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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 Ill
synthase (UROSNC_000010.11), and Ferrochelatase (FECHNC_000018.10) genes give any



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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