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Introduction

symptoms of this disease.
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Aicardi-Goutieres syndrome (AGS) is a rare inherited encephalopathy with a clinical phenotypes mimicking
congenital viral infection resulting from homozygous or compound heterozygous mutations in the TREX1
gene. AGS is mostly inherited in an autosomal recessive pattern, while autosomal dominant pattern of
inheritance is also reported. The brain, the immune system, and the skin are the main target organs of this

disease. Besides, cerebral calcifications, white matter abnormalities and cerebral atrophy are the main
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A couple referred to our PGD center because
their first child was affected with AGS according
to the clinical symptoms presented. A pedigree
was drawn and general screening questions were
asked about each relative. Then, The TREX1 gene
was analyzed using whole exome sequencing
(NGS) which suggested a homozygous deletion in
exon 1 of this gene. Besides, Sanger sequencing
was used for backfilling NGS data. Forward and
reverse primers were desighed for flanking
regions of the mutation site. The entire TREX1
gene was sequenced for parents and the
affected child. The affected child showed a

homozygous deletion and the parents were

heterozygous for that deletion.
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A novel pathogenic mutation was observed in the
first exon of TREX1 gene. This mutation is

c.243 246 del CAGC (p.Alal135Alafs*5) which has

not been reported yet.

c.243_246 del CAGC
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