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Investigation on pathogenesis and therapy of COPD with phenotypes of Marfan
syndrome, especially on its relation to ECM malformation
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COPD with thracic aneurysm is similar to Marfan syndrome from the clinical point
of view, and both diseases could have a common pathogenesis through extracellular (ECM) malformation.
Thus, we hypothesized that ECM-related genes have critical roles in pathogenesis of emphysema and their
genetic variations (single nucleotide polymorphisms (SNPs)) are associated with emphysema severity in
human.Two populations were studied: population A comprised 574 smokers includin? 352 COPD , and
population B comprised 329 smokers including 258 COPD . In population A. A G allele at SNP rs1051303 (one
of the coding SNPs of LTBP4) was positively correlated with the low-attenuation area (LAA%) in_the upper
lung (p = 0.029) in population A, and this relationship was validated in population B in one-sided test
(p = 0.038). LTBP4 might have a critical role in pathogenesis of emphysema in human. The pathogenetic
mechanism related to LTBP4 remains to be elucidated.
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