro og06pwu FDA ro og06pu
CMA # 33 TpeTMaH co mana CTyAuja KOja KOpUCTH o nusinersen o onasemnogene
MOIEeKyNa SMIN1 reHcKa Tepanuja abeparvovec

CMA, cnvHanHa myckynHa atpoduja; FDA, Food and drug Administration.
1. Kolb SJ & Kissel JT. Arch Neurol. 2011; 68:979-984.



U nokpaj HeogamHelwHUTe oaobpeHnja Ha NeKoBU, OCTaHYBaaT

He3a40BOIeHUN NOTpebu

JocTanHu ce HOBU Npenopaku 3a
cTaHgapaHa rpmka 3a CMA%; Ho cenak,
THe Tpeba noKanHo pa ce
MMNJIEMEHTMPAAT U Aa ce yHanpeaar

Tvun 1 CMA

MoaapliKka Ha auwereTol3 3
MNpexkusyBare

3arpuKeHocCT Kaj cute Tunosu Ha CMA

Boauy 3a meHaymnpame Ha

TELKOTUUTE NPU NCXpaHa?
KOH3UCTeHTHa CTaHAapAHa rpuska

CnocobHocT 3a 36opyBatbe U
MOCTUrHYyBakbe Ha MOTOPHU CoumjanHu NPUTUCOLM U
npecspTHUUM®3 dMHaAHCMCKM onToBapyBakbal?

Tvn 2/3 CMA
AMBYNaHTCKU/He-ambynaHTCKM

/

-

MNopapwka npu nporpecuja Ha
b6onecta u ryberbe Ha
dyHKunuTe?

~

J

/

MocTUrHyBake Uan oaprKyBarbe
Ha HUBO Ha HEe3aBUCHOCT3

\

MoaaplwKa co abHopmaneH
pa3Boj3

1. Cruz R, et al. CureSMA patient summary report. 2018; 2. CureSMA http://www.curesma.org/documents/support--care-documents/caring-choices.pdf. Accessed July 2018;

3. QianY, et al. BMC Neurol. 2015;15:217; 4. Mercuri E, et al. Neuromusc Disord. 2018; 28;103-115.



MauueHT co CMA Ha papMaKoOWKU TPETMaH ' npujasmne
cnepHuBe He3an0BoIeHU noTpebul?

CumntTomute Ha CMA cée

yliTe ce NPUCYTHU

UHTpaTteKkanHarta
agMUHUCTPALMja He e
CeKorawl MOXXHa nopagm
CKonmo3sata unum 'pbetHarta

dy3umja

TpeTupaHuTe nnua ce
ywte ce Nog/I0XKHU Ha
nporpecuja Ha 6onecra

Hekou naumeHTM umaar
TeWwKoTun Cco npucrtan Ao
eKosuTte

Hekou nayneHTU He pearupaar

A06po Ha neKot (HUCKa
ePUKaCHOCT) nnm nckycyBaart
HecaKaHu peaKuuu oa NeKoT

1.Cruz R, et al. CureSMA Voice of the Patient Report 2018; 2. Rouault F, et al. Neuromuscul Disord. 2017; 27:428-438



MpeansBuLU CO KOM Ce coouyBaMe BO TeK Ha AMujarHocTtuuupamwe, TpeTmaH
U cnepere

MomeHTanHu npeanssuum:

e

\_

c > cumnTomute Ha CMA
* BKynHaTa jaBHa cBecT 3a CMA e HuCKa

[JouHerwe Ha gmjarHo3sa u ynaTyBal-be\

* MHory nekapu He r1 npenosHaBaaT

* [loTpebHU ce NnoBeKe NOCETU Ha /ieKap,
ocobeHo 3a ,,nonecHnTe” popmmn

* [louHereTo Ha AnjarHosaTa e oA Hegenu
no meceuu. OcobeHo, naumeHTn co Tmn 3
Ha CMA ce gujarHocTMumMpaaT AOLHA BO

TEK Ha TUHEejLIePCKM rOAMHM /

/ Hepoctur Ha pasbupatbe Ha \ / UcknyuyyBarbe Ha nauueHToT o,q\
BaXXHOCTa oA CUCTEMOT HA AUjarHOCTULMpaHbe
MyATUANCUUN/IMHAPHATa M 34paBCTBEHA 3aluTUTA
CTaHAapAHa rpuXa * EmoumoHanHa Bo3HeMMpPEHOCT Aa ce
* 3apy)KeHwnjaTa Ha NauMeHTn urpaat CnpaBsu co AmnjarHosaTa
KNY4YHa yaora Bo nogApLikata Ha e Tpowouu ANPeKTHO NOBP3aHM CO
HOBOAMjarHOCTULMpPAHUTE CeEMejCTBa bonecra
* CraHpapauTe 3a rpuxka Bapupaar o4, * Poputenute ctaHysaart 24/7
3emja 4o 3emja CTapaTenun Kou ro peopraHusmpaar

K / K CBOjOT }KMBOT /

UaHU npeanssuum:

‘% *  CKPUHWHIOT He e AgocTaneH

o

CKpMHMHI’ Ha HOBOPOAEHYUHbA

* [ocTanHoCTa Ha IeKOBM ja 3rosieMyBa notpeba ga
ce 3ajakHe paHaTa AujarHoctuka, buaejkm ,0eHosu
ja npasam pazaukama®“ = KoMKy NopaHo e
AuvjarHocTMUMpaHaTa, TO/NKY e Nono3UTUBEH
NCXOA0T KOj Ce 04YeKyBa Npu TPETMAHOT CO JIEKOBM

Cneuujanusaumja Ha LeHTpuUTe \
* 3ajakHyBakb€ Ha BMPEXKYBarETO Nnomery
crneuuvjanmsanpaHnTe LEHTPM 32 NOTTUKHYBaHE Ha
cnogenyBarbe Ha Hajpobpu NPakTUKK
* W3rpapba n 3ajakHyBak€ Ha BPCKaTa Nomery
CneumjanucT 1 3apyKeHujata 3a ceondaTHo
ynpasyBakbe CO MaLneHTUTe
* [la ce oxpabpu BpcKaTa nomery cneumjanmcture
KoW nekysaaT nauneHTtn co CMA, co uen /

/ \ MYNTNANCUNNNANHAPHOCT BO NPUCTANOT

\




Pe3nme

* CMA e peTKa, NporpecmnsHa, HeBpoaereHepaTUBHa 60/1ecT Koja Boau A0 r'ybUTOK Ha
MOTOpPHaTa PYHKLMja U HAMANEH OYEeKYBaH MBOTEH BeK1?

* CMA e npegu3BuKaHa og myTauuja u/mnu aeneumja Ha SMN1 reHot34

- HamaneHute HMBoa Ha SMN npoTenH HN3 LUenoTo Teno Npean3BuUKyBaaT nojasa Ha CMA-
acoumpaHu CUMNTOMU HU3 LEenoTo Teno>’

* N noKpaj HanpeAoKoT BO pa3buparbeTo N OTKPpUBaHETO Ha 1eKkoBu 3a CMA, ce yLuTe
NnocTojaT He3aa0BoIeHN MeANLMHCKM NnoTpebud?
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