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What are the newest advances in the treatment of Spinal 

Muscular atrophy? 

Who should consider carrier testing for spinal muscular 

atrophy?

How do I know if I am a carrier for spinal muscular atrophy?

Recently a drug named Nusinersen has been  approved to treat children and 

adults with spinal muscular atrophy (SMA). Nusinersen is administered via 

injection into CSF. It is an antisense oligonucleotide aimed at increasing 

concentrations of survival motor neuron (SMN) protein, which is under 

expressed in SMA.

Those who have a family member with SMA or a family member known to be 

a carrier are at increased risk to be a carrier themselves. Genetic counseling is 

recommended in these cases to determine the likelihood of having a pregnancy 

or child affected with SMA. An individual without a family history of SMA 

can be a carrier for this condition as well. About 1 in 50 people, regardless of 

ethnic background, are carriers of the abnormal gene that causes SMA.

Carrier testing is available through a simple blood test. The test can detect the 

most common mutation that is associated with SMA and will detect 

approximately 90 percent of carriers. A negative carrier test will greatly reduce 

the likelihood of having a child affected with this condition. However there are 

gene changes (mutations) associated with SMA that are not included in the 

carrier test. In addition, in a small number of cases where a child is found to be 

affected, only one parent is a carrier. For both of these reasons, a negative 

carrier test cannot eliminate the possibility of having an affected child.
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Development Clinic 

Neurocysticercosis Clinic

Pediatric Neurology Clinic 

Autism Clinic

Neuromuscle 
Disorders Clinic 

Wednesday 
2 p.m. onwards 
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2 p.m. onwards 

Thursday 
9 a.m. onwards 

Monday 
2 p.m. onwards 

Monday 
2 p.m. onwards 

Room No.11

Room No.3, 4, 5 

Room No.12, 13, D

Room No.3, 4

Room No.5

Tuesday & Friday 
9 a.m. onwards 

Child Neurology OPDs Room No.4, 5, 14

Professor  Sheffali Gulati
Chief, Child Neurology Division

Faculty Incharge, Center of Excellence
and Advanced Research on Childhood 

Neurodevelopmental  Disorders
Department of Pediatrics 

AIIMS, New Delhi
Email-  pedneuroaiims@yahoo.com,

pedneuroaiims@gmail.com
Post a query on our website: www.pedneuroaiims.org

For any queries please contact
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