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Novel variants in chronic theromboembolic pulmonary hypertension
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Chronic thromboembolic pulmonary hypertension (CTEPH) 1is a fatal disease
entity of pulmonary hypertension (PH) characterized by obstruction of the major pulmonary arteries
by organized thrombus and pulmonary vascular remodeling. The genetic background of CTEPH was not
revealed so far. We checked the single nucelotide polimrphisms(SNPs) in CTEPH patients, which was
related to idiopathic pulmonary arterial hypertension (IPAH) or acute pulmonary embolism (APE).it
was revealed that CTEPH patients did not have any non-synonymous SNPs related to IPAH, but they had
non-synonymous SNPs related with APE such as F5, MTHFR and THBD. Moreover, in CTEPH patients who did

not have ha history of APE,SNPs of THBD was significantly higher than in healthy subjects.
Furthermore, thrombin-activated fibrinolysis inhibitor was activated in CTEPH patients who had the
SNPs of THBDs. Taken together, CTEPH patients had SNPs related to APE, even though CTEPH patients
did not have history of APE.
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LIBSIFT Score>0_95, Table 1. Variants Associated with Pulmonary Hypertension in CTEPH Patients
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1 CTEPH, chronic thromboembolic pulmonary hypertension
Table2. Non-synonymous Variants Associated with APE in CTEPH Patients
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