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Co-supervisor: Dr. Abed elmajeed Nasereddin 

 

Abstract 

 

Background: The porphyrias are heterogenous disorders caused by abnormalities in the 

chemical steps of hemesynthesis, which is a vital molecule for all of the body's organs. Porphyria 

symptoms arise mostly from effects on either the nervous system or the skin. Effects on the skin 

occur in the form of cutaneous porphyrias. Proper diagnosis is often delayed because the 

symptoms are nonspecific. Skin manifestations can include burning, blistering and scarring of 

sun-exposed areas. 

 

Objectives: To date there have been no reports on the molecular analysis of Porphyria in the 

Palestinian population. Therefore, the aim of this study was to confirm the clinical diagnosis of 

porphyria by biochemical and genetic tests in suspected patients from Hebron district and to 

determine the gene that cause the phenotype and clinical symptoms of cutaneous porphyria. 

 

Method: 40 patients from Tafouh /Hebron city–who have been clinically diagnosed with 

cutaneous porphyria were recruited, Biochemical and genetic studies were performed using 

different molecular techniques like cloning, Polymerase chain reaction (PCR), Restriction 

fragment length polymorphism (RFLP), sequencing and next generation sequencing to 

investigate the causative mutations at DNA and mRNA levels. 

 

Results: According to this study, the biochemical test that involves checking the total porphyrin 

and porphyrin precursor levels in urine give normal results for all the tested patients. Continually 

none of the Uroporphyrinogen decarboxylase (URODNC_000001.11), uroporphyrinogen III 

synthase (UROSNC_000010.11), and Ferrochelatase (FECHNC_000018.10) genes give any 
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significant mutation using PCR-based techniques, Restriction fragment length polymorphism 

(RFLP), Sanger and Next generation sequencing. 

In conclusion, deeper molecular tests is needed as doing exome/whole genome sequencing , 

epigentic modification analysis for these patients or invistigating a novel mutation that causes a 

new genetic disorder.  
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 في مىطقة الخليل، فلسطيهبورفيريبالتشخيص الجسيئي للمرضى المشتبه ببصببتهم بمرض ال
 

 : وورش زيذان حسه فبتووي اعذاد الطبلبة

 : د. زيبد عببذيهالمشرف 

 خص المل

اٌجٛسفٍشٌبد ً٘ اضطشاثبد غٍش ِزدبٔسخ رٕدُ ػٓ رشٛ٘بد فً اٌخطٛاد اٌىٍٍّبئٍخ اٌزً رؤدي إٌى إٔزبج اٌٍُٙ،  

زٍث ٌؼزجش ِٓ اُ٘  اٌدضٌئبد اٌسٌٍٛخ اٌضشٚسٌخ ٌدٍّغ أخٙضح اٌدسُ ٚٚظبئفٗ اٌسٌٍٛخ. رٕشأ أػشاض اٌجٛسفٍشٌب فً 

ٌدٍذ.  ٕ٘بن أٛاع ِزؼذدح ٌٍّشض رظٙش ثصٛس ػذح ٌٚىٓ الأٛاع اٌغبٌت ِٓ آثبس لذ رزشوض ػٍى  اٌدٙبص اٌؼصجً أٚ ا

(. غبٌجب ِب ٌزأخش اٌزشخٍص اٌصسٍر لأْ fPCT, HEP, CEP and EPPاٌزً رصبزجٙب اػشاض خٍذٌخ ً٘ )

الأػشاض غٍش ِسذدح. ٌّىٓ أْ رشًّ اٌّظب٘ش اٌدٍذٌخ زشق، ٚأزفبخبد ٚرٕذة خبصخ فً  إٌّبطك اٌّؼشضخ 

 لأشؼخ اٌشّس.

اَْ ٌُ ٌىٓ ٕ٘بن أي رمشٌش اٚ دساسخ ػٓ اٌزسًٍٍ اٌدضٌئً اٌدًٍٕ ٌٍجٛسفٍشٌب فً اٌّشضى اٌفٍسطٍٍٍٕٓ. ٚوبْ  ززى

اٌٙذف ِٓ ٘زٖ اٌذساسخ ٘ٛ رأوٍذ اٌزشخٍص اٌسشٌشي ٌٍجٛسفٍشٌب ِٓ خلاي اخزجبساد اٌىٍٍّبء اٌسٌٍٛخ ٚاٌذساسبد 

 ٌّشزجٗ ثُٙ ٚرسذٌذ اٌدٍٓ اٌزي ٌسجت اٌزٛصٍف اٌّظٙشي ٚالأػشاض فً ِٕطمخ اٌخًٍٍ.اٌٛساثٍخ ٌٍّشضى ا

ٚسٍشبسن اٌزشخٍص اٌّؤوذ ٚساثٍب فً اٌسذ ِٓ اَثبس اٌفظٍؼخ ٌٍّشض، ٚسٍسُٙ ثشىً وجٍش فً صسخ اٌّشضى 

ص اٌصسٍر ٚاٌّجىش اٌفٍسطٍٍٍٕٓ ٚزبلاد اٌطفشح غٍش اٌّزدبٔسخ سشٌشٌب غٍش اٌّزٕبظشح داخً الأسش، ٚسٍّىٓ اٌزشخٍ

ِٕبست اٌّشىٍخ ٚاٌزمًٍٍ ِٓ ػذد اٌّٛاٌٍذ اٌدذد اٌّصبثٍٓ ، ٚرٛخٍٗ اٌّصبثٍٓ ٌّٕظ زٍبح  لإداسحِٓ ٚضغ خطخ 

 اطفبي ِصبثٍٓ. لإٔدبةاٌّؼشضخ  ٌلأسش، ٚرمذٌُ اٌّشٛسح اٌدٍٍٕخ الأفضً ٌٍزخفٍف ِٓ الاػشاض ٚشذرٙب

فً ٘زٖ اٌذساسخ، ٚأخشٌذ اٌذساسبد اٌٛساثٍخ ٚاٌجٍٛوٍٍّبئٍخ  اٌخًٍٍ -ِشٌضب رمشٌجب  ِٓ ِذٌٕخ رفٛذ 40ٚلذ شبسن 

 .ٚاٌىشف ػٓ اٌطفشاد اٌّسججخ ٌٍّشضثبسزخذاَ رمٍٕبد خضٌئٍخ ِخزٍفخ ٌٍزشخٍص 

، ِّب ٌمٛدٔب اٌى اٌّضٌذ ِٓ اٌجسث ِٓ دْٚ اثش رشخٍصً ػٍى اٌّشضى ٌطفشادٌٕزبئح ٚخٛد ػذد ِٓ اٚاظٙشد ا

ػٕذ اٌّشضى اٚ اٌزٛخٗ ٌٍىشف  اٌّٛخٛدحِؤثشاد خٍٍٕخ لذ رسجت الاػشاض خلاي طشق اوثش رمذِب ػٓ طفشاد اٚ 

ٚرٌه اسزىّبلا ٌّب لّٕب ثٗ ِٓ اخً رسمٍك وبفخ الا٘ذاف  خذٌذا ػٓ طفشاد رزؼٍك ثّشض اخش سٛاء وبْ ِؼشٚفب اٚ

 اٌّشخٛح .

 


