
 
Supplementary tables 

Supplementary Table1. Oligonucleotides used for PCR amplification of the entire coding 

sequence and intronic junctions of the TBX4 gene. 

 
Amplicon Forward Primer (sequence 5’-3’) Reverse Primer (sequence 5’-3’) 

1 GCACGAAGTCCCGGAATC ACCGACGCCCGACTTCTA 

2 AGCTCTTCGGGTCTGGTTCT CCATCCCCGGAAGTAAATCT 

3 CCTTGCTCACTCTGTTCCATC CTAAGAAATCCCCCGGACA 

4 GGGGTTTGCTCCAAGAGG CCTGTCCCACCCCTAAAACT 

5 GGCCAGAAGAATGAGGTCAA CTTCTGAGGTCCCTGCACTG 

6 CAAATGTGGAAACTGAGACACA TACATCGAGGGTCACAGAGG 

7 CCTCTGTGACCCTCGATGTA AGAACCTCACCGCTCCTCTT 

8A ATCCAACAGGGTGCTCTGG GTACGGCACAGTCTCCATC 

8B GACCCCCAGAGAAGCATGTA GGCCACCCACAGAGGTTAAT 

 
 
Supplementary Table2. Pathogenic mutations identified in children pulmonary arterial 

hypertension 

 
Gene Mutation 

Category 
Nucleotide 

change 
Amino Acid change Pathology Mutation 

already 
reported in 

BMPR2 Missense 
 

c.1471C>T p.Arg491Trp Familial PAH Girerd, Resp 
Res 2010 

BMPR2 Nonsense c.339G>A p.Tyr113* Familial PAH Sztrympf 
AJRCCM 2008 

BMPR2 Missense 
 

c.1258T>C p.Cys420Arg Idiopathic 
PAH 

Machado Hum 
Mut 2006 

BMPR2 Missense 
 

c.1471C>T p.Arg491Trp Idiopathic 
PAH 

Girerd, Resp 
Res 2010 

BMPR2 Deletion c.77- ?_967+ 
?del 

- Idiopathic 
PAH 

Unpublished 

ACVRL1 Missense 
 

c.955G>C p.Gly319Arg Idiopathic 
PAH 

Machado Hum 
Mut 2015 

ACVRL1 Missense 
 

c.1451G>A p.Arg484Gln Idiopathic 
PAH 

Machado JACC 
2009 

ACVRL1 Missense 
 

c.1450C>T p.Arg484Trp Familial PAH Girerd, AJRCC, 
2011 

ACVRL1 Missense 
 

c.1451G>A p.Arg484Gln Familial PAH Machado JACC 
2009 

TBX4 Nonsense c.781C>T p.Arg261* Idiopathic 
PAH 

Unpublished 

TBX4 Nonsense c.231G>A p.Trp77* Idiopathic 
PAH 

Unpublished 

TBX4 Nonsense c.1119C>G p.Tyr373* Familial PAH Unpublished 

EIF2AK4 In frame 
deletion 

c.3159G>A 
HMZ 

p.Lys975_Lys1053del 
HMZ 

PVOD Eyries, Nat 
Genet 2014 

EIF2AK4 Missense 
 

c.1928T>G 
HMZ 

p.Leu643Arg HMZ PVOD Eyries, Nat 
Genet 2014 

 


