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SPINAL MUSCULAR ATROPHY (SMA) CARRIER DETECTION

(MLPA)
TEST CONDUCTED

RESULTS

Gene SMN1 Exon  7 SMN1 Exon 8

Number of copies 2.00 2.00

Note: Genetic counselling and Clinical correlation recommended.

 --------------------------------------------------------------------------------------
| RESULT              |REMARKS                        | CONCLUSION                     |
|---------------------|-------------------------------|--------------------------------|
|0 copies of exon 7   | Absent                        |                                |
|0 copies of exon 8   | Absent                        |SMA confirmed                   |
|SMA Symptoms         |                               |                                |
|---------------------|-------------------------------|--------------------------------|
|0 copies of exon 7   |Absent                         |                                |
|>=1 copies of exon 8 |Present                        |SMA confirmed                   |
|SMA symptoms         |                               |                                | 
|---------------------|-------------------------------|--------------------------------|
|1 copy of exon 7     |Probably belongs to 3.6%       |                                |
|SMA symptoms         |group presenting compound      |SMA confirmed                   |
|                     |heterozygosity. Adviced        |                                |
|                     |sequencing of SMA              |                                |
|---------------------|-------------------------------|--------------------------------|
|1 copy of exon 7     |Present                        |SMA Carrier                     |
|1 copy of exon 8     |Present                        |                                |
|---------------------|-------------------------------|--------------------------------|
|1 copies of exon 7   |Present                        |                                |
|0 or >1 copies of    |Either SMN1 exon 8 has         |SMA Carrier                     |
|exon 8               |become incorporated in SMN2    |                                |
|                     |gene or it has replaced the    |                                |
|                     |characteristic SMN1 exon 8 copy|                                |
|---------------------|-------------------------------|--------------------------------|
|2 copies of exon 7   |Present                        |Probably not SMA carrier but if |
|2 copies of exon 8   |Present                        |child is SMA patient, parents   |
|                     |                               |may be carriers if both SMN1    |
|                     |                               |copies lie on one chromosome.   |
|                     |                               |This is seen in 4% of cases     |
|---------------------|-------------------------------|--------------------------------|
|2 copies of exon 7   |Present                        |Probably not SMA carrier but    |
|0 or 1 copy of exon 8|Absent/Present                 |both SMN1 copies lie on one     | 
|                     |                               |chromosome. Recommended testing |
|                     |                               |of other partner                |
 --------------------------------------------------------------------------------------

Note

· This assay can detect both patients as well as carriers of Spinal Muscular Atrophy

· PCR is a highly sensitive technique, however inherent PCR inhibitors in the specimen may result in 

amplification failures

· Results must be interpreted in context with clinical findings, family history and other relevant laboratory 

data 
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· Genetic counseling is recommended

Comment

Spinal Muscular Atrophy (SMA) is a group of autosomal recessive neuromuscular disorders 

characterized by degeneration of anterior horn cells of the spinal cord, leading to symmetrical muscle 

weakness &  atrophy. With a prevalence of 1 in 10,000 live births and a carrier frequency of 

approximately 1 in 50, proximal SMA represents the second most common fatal autosomal recessive 

disorder after Cystic fibrosis.  There are two highly similar genes playing a pivotal role in SMA, SMN1 

and SMN2. These genes can be distinguished by two single nucleotide differences one in exon 7 and 

one in exon 8. SMN2 gene is much less efficient in making functional SMN protein, therefore SMN1 

gene is the determinant factor in developing SMA. Individuals lacking a functioning copy of SMN1 gene 

is always a patient, whereas SMA carriers carrying a single copy of SMN1 gene are symptom-free.

Dr Anand Chandrasekaran Annan

MD (American Board of Pathology)

PhD (Molecular & Cellular Pathology)     

HOD - Oncopathology

Dr Atul Thatai

PhD, Biotechnology

HOD Molecular Diagnostics                       

NRL - Dr Lal PathLabs Ltd

             -------------------------------End of report --------------------------------

IMPORTANT INSTRUCTIONS

*Test results released pertain to the specimen submitted .*All test results are dependent on the quality of the sample received by the Laboratory . 

*Laboratory investigations are only a tool to facilitate in arriving at a diagnosis and should be clinically correlated by the Referring Physician .*Sample 

repeats are accepted on request of Referring Physician within 7 days post reporting.*Report delivery may be delayed due to unforeseen 

circumstances. Inconvenience is regretted.*Certain tests may require further testing at additional cost for derivation of exact value. Kindly submit 

request within 72 hours post reporting.*Test results may show interlaboratory variations .*The Courts/Forum at Delhi shall have exclusive 

jurisdiction in all disputes/claims concerning the test(s) & or results of test(s).*Test results are not valid for medico legal purposes. * Contact 

customer care Tel No. +91-11-39885050 for all queries related to test results.

(#) Sample drawn from outside source.
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