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National Registry of Genetically Triggered Thoracic Aortic
Aneurysms and Cardiovascular Conditions

Specimen Count by Diagnosis

Eligible Diagnosis # Subjects

# with
Plasma
(EDTA)

# with Cells
(ACD)

# with Saliva
(EDTA)

Tissue

Snap Frozen RNA Later Paraffin
Marfan 900 531 519 354 27 27 24
Turner 314 185 190 110 1 1 3
Ehlers-Danlos, vascular 167 109 81 35 0 0 0
Ehlers-Danlos, other 26 19 14 5 0 0 0
Loeys-Dietz 118 40 37 73 1 1 1
FBN1, TGFBR1, TGFBR2 mutation 42 20 16 24 0 0 0
BAV with aortic enlargement 931 528 527 384 38 50 58
BAV with family history 24 14 13 5 0 1 1
BAV with coarctation 85 42 42 37 3 3 3
Shprintzen-Goldberg 5 2 2 3 0 0 0
Familial TAA 405 255 250 148 10 11 12
Other aneurysm, dissections 640 370 365 238 16 19 20
Other congenital heart disease 118 77 77 43 2 1 1
First degree relative 32 20 20 8 0 0 0
Totals: 3807 2212 2153 1467 98 114 123


