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 مستخهص
 

 ج ساع   اىقصٞشراه عيGene  (MTHFRٚ)ٍٞصاٝيِٞ ذرشإٞذسٗ ف٘ىٞد سٝذمذٝض  10-5ٝقع جِٞ 

  )ٍٞصاٝيِٞ ذرشإٞذسٗ ف٘ىٞد سٝذمذٝض  10-5ٗٝعرثش إّضٌٝ . 1.36عْذ اىَ٘قع  1  سقٌ  ًاىنشٍٗ٘س٘

(MTHFRًاىْاذج الأساسٜ ىٖزا اىجِٞ حٞس  ٝيعة دٗسا ٕ٘ ًًً حٞس ٝعَو عيٚ , ا فٜ أٝط حَط اىف٘ىٞلٕا

اىص٘سج اىشئٞسٞح )ٗ ف٘ىٞد ٍٞصاٝيِٞ ذرشإٞذس -5ٍٞصاٝيِٞ ذرشإٞذسٗ ف٘ىٞد إىٚ ٍشمة   10-5اخرضاه ٍشمة 

اىٍٖ٘٘سٞسرِٞ إىٚ  اىحَط الأٍْٜٞىرح٘ٝو 12 اىزٛ ٝعَو ٍع فٞراٍِٞ ب( ىحَط اىف٘ىٞل فٜ تلاصٍا اىذً

فٜ ٍسر٘ٙ ّشاط ٕزا  ضٝؤدٛ إىٚ اّخفا(MTHFR)   أٛ خيو جْٜٞ فٜ جِٞ . اىَٞصِّٞ٘ٞاىحَط الأٍْٜٞ 

إىٚ اىقاعذج اىْٞرشٗجْٞٔ اىصٞاٍِٞ (C) ذشٗجْٞٞح اىسٞر٘سِٞ خاصح اىخيو اىْاذج ٍِ اسرثذاه اىقاعذج اىْٜ, الإّضٌٝ

(T)  ٌ677 عْذ اىْٞ٘ميٞذج سق  (C677T)  ٚحَط  فٜ أٝط ملًا حذٗز خيوٕزا اىرغٞش اىجْٜٞ ٝؤدٛ إى ٍِ

ذشمٞض اىٍٖ٘٘سٞسرِٞ ٗاّخفاض ٍسر٘ٙ حَط اىف٘ىٞل  فٜ اىف٘ىٞل ٗ ٍشمة اىٍٖ٘٘سٞسرِٞ ٍَا ٝؤدٛ إىٚ صٝادج 

تِٞ سناُ  (MTHFR C677T)اىجْٜٞ ىجِٞ  سىزاىل أجشٝد ٕزٓ اىذساسح ىذساسح ٍذٙ اّرشاس اىرغٜ. تلاصً اىذً

ٍسر٘ٙ تلاصٍا ٗ  اىََينح اىعشتٞح اىسع٘دٝح الأصحاء ٗستظ ٕزا اىرغٞش ٍع  ٍسر٘ٙ تلاصٍا حَط اىف٘ىٞل

  .12ٍسر٘ٙ فٞراٍِٞ ب ٗ  ىٍٖ٘٘سٞسرِٞا

شخص صحٜ ٗقذ ذٌ إجشاء ٕزٓ اىذساسح  122فٜ( MTHFR)جِٞ هذَد دساسح اىرغٞشاخ اىجْٞح  

اىٍٖ٘٘سٞسرِٞ ٗ فٞراٍِٞ , اىجِٞ تعذ أُ ذٌ ذعِٞ ٍسر٘ٙ تلاصٍا حَط اىف٘ىٞل ٕزا ٍِ 677عيٚ اىْٞ٘ميٞذج  سقٌ 

تعذ راىل   شٌ ذٌ قٞاط اىَادج اى٘ساشٞح شٌٍِ عْٞاخ اىذً ( DNA)ذٌ فصو اىحَط اىْ٘ٗٛ . ٍخثشٝاً( 12ب)

شٌ اىرحيٞو عِ (. (HinfIٍِٗ شٌ ٍعاىجرٔ تئّضٌٝ اىقص  PCR))ىَثيَش اىَرسيسو ٍضاعفرٔ ت٘اسغح اىرفاعو ا

 Polyacrylamide Gel Electrophoresisعشٝق اىٖجشج اىنٖشتائٞح ٍسرخذٍِٞ عشٝقح 



لأفشاد اٍِ % 19حٞس ٗجذّا , ((MTHFR C677Tفٜ جِٞ  ٗساشٞحٗقذ أظٖشخ اىْرائج ٗج٘د ذغٞشاخ 

أٝضا Homozygous (TT).  )   صاتٔىلا  اىَسثثح ملا  الأىٞيِٞ ٌٕ اى٘ساشٜ هماّ٘ا ٍصاتِٞ ٗذشمٞة الأصحاء

ٗقذ ٗجذ %( 15)الإّاز ٍِ ٙ هأع%( 23)ّسثح اىرغٞش اى٘ساشٜ ىٖزا اىجِٞ فٜ اىزم٘س فٜ ٕزٓ اىذساسح ٗجذّا أُ 

لاصٍا اّخفاض ٍسر٘ٙ بمو ٍِ ٗتِٞ  (MTHFR C677T)ىجِٞ ْٕاك علاقح ق٘ٝٔ تِٞ اىرغٞش اىجْٜٞ أٝضا أُ 

ٗىنِ ىٌ ٝنُ٘ ْٕاك أٛ علاقح تِٞ ٕزا اىرغٞش اىجْٜٞ . ُٗ اسذفاع ٍسر٘ٙ تلاصٍا اىٍٖ٘٘سٞسرٜ حَط اىف٘ىٞل

 .12ٍٗسر٘ٙ فٞراٍِٞ ب
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Abstract 
 

      The 5,10-methylenetetrahydrofolate reductase (MTHFR) gene is located on 

chromosome 1 at 1p36.3. The enzyme 5,10-Methylenetetrahydrofolate reductase is a 

major product that plays a central role in the folate cycle and contributes to the 

metabolism of the amino acid homocysteine. It catalyzes the reduction of 5,10-

methylenetetrahydrofolate to 5-methyltetrahydrofolate, thus generating the active 

form of folate required for remethylation of homocysteine to methionine. Genetic 

variations at the MTHFR gene locus may contribute the an increase in homocysteine 

level and decrease enzymatic activity. Also, low intake of both folate and vitamin B12 

can affect the remethylation or transsulfuration pathways in homocysteine 

metabolism.  

   The present study was designed to determine the prevalence of the MTHFR 

677C>T  polymorphism among healthy Saudi population (n=122)  by using PCR-

RFLP technique. It also analyzes the relationship between MTHFR C677T  to plasma 

homocysteine, folate and vitamin B12 levels. 

     Genotype analysis revealed that the relative frequency of homozygous variant (TT) 

in healthy Saudi individuals is 19%. The T allele frequencies for C677T 

polymorphism of MTHFR gene were different between males and females. Males 

were found to have higher T allele frequency (23%) than females (15%). The data 

from this study confirms that tHcy concentration is most pronounced in homozygous 

(TT) subjects with low folate concentration. conversely, vitamin B12 was unaffected 

by genotype.  

To the best of our knowledge, the present result is the first to evaluate in a genetically 

homogenous Saudi population the associations between homocysteine, folate, vitamin 

B12 levels and C677T polymorphism. 

 


