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مراز و يپل يا رهيواکنش زنج يآغازگرها يطراح
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DNA
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+709 C>T

FAH

C>TFAH 709+ :يگير نتيجه
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 مقدمه 

OMIM: 276700

FAH

 

FAH15q23-25

IVS 12+5 G>A

IVS 6-1G>T

W262X 

D233VQ64H
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FAH 

 يروش بررس

DNA

DNADNA

GeneAll

E78F: 5-GCCATGTGTATGTGGCGACTCT-3

E78R: 5- CTGCCGATGTGGCTGAAGAGG

E910 F: 5-AGTCCTGGTCCATGGCTGGAG-3

E910R: 5-GGAACTCCCAGGCACTCTGCTG-3

 

E13 F: 5-AAGGCGGTCGTGAGCAGGGCAG-3

E13 R: 5- GTTGTGAGATACACCCACCTCG-3

 

E14 F: 5- CAGTGATCCCACCAAGGCCGA-3

E14 R: 5- CAGATGGCTTCATGGCCAGGT-3

 

E78F1E78R1
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E910F1

E910R1

 

E13F1E13R1

 

E14F1E14R1

FastPCRVector NTI 

PCR Blast

 ها افتهي

709C>T
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: 6مار، يب 13: قطعه 5سالم،  9-10: قطعه 4مار، يب 9-10: قطعه 3سالم  7-8: قطعه 2مار، يب 7-8: قطعه FAH .1ر قطعات  ژن  ي: تکث1ر يتصو

 .سالم 14: قطعه 8مار، يب 14: قطعه 7سالم،  13قطعه 

 
ر رمز ييتغ منجر بهAمار يدر فرد ب C>T 709. جهش FAHژن  10زا در اگزون  يماريجهش ب ييمحل شناسا ين توالييجه تعي: نت2ر يتصو

 دهد.يه منطبق از فرد سالم را نشان ميناح ين توالييجه تعينتBده است.  قسمت يگرد R237X يکيژنت
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 بحث

FAH

DNA

FAH

FAH
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709 C>T

FAH

TGA

709 C>T

RFLP

c.192 G>TIVS12+5 G>A

C.67T>C

)(

IVS8-1G>C

Pro261Leu

IVS12+5G>A
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 يگير جهينت

709 C>T

 تقدير و تشکر 
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Abstract  
 

Background & aim: Tyrosinemia is a recessive autosomal genetic disease due to the defect of 
fumaril acetoacetate hydrolase (FAH). About 40 pathogenic mutations have been reported for this 
gene. The aim of the present study was to determine and design polymerase chain reaction 
primers and their ability to identify FAH gene mutations causing type I tyrosinemia. 
 
Methods: In the present case-control study, 12 patients were recruited and divided into two equal 
groups: first six patients with type I tyrosinemia and second group six patients without informed 
consent. Blood samples were taken. Then, the DNA was extracted. The polymerase chain reaction 
initiator was designed for parts of the gene which reported in previous studies of the mutation. The 
specificity of primers designed with online databases was evaluated. Gene fragments were 
amplified by polymerase chain reaction. Then the amplified fragments were sequenced after 
purification. Finally the sequenced regions analyzed by Vector NTI software. 
 
Results: Designed primers amplified FAH gene segments specifically and sequencing of amplified 
segments revealed +709 C>T mutation in exon 10 of FAH gene. The patient's parents were 
carriers of this genetic mutation. In the control group no mutation was found in the FAH gene. 
 
Conclusion:  The nonsense mutation 709 C> T is a pathogenic mutation in the FAH gene that was 
previously reported only in Turkey. The designed primers were cost-effective and specifically able 
to amplify the FAH gene. These primers can also be used to identify carriers of the disease as well 
as prenatal diagnosis of type I tyrosinemia. 
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