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A comprehensive analysis of the TGF-beta family genes in the patients with abnormal
pulmonary vessels
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Genomic DNA isolated from patients who has abnormal lung vessel structure has
been investigated by exome sequencing. Non-synonymous variants found were as follows: pP2T in BMPR1A,
pM630L in CHRD, pG213R in GDF-3, pS276A in GDF-5, pA330S in GDF-7, pVOL and pS48T in DGF-15, pD322A and
pR33Q in LEFTY, pH165R in Nodal, pD399E, pD415E, and pD423E in RGMA, and c1314_1315insC in Smad5. The
effects these variant gives to the pulmonary vessel structure should be investigated.
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Activin A, Activin B, ACVRL, ACVRIB,
ACVRIC, ACVR2, ACVR2B, ACVRLL, AMHR2,
BAMBI, BMP-1, BMP-2, BMP-3, BMP-4, BMP-5,
BMP-6, BMP-7, BMP-8a, BMP-8b, BMP-10,
BMP-15, BMPR1A, BMPR1B, BMPR2, CHRD,
CRIPTO, ENG, FST, GDF-1, GDF-3, GDF-5,
GDF-6, GDF-8, GDF-9b, GDF-10, GDF-11,
GDF-15, HJV, Inhibin A, Inhibin B, LEFTY1,
MI, MIS, Nodal, NOG, RGMA, RGMB, SOST, TGF-
B 1, TGF-B 2, TGF-B 3, TGFP R1, TGFP R2,



TGFB R3, Smadl, Smad2, Smad3, Smad4, Smad5,
Smad6, Smad7
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