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Duchenne muscular dystrophy (DMD), is a rare incidence in monozygotic twins. We report, to the best of our knowledge the first
follow up study worldwide on a genetically confirmed sporadic case of monozygotic twins with DMD along with career detection in
two generations. Socio-demographic characteristics and clinical data were recorded through a standard questionnaire, and clinical
assessment scales [Barthel Index (BI), Hammersmith motor ability score, North Star Ambulatory Assessment (NSAA), Vlgnos and
3rook scales]. A follow-up was performed after 15 months. Mutation detection protocols included multiplex PCR (20 p;'lmers)
iollowed by Multiple Ligation dependent Probe Amplification (MLPA) using SALSA MLPA Kit Po34/P035. Zygosity confirmation was
performed with 13 STR markers. Multiplex PCR revealed no deletion in the hotspot regions of the dystrophin gene. MLPA analysis
confirmed dystrophin gene deletions in exons 61, 62 with no duplications. Carrier status of the mother and the sister of the twins were
confirmed for exon 61, 62. Clinical scores at initial visit (Age 7yrs): Twin 1 [BI-55/100, Hammersmith-28/40, NSAA-8/34, Vignos
scale-5/10, Brook scale-1/6] and Twin 2 [BI-60/100, Hammersmith-28/40, NSAA-7/34, Vignos-5/10, Brook scale-1/6]. Clinical
scores at follow up (Age 8yrs): Twin 1 [BI-10/100, Hammersmith-4/40, NSAA-0/34, Vignos scale-9/10, Brook scal ‘/ 5/6] and Twin 2
[BI-10/100, Hammersmith-5/40, NSAA-0/34, Vignos-9/10, Brook scale-5/6]. The higher rate of disease progression with different
manifestations of the disease in the monozygotic twins may be due to environmental, genetic & epigenetic factors which shed a light
on utilizing this unique sample to identify new disease modifying genes and protein biomarkers. /
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