Population Screening for c.1448T>C (Leu444Pro) common mutation
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Lane 1: DNA Ladder (100 bp)
Lane 2: RFLP DNA product (Subject 1)
Lane 3: RFLP DNA product (Subject 2)
Lane 4: Leu444Pro heterozygous mutation known control
Lane 5: Leu444Pro homozygous mutation known control

Lane 6: Negative control
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AACGACETGIGACGCA AACGACCTGGACGCA

Asn  Asp Leu Asp Ala Asn Asp Leu Asp Ala
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Heterozygous: ¢ 1448T>C (p.Leu444Pro) Wildtype strand




Figure: Restriction Fragment Length Polymorphism (RFLP): (A) Screening 1200 unrelated and healthy individuals for (c.1448T>C) Leu444Pro mutation in the GBA gene identified 2 subjects as carriers. The rest 1198 subjects were found normal for the said mutation. This has yielded the carrier frequency of 1:600 for the Leu444Pro mutant allele of GBA gene. Sanger sequencing: (B) And (C) Sanger sequencing confirmed the results established through PCR-based techniques. 

