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	INTRODUCTION
	Mutational spectrum
	SVAS can be a part of WBS, a complex developmental genomic disorder, caused by microdeletions of the region on chromosome 7q11.23 encompassing 26-28 genes surrounding ELN [15, 18] or might be isolated. Several mutations consisting translocations [41, ...
	Molecular mechanisms
	Different types of heterozygous loss-of-function mutations in the ELN gene lead to SVAS [51]. As a result of point mutations, translocations and partial deletions in the ELN gene, premature stop codons, and unstable mRNA has been observed [50, 48]. De...
	Decreased levels of elastin in SVAS arteries leads to enhanced proliferation of vascular smooth muscle cells [53]. Hyperproliferation of smooth muscle cells (SMCs) in turn yields thicker, narrower arteries that lack flexibility [4]. Similar to SVAS pa...
	Comparison of ADCL and SVAS
	SVAS and ADCL are two phenotypically different autosomal dominant inherited diseases caused by the mutations in the ELN gene. The clinical phenotype of ADCL includes predominantly abnormalities in skin and lung including aged appearance, pulmonary aor...
	Loss-of-function mutations including premature stop mutations, large intragenic deletions in SVAS lead to degradation of mRNA through NMD as a result of haploinsufficiency, whereas ADCL-causing mutations yield stable mRNAs and their protein products a...
	CONCLUSION
	ECM and associated molecules have a myriad of roles comprising cell-cell communication, cell proliferation, and survival. Elastic fibers are integral parts of ECM of the connective tissues such as skin and large arteries. Their function is to provide ...
	This review focused on the clinical presentation, mutational spectrum and molecular mechanisms of SVAS and ADCL. Dominant-negative and toxic gain-of- functions are the most important ELN-related ADCL mechanisms and happloinsufficiency is the SVAS dise...
	The genetic profile of ADCL and SVAS are known, but the genotype and phenotype spectrum is incomplete, and the genotype-phenotype correlations are unclear. Understanding the disease etiology, genetic profile and molecular and physiological mechanisms ...
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