231166

o [ [ as
mstilasuulaszssiin d-18a-fi-019-n (BMPR2) Tudilsanuawdaauasluilea

geonlsaalafinsuaiia

lugihsanududeauasluoags (puimonary arterial hypertension:PAH) lag
mm:*ﬁhim’mmmg (idiopathic PAH:IPAH) wuiwﬁ@'ﬂqm‘hmunﬁaﬁnmﬂﬁﬂuuﬂm
YDIEU ﬁ-lﬁu-ﬁ-a’ﬁ-q (BMPR2 : bone morphogenetic protein type Il receptor) %am's
Wasuwwsedinan foidunitslunalnnensiifiaveslsa Tﬂﬂﬁ@;ﬂw iPAH Aifins
Wasuuasves BMPR2 ﬁnwuiﬂﬁmw‘hLﬁuTSﬂﬁguLLson'jﬂ LL@fﬂ;&ﬁLﬁﬂ’)ﬁUﬂﬁ
Wasuwas BMPR2 lugthe PAH nlsaalafinisudiniiia (congenital heart disease
:CHD) {d1na

A5dnw : ffihedwan 30 aufiinaz PAH 90 cHD ldasianidniaulasimyisy
Tﬂﬂﬁ@’ﬂ'sﬂ”l.@'i’%'umimuﬁ'ﬂqLﬁaﬂﬁzl.ﬁun'mﬂ‘é"muﬂm’umm’mﬁmﬁamLLm'lmJa@]
(pulmonary artery pressure: PAP), usIdusaInasaliaauaslullaa (pulmonary vascular
resistance: PVR) uaznagauanuiiongdudizamasaidaauasluaalasliaandiouvia
g lalanses

Han13@nm : file PAH §1m7u 30 Au mqﬂ'ﬁﬂg’mﬁ 90 Lhan Lﬂuﬁﬂwﬁﬁm'sz
anuaniealuloags Tnofi mean PAP 48+17 uai.Usam uaz PVR 6.7+4.2 WUm' il
wisihoaaniilu 2 nﬁjuT@ﬂlﬁnﬂﬁLﬂﬁﬂuttﬂaamaa BMPR2 wu'.i"lgﬂ'mmjuﬁﬁmﬁ
Wasuuss BMPR2 (BMPR2 positive) 3 mPAP 44+15 mmHgUasPVR 5.7+4.1 wum’
Lm:r;l:’ﬂ'mnq:m'f%’aﬂﬂz 86 fimImauauasdanmInasauntbangudizeInaaaifoauadln
vaa lunguitheflifinsasuuas BMPR2 (BMPR2 negative) Wuin mPAP 49+17
uu.U58N, PVR 17+4.3 WUm2 uaziasas 87 1avgihuaauauasdaniinasaunal
?'JwgiuﬁmaomamﬁaﬂLL@laluﬂam

unagy: ludiendu PAH 990 CHD fidhsumsinm wuihdnisddsuulag
289 BMPR2 888z 24 Lfli]LLEH]JLﬁUﬂﬁgﬁﬁﬂﬁﬁﬂﬁlﬂﬁﬂuuﬂﬂﬂmﬂﬂEu BMPR2 uazlifing
wWasnulasvesiin wuiﬂgﬂauﬁo 2 ngu laifluandranuluiinslsnduanuuus
289 PAH lagmimwiilaniansmaseunistiangudamaaaifion farin 3NN
maasuudasues BMPR2 'luﬂ'ﬂ'w PAH 910 CHD ldgasviweamswannsalualsa



231166

BMPR2 mutation in Children with Pulmonary Arterial Hypertension associate with
Congenital Heart Disease
Alisa Limsuwan MD*, DuangrurdeeWattanasirichaigoon MD+-
Division of Pediatric Cardiology*, Division of Clinical Genetics+, Department of Pediatrics,

Ramathibodi Hospital, Mahidol University, Bangkok, Thailand.

In patients with idiopathic pulmonary hypertension (iPAH) the mutations of bone
morphogenetic protein receptor type 2 (BMPR2), which have an impact on the clinical
outcome, was well defined. We investigated the occurrence of BMPR2 mutation in
children with associate pulmonary arterial hypertension to congenital heart disease
(aPAH/CHD) and correlate with the disease severity and the pulmonary vasoreactivity
testing.

Methods: BMPR2 mutation types were determined in 30 aPAH/CHD children. All children
underwent cardiac catheterization to obtain baseline hemodynamic data and
responsiveness to pulmonary vasoreactivity testing. Determination of pulmonary
vasoreactivity response in patients with aPAH/CHD is focus on the alteration of
pulmonary vascular resistance (PVR) and pulmonary blood flow (Qp) while the pulmonary

artery pressure(PAP) usually remain unchanged.

Results: Of 30 patients (median-age 90 months) with aPAH/CHD (mean PAP 40+mmHg,
PVR 6.7+4.2) , 23 (76%) were BMPR2 mutation-negative, and 7 (24%) were mutation-
positive. Both BMPR2 mutations —positive and negative have similar response to
pulmonary vasoreactivity test (86% vs 87%, p=0.93) and pulmonary hemodynamics
(mean PAP 44115 vs 49+17 mmHg, p=0.45; PVR 5.7+4.1vs 7.0+ 43 WU.mZ, p=0 .35).

Conclusions: BMPR2 mutation-positive were found 24% of children with aPAH/CHD. In
our cohort, these genetic mutations did not distinguish the responsiveness of pulmonary
vasoreactivity testing or the severity of pulmonary hypertension in term of pulmonary

hemodynamics. Therefore determination of BMPR2 mutation in children with aPAH/CHD

is unlikely to predict the clinical severity of the disease and perhaps the disease outcome.





