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Tntroducing a recurrent mutation in a patient affected with
Methylmalonic academia by Whole Exome Sequence
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Background: Methylmalonic Acidemia (MMA) s rare autosomal recesive metabelic disorder,
reslt from genstic dafact in methylmalonyl. CoA mutase (MCM) enzyme. This enzyme is
i the catabolisn of branched chain amino acids (BCAA) for the degradation of odd-
chan faty acids, the amino acid valine, isoleucine, methionine, 2nd threonine, 2nd cholesterol
MMA b wide range of liical mansfestation: varving from 5o sigas of symploms fo severs
Itharey and metabolic cric in pewborn infants This isesce i crused by muttion in five msily
genes (MUT, MMA4, MALAB, MMADHC, MCEE). Tn this study we reported 2 recurrent MMA
cansative mutation in 2 yeas old boy.
Material 3nd Methods: We performed whole sxome zequencing method (WES), followed by
Sanger sequence in our patient. In silico analyses o the identfied variant was performed wing
rb-bazed bioinformtics programs.
Results: WES identified the mizzense mutation ¢ A976G (pR326G) in the MUT geme which
affects the sablity 2nd enzymatic 2cvity of MCM. The results of the Sanger sequence showed
hatour patientis homozygous and his parentsare carrier. Bioinformatics sofware programs such.
25 Polyphen, SIFT have predicted thatthis variant wil be damaging.
Conclusion: This pathogenie mutation has previously been reported in Iran and Ukraine.
‘Conviderin that our patent is fomm th sorthern I snd thiz mutation has been aseady reparted
he zame region: Thersfors we can coneluds tht this mutsion i secument 3nd prevalent i sorth
of Irn. Additionslly, our fnding would be bensficisl or presste disgmosi of MMA 32 well 2
establiching 2 local variant database.
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