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CnunHanHn MycKynHu atpodpum

* [pyna HeBPOMYCKYNHMU 3abonaBaHunA, XapaKkTepusupaiim ce ¢
AereHepauma Ha nepudepHute ABUrateHUW HEBPOHU B
MO3bYHUA CTBOA U TrpbbHaAUHMA MO3BK U nocneaBalla

nporpecupallia MycKy/sHa cnaboct n atpodwusa.

5 CMA~ 95% He 5q CMA

PasnpegeneHue Ha
MYCKy/IHaTa cnabocr-
NPOKCUMA/IHA, AUCTANHA,
6ynbapHa

Tun Ha yHacnegABaHe-

A4, AP, X-cebp3aH




CMA e I'eHeTHUHO HEBPOMYCKYJIHO 3a60JISIBaHE,
KOeTO BOOHU OO0 MYCKYJIHA cJIaboCT M IIPOIr'peCUBHA
3aryba Ha CIIOCOGHOCTTA 3a ABUXeHHe !

CMA e Bojella NnpuYMHa 3a CMbPT NpU NefeHaveTa U geua

3acerHaTmTe Jela NoKasBaT MYCKYJ/IHA C/labocCT U
aTpodus, KOATO 3acAra OCHOBHO MPOKCMMasHATa
4yacT Ha KpanHuumTe!

CMA He 3acara KOrHUTUMBHUTE (hYHKLMM MporpecuaTa Ha 3a6onaBaHeETO ce CBbp3Ba C
MNIM CNOCOBHOCTTA 3a yceT Ha 6o/1Ka KOMMNJIEKC OT pas/IM4HU CUMNTOMM'
|

1. Faravalli I, et al. Nat Rev Neurol. 2015;11:351-9; 2. Lunn MR, Wang CH. Lancet. 2008;371:2120-33; 3. von Gontard A, et al.
Neuromuscul Disord. 2002;12:130-6; 4. Cure SMA. Understanding SMA. http://goo.gl/HfUaDE. Accessed Aug 2016. SMA, spinal muscular atrophy.



NoeaTudunupade Ha IpHUUMHATA,
KosaTo Boau o CMA

* [MpwnumuHa 3a CMA e mytauua s SMN1

 SMN1 reH(Survival Motor Neuron): noKanusupa ce Ha

ABAroTo pamo Ha 5 xpomosoma (5q)

* B aonbaHeHUe, CblLLeCcTBYBA U KONUe HA TO3U reH, KoeTo

ce HaMMpa Ha cbuata Xpomosoma (SMN2)

" dyHkumata Ha SMN2 moKe 3a NPOMEHA TeXKecTTa Ha

3abonasaHeTo

SMN1 n SMIN2 nmart pasnmka nomexxgy cu camo B nert

6a3u pa3nonoxKeHn B eK30H 7 1 eK30H 8

Lefebvre, S, et al., Cell 80: 155, 1995.



CrpykTypa u dyarnugd Ha SMN peruona
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TumoBe myTanuu ripu CMA

~94% ot nauyueHTute cbc CMA nmat geneuyusn
Ha eK30H 7 n Ha aBaTta cn SMIN1 reHa

~6% ot nauueHTute coc CMA umar geneumna
CaMoO Ha eAUHUAT eK30H 7, 3acArauia egHoTo
Konue Ha SMIN1 reH U manka myTtauma Ha

BTOPOTO KOonue

MHoOro pAaaKo, HO BCe NaK Bb3MOXKHO, € U
CbCTOAHME, NPU KOETO NalMeHTUTe morar Aaa
UMaT MyTaLun, KOUTO He ca nog ¢opmaTta Ha
Aeneuua U KoOMTo 3acAraT 1 gBeTe KonuA Ha
SMN1 reHa (B okono 1 Ha 1,000 CMA
nauueHTa)



HopmaJiao dyEkouoamupare Ha SMN1 1 SMN2

» “Mpu SMN2 uma 3amaHa HaC > T

B €K30H 7 SMNT i@ SMN2 EO

» Ta3u pasninka npomeHs npoueca Ha SMN1 pre-mRNA SMNZ2 pre-mRNA
»splicing" u Bogu ao npemaxsaHe --- - -- --- - - -
Ha eK30H 7 B 0K0n10 90% ot l l
CUHTE3UPaHUAT 6eNTbK _SMNT mRNA SMN2 mRNA -
! !

» TaKa CUHTE3UPAHUAT NPOTEUH,
SMNA7, e HectabuneH n ce
pasrpaxga 6bp30

Normal full-length SMN protein Nonoligomerizing unstable truncated SMN protein

> Ha Teopma, notuckaHerto Ha Rapidly degraded
npomsaHara B ,,splicing" -a Ha SMIN2
MOXKe Aa AoBeae A0 CUHTEe3a Ha
HopmaneH SMN npoteuH




YHacJieagsIBaHe

Aete cbc CMA moxKe aa ce poau OT poauTenn, KOUTO Ca HOCUTENIN HA MYTaLUUATa UK OT
HOcuUTen n poaurten, KOmTo e 6onex or CMA

Korato gBamarta poaAuTe/In Ca CamMo HOCUTenun, uma chegHmute Bb3MOXKHOCTU.

Korato uma aABama poauTesn HOCUTENU:

» 25% BepoATHOCT 3a noaBa Ha CMA

L]

> 50% BepoATHOCT 3a AeTe, KOeTo Le e HocuTen

MM SR SMA N Shaa
o o o > 25% BEPOATHOCT 3a Aete, KoeTo e 34pasu 1

o A, . A S,

<> <> L ¥ L+

SMA SR —_— HAMaQa Aa e HoOcUuTten

Unaffected carrier Carrier Affercted

1= Fady iy § FTY

5% 5000 5O pEuL

% ca 3a BCAKa bpemeHHOCT



59 CMA, Bca. mytauuu B SMN1 reHa

Haun-yecrata ¢opma,
obycnoseHa OoT myTauuu |
survival motor neuron 1

(SMIN1) reHa,

NNOKaNn3npaH BbpPXyY

5q11.2-q13.3

AP Tn Ha yHacnepAaBaHe
bonectHocT 1:6000- 1:10

000
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CMA - niBanuamnsnpalio MOHOreHHO
aBTO30MHO PELIECBHO HEBPOMYCKYITHO
3abonsaBaHe, peaynTar oT HegocTur Ha SMN
rnpomeuH

Bopgela reHeTn4Ha NnpPpM4nHa 3a CMbPT MNMpU nesieHadyeTa n aeua

/)
*

*

s [ereHepauunsi Ha MOTOPHUTE HEBPOHU B NPEAHUTE pora Ha rpbOHa4YHNA MO3bK
nopaan HegocTtur Ha SMN rpomeuH.?

% Mymauusi/deneuust Ha SMN1 2eHa; SMN2 reHbT, ¢ pasnuyeH 6pon Konusa npu
pasnMyHnTe NHANBNAMN, OCUTYpsiBa NPOU3BOLACTBOTO HA OYHKLUMOHASEH, MbHO
BepmxeH SMN npotenH(~10%) n yacTU4HO KomneHcupa 3arybata Ha SMNL1 .34

% [porpecuBHa myckyrnHa cnabocT n MyckynHa atpocpus.*

Normal
w

A
\\‘\\ A2 , y/
"l

:

ophy; SMN, survival motor neuron. Image modified from: Marieb EN & Hoehn K. Fundamentals of the nervous system and nervous tissue. In: Marieb EN & Hoehn
ysiology. 10th ed. Upper Saddle River, NJ: Pearson; 2016.

I Mol Genet. 2000;9(3):333-339; 2. Prior TW & Russman BS. GeneReviews®. Spinal muscular atrophy. http://www.ncbi.nlm.nih.gov/books/NBK1352/. Accessed Mar
1g CH. Lancet. 2008;371(9630):2120-2133; 4. Fallini C, et al. Brain Res. 2012;1462:81-92.

Low SMN levels ﬁ
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SMN npoTtenHbT € ¢ HamManeHo NPou3BOACTBO
npu nayneHTnte cbec CMA

OtcberreTo Ha SMNL reHa He No3BonsBa  MapanoxHusST SMN2 reH cbluo koavpa SMN
NPOM3BOACTBOTO HA MbJIHO BEPWKEH U NpoTeunH, HO camo 10% OT Hero e MbiIHOBEPWXEH
dyHKumoHaneH SMN npoTteunH N OYHKLMOHaNEeH

HegpyHkyuoHupaw, SMN1
[eneuus Ha SMN2

g SMN2 SMN1
: | N ﬁ
W -

SMNLpre-mRNA i SMN2 npeaLiecTBeHuK Ha mPHK
SMN1 mRNA 1 SMN2A7 MPHKl
B 6 I : ___-I-___
1 HeCTa%vmeH SMN2 MISHK‘
’ BN 7

MbnHoBepwxeH SMN npoTenH HenbnHoBepwxeH SMN npotenH  ~~ i

@ s 5 CrtabuneH,

=B ~90% nbnHoBepwkeH SMN npoTenH
C, cytosine; mRNA, messenger RNA; SMA, spinal muscular atrophy; SMN, survival motor neuron; T, thymine.

Rapidly degraded




5g CMA, scn. mytauuum B SMIN1 reHa
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|
Healthy individual SMA patient a2 \\
Reduced SMN levels
oo =0
100 % FL SMN Reduced snRNP assembly
@
0G
\ mRNA
SMN2 -- Splieing | Altared snfANA species
’, .' SMN complex
"0 " |I“
~10% FL-SMN2 ~10% FL-SMN2 AberrantI splicing
~90% SMNAT SMN2 ~90% SMNA7 SHN2 5
%
Motor neuron death?
A
# SMN2 SMA
copies severity
Reduced SMN levels
SMN npoTteMHBbT NOTUCKA i
dfNOonNTO3aTa HAd

HeBpobnacTute



59 CMA, sca. mytauuu B SMIN1 reHa

Clinical Classification of SMA

SMA TYPE

Age of Onset

Motor
Milestones

Average Age of
Death

(limited inferventions)

< 6 months

Unable to sit wio
support

< 2years

< 18 months

Sit independently,
cannot stand

zlld - 3rd
decade

> 18 months

Stand and walk
independently

Mormal life
expectancy

Adolescent
or Adult

onset

Retain walking,
muscle pain

Normal life
expectancy




SMA, spinal muscular atrophy.

* Havano npegu
paxpaaHeTo

* MH. TeXKKa cnabocT

. VI3pa3eHa AuxaTtesiHa
HeaoCTaTb4YHOCT

* Kbca
NPOAB/INKMTENHOCT Ha
JKMBOTA (NO-Manko ot 6
M.)

TumoBe CMALl

* CMMNTOMMTE 3anoysaT

OKO0J10 6 cegMuum cneg,

paxpaHeTo

* Cnab KOHTPO Ha
rnaeara

+ CnabocT B ropHara 4acr

Ha KpanHuumTe

* 3aTpyAHEHO AMLaHe 1
XpaHeHe - pUCK OT
MHXaNMpaHe Ha XpaHa

* He capgat camm

* Kbca NpOAB/TKUTENTHOCT

Ha uBoTa (noZ 2 rog.)

1. Kolb SJ, Kissel JT. Neurol Clin. 2015;33:831-46; 2. D'Amico A, et al. Orphanet J Rare Dis. 2011;6:71;
3. Lunn MR, Wang CH. Lancet. 2008;371:2120-33.

+ CuMNTOMMTE 3anoyBaT
mexay 7-18 mecew

* NoTpenBaHuA B ropH1TE

YacTH Ha KpaﬁHmume

* CnabocT Ha YyentoCcTHaTa

MyCKynaTypa
+ CeAT CaMOCTOATEJIHO,
HO He npoxoxAaaT

* CKbceHa
NPOAB/IKUTENHOCT Ha
KMBOTA (HO Haj 2r.)

* CMMNTOMMTe 3anoyBaT
cnep 18m.

* 3acunBala ce cnaboct
B 6egpeHaTa obnacT

* Mpoxoxpat
CaMOCTOATE/IHO, HO
morar aa 3ary6Aart ToBa
c BpemeTo

* MoBuLLEH pUCK OT
Hanb/HABaHe U
ocTeonoposa

* HopmanHa
NPOAB/IKUTENIHOCT Ha
KMBOTa

* CMUMNTOMMTE 3anoysar
cnep 30 rog.

MyckynHa cha6ocT B
ropHaTa 4acT Ha
KpanHuuuTe

XoAAT caMOCTOATEJHO,
HO TOBa MOe Aa ce
NPOMEHM NOCTeneHHo

HopmanHa
NPOABL/IKUTENIHOCT Ha
*MBOTa



EcTtecTtBeH xoa Ha pa3sutue Ha CMA
cnopepn Tuna

PasemTHe Ha ABHUraTenHaTta cnocobHocT

-~
3 6 9 12 15 18
BbspacTt(meceum)

SMA, spinal muscular atrophy.
Swoboda KJ, et al. J Child Neurol. 2007;22:957-66.



PasnpocTtpaHeHue Ha oTAeNHUTE GOpPMU

Tunose CMA / »xnsopogeHu (%) Tunose CMA / xviBu nauuneHTu (%)




CnuHanHa myckynHa atpodua tun 1

CuHApoMm Ha ,BAnoTo 6ebe”
— TeXKKa MYCKY/IHa XUNOTOHUA
— CP apedenekcus

MycKynHun dacumKkynaumm

NMpoKcMmanHa u
reHepannsnpaHa MyCKy/Ha
cnabocr

Cnaboct Ha HTEepKOCTaNnHUTE
MYCKY/11 NPU OTHOCUTEJTHO
CbXpaHeHa gunadparma

— MNapapoKcanHo guliaHe
— KambaHonopo6eH rpbaeHKoL

bynbapHa cnabocr




CnunHanHa myckynHa atpodua tun 2

U3ocTaBaHe B ABUraTeNHOTO
pa3suTue

3ana3eH CamMmoCToATeNIeH ceaex

HeBb3MOXXHa CaMOCTOATeNIHA
noxoakKa

JonHnte KpanuHUUM ca no-
3acerHaTtu oT ropHuTe

+/- 6ynbapHa cnaboct u
rbATaTeNHU HapyLLEeHUA

HapylweHo oTKawnAaHe n
TpaxeaneH clearance

Puck
— Mporpecupawa KNPocKonmnosa
— CTaBHU KOHTPAKTypu




CnuHanHa myckynHa atpodua tun 3

NMNoaBupose
— Type 3A- npeau 3 r.B.
— Type 3B- cnep 3 r.B.

Bb3MOXXHA CaAaMOCTOATENIHA
noxoAakKa

lNporpecupallia NPOKCUMaAHA
MYCKY/NHa cnabocr

+/- bynbapHa cnhabocr

+/- HapyLeHo OoTKalUNAHe C
HOWHAa XMnoseHTUAauumA
PuUck

— CTaBHU KOHTPAKTYpU

— Kngpockonmnosa




CnunHanHa myckynHa atpodma tun 4

Hayano B loHOLIEecKa 1 3pana Bb3pacT

JleKa mycKkynHa cnhaboct B 6egpara, KoAaTo
nporpecupa

lNoBeyeTo NAaLlUEHTU MoOraT Aa XoaAT

Manka yact A4ocTuraTt 40 MHBA/ZIMAHA
KO/ZIMYKaA

be3 BAuAHUE BbpPXY NPEeXXUBAEMOCTTA



AunarHoctnyeH anroputom npu CMA

1 0 o . ['eHETUYHO NOTELPAEHA
’ y Anarkosa 5g CMA
= ¥ SHNt | 1 romue *  CexBeHipaHe Ha o MyTaus
E Shilvt
i ¥ 2 konuA AN !
[EHETHYHO 2 EHI, EMI", gpyri reHeTuHo nacnegBaHuA
KnunnyHo
ChMHeHHe 3 ,| M3cTenBaHe 3a —
chA [ENneuun B
SMN1 rena
[porHO3Mpaxe Ha
TEKECTTA Ha
CMA
¥ SMNZ
Brntoueaxe B ¥
NOTEHLMANHI Opyr tun CMA unu
Tepanin HEBPOMYCKYMHO
3abonABaHe




TREFIT NMD

@ bbarapcku perucrop 3a CMA et

B pamkunte Ha 6bArapckn NpoekT Kbm MeanunHCKM YHMBEpCUTET,
rp. Codoua ,CbBpemeHeH noaxon 3a AMArHOCTUKA M NpoyyYBaHe Ha
HEBPOMYCKYNHU 3abonasaHnAa B bbarapma” n B CbTpyaAHNYECTBO C
TREAT-NMD e cb3pageH Obarapckum pernctbp 3a CNMHaAHA
MYCKYNHa aTpodus.

B pamkute Ha EKcnepTHMA UEHTbp Cce Cb3gade esIeKTPOHeH
nauneHTCcKn pernctbp 3a CMA B Konabopauma ¢ mexkayHapoaHaTa

mpexa - Translational Research, Assessment and Treatment of
Neuromuscular Disorders (TREAT-NMD).

Yyactmeto B peructpute e Ao6poBONHO cnen NpeaocTaBAHE Ha
noapobHa MHGopmauma Ha NAUMEHTUTE U TEXHUTE BAN3KN.

Llenta Ha perncrtbpa e BKAK4YBaHe B 06WwmAa EBponenckm permcrobp
3a ToBa 3abonABaHe, MO aHOHUMEH HauuH, C Ornea nNpocseasBaHe
Ha ecTecTBeHMs XoA Ha 3abonABaHeTo, ocurypsABaHe Ha no-a06pu
PUXM 33 NAUMEHTUTE U BBb3MOXKHOCTM B 6AM3KO Obaewe 3a
BK/IIOYBAHE B KNIMHWUYHU NPOYYBaHMA 32 HOBM BUAOBE /IEYEHME.



bbvarapcku perncrop 3a CMA

Ton cbabprKa AemorpadCckm, reHETUYHU N KIMHUYHU AQHHMW.
B Hero ca BKkato4veHn 88 nauneHT - 7 cbc CMA tmn 1, 21 cbe
CMA tmn 2 n 60 cbc CMA Tt1n 3. MNMpoabnrkaBa 06HOBABAHETO
Ha KAMHUYHUTE AaHHU 33 AMArHOCTULUPAHUTE NALNEeHTU U
BKNKOYBAHETO Ha HOBMW.

[launeHTUTEe OT perncTbpa ce npocnenAasaT BegHbK roaAULLHO,
a Npu MHAUKaUMM N Ha NO-KPaTbK MHTepBa/, B CbOTBETCTBME
CbC CBETOBHO NPU3HATUTE CTaHOAPTU 33 ANATHOCTUKA U

rpuxun npu nauymeHTn cbec CMA. B npocnhegasaHeTo Ha
CbCTOAHMETO Ha BONIHUTE € aHTaXKMpPaH MyATUANCUUNANHAPEH
eKunn oT HEBPOJI03U, NYIMOI03M, opToneamn, dusnotTepanesTu.

[1aHHWUTE OT perncrbpa NocayKmxa 3a paspaborBaHeTo Ha
nporpama 3a Jie4eHne Ha NnaumeHTUTE C NbPBUSA PEerncTpmpaH
3a ToBa meanKameHT - Nusinersen (Spinraza™).

Pernctbpot bewe n3bpaH ot TREAT-NMD 3a yyactme B
NHTEPHALMOHAHO NMUIOTHO NPOYYBaHe 3a pa3WmnpABaAHE U
YHUdUUMpaHe Ha B6asnTe AaHHM.



PerncrpaunoHeH popmynsp 3a permcrbpa

PerucrpauvoHeH ¢opmynap 3a 6varapckn / TREAT-NMD

pPerucTbp Ha NauueHTU cbc CNUHANHA MYCKYNHa aTtpodpus DamMunms:
(CMA) [aTa Ha
pampaHe: _ 4 Apn/mm/ )
3a pa bvoete BHMOYeH/a B perucTbpa Ha nauwentu cec CMA, Tpabea pna ErH:
NOMbLAHWTE TOSM PErrcTPauMoHeH (OpMYNAp, a Taka Cbllo M O3 NPOYETET W ’
noanuweTe wuHpopMaumaTa 3a nauuedTta v Qopmynapa 3a wHopMUpaHo Anpec
cernacue. P
(BK1. MO,
Mpegu ga 3anodHeTe Aa Nonbnearte GopMynapa, MONA NPOYETeTe UHCTPYKLMMTE Kog):
3a nomensaHe. MHCTpyKummTe pasat obAcHEeHME Ha MHOMO HEW@, KOWTO
MbpBOHAYANHO MOTaT Aa BU M3rMeXOaT CPaBHUTENHO COMHMU. E-mail:
3ANB/MDKUTENHU KPUTEPHUN Tenedok:

(AI(O HE OTrOBOpPHUTE Ha BCHYKH TE3M BBLNPOCH, HAMA Oa MOMEM Oa

2. Ako Bue cTe npencTasuTen Ha naumenTa (poauren/HacToHMK), MoNs
BK/IHDUMM AiaHHUTE BKU B perucrbpa.)

NoNbNHETE CNEnHWTE AaHHW:

A3 CbM:
Wme:

O MauwueHt

O [MpeacTtaeuTen Ha NauMeHTa (mong oTbenexere BPHOTO) Appec:

1. JvyHM OaHHM Ha NauMeHTa: E-mail:
TenedoH:

Mon: Mb [ KeHa  (3AYEDTAHTE Wi HITDMHTE HEBAPHOTO)

Bpb3ka c
nauueHTa:

[MepBO MMe:




O
O

MaumneHTa e U3CNensaH B

PernctpaumoHeH ¢popmynap 3a
PEerncTbpa

Kakpa e ouarHosaTa Ha nauveHTa, cnopen Bawws nekap?

CMA

Opyra
He 3Has

KakbB e pesynTarTa OT FeHETUMHHOTO M3CnefBaHe Ha naumeHTa?

Xomo3urotHa SMN1 geneyma
Opyra MyTauna — MOnA yTo4YHeTe:

MauweHTa ce M3Cnenga, HO pesynTaTuTe C& U3YaKBaT
MNaumerTta e WM3CnefBad, HO HE 3HaM pe3ynTata

(mMona yTouHeTe

HMETO HA DOTHIMLATA W MEMMHHCKMA L{EHTBD) U NaBaM CBOETO paspelleHue
[a ce CBbPIKETE C Task MHCTUTYUMA W 43 NOUCKaTe KOMWe OT reHeTUYHWA
pesynTar, ako e HeobxoguMo.

5.

Hait-nobpa neuratenHa neidHocT B MoMenTa (Mons oTbenexeTe Hai-
NOAXOAAWMA OTrOBOP):

MaLUMeHTLT MOXE Oa XOamn

MaUueHTLT He MOXKe fa XOAW, HO MOXe Aa cefM caMocToaTenHo bes
noMoty

MaLMeHTLT He MOXE O3 XOOW WK Oa cenu

6.

Haii-nobpa ABMraTenHa AeMHOCT, NOCTUIaHa Bbobiile

(Mons oTBenexeTe HaR-NOAXOAALIMA OTFOBOP M YTOYHETE Nepuof U Bb3PacT,
KbaeTo e Heobxoamo):

O

MaureHTbT & MoXen Aa Xoau
(oT Bb3pacT TOAMHIA
Meceua)

MeCela A0 Bb3IpacT rognHK

MauMeHTBT HUKOTa He & MOXKEn [a XO4M, HO & MOXen Aa ceau

camocToaTenHo bes noMow

(0T Bb3pacT ___roamHu
Meceua)

Mecela Ao Bb3pacT roanuHK

[MaUWeHTbT HUKOra He & MOXKEeN Ja XOoaWu WK cefM CaMOoCTOATENHO

AKO MaUMEeHTBLT e Ha 3 roavHU UNK NoBeYe, TQ.ﬂﬁBa I 03 U3NoN384d
MHBaNWIHA KONMYKa?

MauneHTLT He M3NOM3Ba MHBANMOHA KONWYKa

MaumneHTLT M3N0N3Ba MHBANMOHA KOMWYKa NoHaKora (3anodHan Ha

Bb3pacT: roaMHM)

MaLmneHTLT M3N0N3Ba MHBANMOHA KOMWYKa BuHark (3ano4YHan Ha Bb3pacT:
roOauHA)

[MauWeHTHLT XpaHu N1 ce € Haso-racTpanHa coHaa?

Ha



PernctpaumoHeH ¢popmynap 3a
PEerncTbpa

O He
O He sHam 11. Wsnonsea N NaumeHTLT peaoBHO NpucnocobneHue 3a HEMHBAsWBHA
BEHTWNALIMA?
O Ja, npes uenusa geH
O [a, Ho camo nonskora (Hanp. Npes HowTa)
O He, nHukora
9. [aUMeHTLT NPETLPOAN NW & XMPYPrUYHa MHTEPBEHUWMA Ha rpbbHaKa 3a 12. Mznonsea N4 NaUMeHTLT WHBA3WBHA BEHTUNALIWA?
CKONMo3a?
O [a, npes uenwa geH
o fa O [a, HO caMo MoHAKOora
O He O He
O He 3Ham
AKO MpuW NaUMeHTa e U3cnelBaHa OMxaTenHaTa (QyHKUWA, MONA NoMLIHeTe
pe3ynTaTUTe, aKO M 3HaeTe:
CUNHO NPENOPBUYNTENIHN KPUTEPUH FVC (Forced Vital Capacity) % (predicted value)
(Hne BCe owe MoMeM qa BKIHOUMM gaHHWTE Bu B perncropa, gopu n
AKO HE MOMETE [1a OTFOBOPHTE HA BCMUKK TE3M BLIPOCH, HO MONA flata Ha uscneppaneTo:
OTroBOPETE HAa KONMKOTO CE MOM(E MOBEYE OT THX)
13. NauweHTsT permcTpupan am ce e B Apyr CMA pernciep?
10. WMma N1 HAKOW APYT OT CEMERCTBOTO Ha MALMEHTA ChC CbLIOTO
3abonaBaHe? O [a (ako ga, Mona yTo4HETE:
o Ja O He
O He O He 3Ham
O He 3HamM




PernctpaumoHeH ¢popmynap 3a
PEerncTbpa

14, Wzcnepeanu v ca SMN2 konwATa NpW nauuMeHTa?

O [Oa (ako ga, MONA NOCoYeTe pesynTarta

TYK: )
O He
O He 3HamM

15. NaumenTta knacuduumnpad o e 8 CMA noarpyna?

O CMA Tmn 1
O CMA TMn 2
O CMA Tvn 3
O He 3HaM
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PasnpeaeneHne Ha 6onHMUTE NO NOAN U
deHoTUnN

B mbXKe

M XKeHun

CMA t1n 2

CMA tT1n 3



PasnpeaeneHune Ha naumneHtute cbc CMA T1n 3
cnopea ABurate/IHUTE UM Bb3MOXHOCTU

M xozelm

B n3nonssaT MHBaMAHA
KO/ZINYKa Ha OAb/TU
pa3crtoanAa

I He X04AT, HO ceaAaT bes
onopa

H He XO4AT M He ceanT 6e3
onopa




EKcnepTeH UeHTbpP 33 ANArHOCTUKaA, NeYeHne N npocneasBaHe
Ha 60/IHM CbC cNMHaNHa MYCKY/IHa aTpodusa

* [lpes 2016 r. e cb3gapneH EKcnepTeH UEHTbP 3a AMArHOCTUKA, JleYeHue,
npocneasBaHe, pexabunmtauma wm nNpoPpuNakTMKa Ha CMNUHAJ/IHATA MYCKY/HA
atpodua B bbarapma B YMBAJT ,,AnekcaHapoBcKa”, KbAETO UHTEPANUCLUUNANHAPEH
eKuUn KoOMMNJIEKCHO o0bcnyKBa bonHuTe.

* Cb3gafeH € HauMOoHaNeH PEerucTbp Ha NAUMEHTUTE CbC CMMHANHA MYCKY/IHA
aTpodums B EKCNepTHUA LEHTBHP

° AKTyanmampaH € ABa NbTU HAUMOHANIHNA KOHCEHCYC 3a ANArHOCTUKa, 1edeHne "
npocnegAaBaHe Ha HacnegCcrBeHUTeE HEBPOMYCKY/THU 3abonaBaHmA.

* B KOHCEHCYCa € 3aJ/IOKEHO JsieHeHneTo Aa Ce OCUrypAaBa Ha BCUYKU NauUNEHTUN CHC
CNMMHaNHa MYCKY/THa anO(I)I/IFI, HE3AaBUCUMO OT TAXHATA Bb3PACT.

* OI'IpE,EI,EfIEHM Ca vyeTnpmnte KIMHUMHUYHA 6a3un da npoBexagadHe Ha 1e4eHUneTo:

* A/ 3a naymeHTuTe Ha Bb3pacT oT 0 Ao 3 r. B KaMHMKaTa nNo AeTcka HeBpoaorua B
YCBANAB ,npod. A-p MBaH Mutes” B rp. Codouna n KnnHukata no negnatpuma u
reHeTU4HM 3abonasanma B YMBAJT ,,Cs. leoprn” B rp. Nnosaus;

B/ 3a naumMeHTn Ha BB3pAcT oT 3 A0 18 r. B KAMHKMKATa No HepBHM bonectn Ha
YMBA/T ,AnekcaHapoBcKka”, [leTcka HeBponormyHa KamHuka Ha YCBAJIHN ,,Cs.
Haym” n KnmHmnKkaTta no getcka Hespoaorua B YCBA/IAB ,,npod. a-p UBaH Mutes” B
rp. Copma n KnuHukaTta no negmatpma U reHeTUYHKU 3abonsasanmsa B8 YMBAJ ,,Cs.
[eoprn” B rp. NMnosaus

 PaspaboteHa e KAMHMYHA npoueaypa 3a MHTPATEKa/IHOTO MPUIOXKEHNEe Ha
Nusinersen (Spinraza)

B TpU 6OJ'IHVILI,M € 3dMNOoY4YHaTOo 1e4eHne CbC CNMHPAa3a Ha Aela.
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