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What is SMA?
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Mom defines SMA as Sonsuz Mücadelenin 
Adı

BUT it stands for Spinal Muscular Atrophy



Atrophy vs 
Dystrophy



Image is from Together in SMA program website: 
https://www.togetherinsma.com/en_us/home/introduction-to-sma/smn1-gene.html

Autosomal 
Recessive 

Inheritance 



• Approximately 1 in 40 people is a 
carrier.

Picture is from Gwendolyn Strong Foundation
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SMA Types

• SMA is a motor-neuron disease – degeneration of lower motor neurons.

❖ Prenatal-onset SMA                                                   (Type 0)
❖Werdnig Hoffmann Disease (0-6 months)             (Type 1)
❖ Dubowitz Disease (6-10 months)                            (Type 2)
❖ Kugelberg Welander Disease  (>18 months)         (Type 3)
❖ Adult-onset (Adulthood)                                           (Type 4)
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NAIP gene
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SMN2 copy number and SMA Types
(Not only factor, but important!)
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Treatments

• Spinraza (Nusinersen) 🡪 FDA approval 
in December 2016, EMA approval in 
2017,in TITCK’s list of the drugs that can 
be imported in 2017, SGK covered for 
Type 1 in 2017 summer, SGK covered 
for type 2 and 3 on 1st of Febraury, 
2019.
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Cold Spring Harbor Laboratory



From Instagram page of SMA Benimle Yürü Derneği @smabenimleyuru



Zolgensma (onsamnogene abeparvovec-xioi) 
🡪 FDA approval in 2019, EMA approval in 
2020

Evrysdi (Risdiplam) 🡪 FDA approval in  August 
2020, submission to EMA is done, decision is 
waited. It is in TITCK’s list of the drugs that can 
be imported since August 2020 but SGK does 
not cover the expanses at this moment. 





Ongoing Studies

There are many preclinical and clinical studies. 

Please visit the webpage:  www.clinicaltrials.gov 

• SRK-015 - TOPAZ trial

• AVXS-101 (FDA hold)

• and other studies…

• DEVOTE trial (Nusinersen in higher doses)

• RESPOND trial (Nusinersen after gene therapy)

• Trials of presymptomatic babies

• Extension studies of approved drugs. 

http://www.clinicaltrials.gov/
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Some scoring 
tests to 
evaluate SMA 
patients

• Hammersmith Motor Functional Scale

• CHOP-Intend Scale

• Revised Upper Limb Module (RULM) Scale

• MFM-32 Scale

• HINE (Hammersmith Infant)

• 6-minute walking test

• 10 meter walking test



To support us…

• In order to watch news, see improvements with Spinraza, read 
newspapers about me and my brother, here is the instagram 
page that our mom created: @ayca_burak_annesi

• SMA Benimle Yürü Derneği

Twitter and Instagram: @smabenimleyuru

Facebook Page: SMA Benimle Yürü

YouTube: SMA Benimle Yürü

Website: www.smabenimleyuru.org.tr 

Hashtags frequently used in social media: 
#spinalmuscularatrophy , #smatype1 , #smatype2 , #smatype3, 
#spinraza , #nusinersen , #zolgensma , #evrysdi , #risdiplam , 
#smaawareness 

http://www.smabenimleyuru.org.tr/


Thank you!
Any questions?


