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RESUMO

A anomalia de Ebstein da vélvula tricispide é
uma cardiopatia congénita

complexa rara. A etiologia é desconhecida e,
na maioria dos casos parece ser multifactorial.
A mortalidade no perfodo neonatal é alta.

Os autores apresentam um caso clinico de
anomalia de Ebstein grave com diagnéstico
pré-natal. No perfodo perinatal efectuou-se um
shunt de Blalock-Taussig modificado a
esquerda e aos cinco meses de vida foi
submetida a valvuloplastia pulmonar
percutinea com sucesso. A evolugdo clinica
tem sido favordvel tendo-se optado por ndo
efectuar operacdo de Glenn. Actualmente com
18 meses de vida encontra-se assintomatica.
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INTRODUCAO

2

Aanomalia de Ebstein (AE) da vélvula
tricispide é uma cardiopatia congénita
complexa rara, com uma incidéncia de 1:20000
nados-vivos, contribuindo para 0,5% de todas as
malformagdes cardiacas congénitas . A etio-
logia é desconhecida, e na maioria dos casos
parece ser multifactorial. Apesar de raros, tém
sido descritos casos de AE familiar ¢, A
incidéncia é igual nos dois sexos®. A mortalidade
no perfodo neonatal é alta, atingindo 70 a 85%,

mesmo nos grandes centros, sobretudo quando os

ABSTRACT

Ebstein’s Anomaly: a Case with an
Unexpected Evolution

Ebstein’s anomaly of the tricuspid valve is a
rare and complex congenital heart defect. lis
etiology is unknown and in the majority of
cases it is multifactorial. Mortality in the
neonatal period is high.

The authors present a case of severe Ebstein’s
anomaly diagnosed antenatally. In the perinatal
period a Blalock-Taussig shunt was performed
and at the age of five months the infant
underwent successful percutaneous pulmonary
valvuloplasty. The clinical outcome has been
favorable and we decided to postpone a Glenn
procedure. At 18 months the child is
asymptomatic.
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INTRODUCTION

bstein’s anomaly of the tricuspid valve is a

rare and complex congenital heart defect,
with an incidence of 1/20 000 live births,
accounting for 0.5% of all congenital cardiac
malformations 2. Its etiology is unknown and in
the majority of cases it is multifactorial. A few
cases of familial Ebstein’s anomaly have been
reported ©?. Incidence is the same for both
sexes @. Mortality in the neonatal period is high,
up to 70-85% even in large centers, particularly
when symptoms appear early and surgery is
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sintomas sdo precoces e é necessdria cirurgia -,

O diagnéstico pré-natal, com a identificacdo dos
sinais de gravidade, e o tratamento destes
doentes, assim como a interrupgdo da gravidez
nos casos com insuficiéncia cardiaca grave e
intratdvel, pode melhorar o prognéstico desta
doenca®?, tal como se verificou no nosso caso.

CASO CLINICO

Crianca do sexo feminino, raca caucasiana,
primeira filha de pais jovens ndo consanguineos.
A mde e a av6 materna eram portadoras de
anomalia de Ebstein da védlvula tricispide. Pelas
18 semanas de gestacfio fez-se o diagndstico de
cardiopatia caracterizada por anomalia de
Ebstein da vélvula tricaspide, dilatagdo das
cavidades direitas com disfuncdo do ventriculo
direito, atrésia funcional das véalvulas trictspide e
pulmonar e fluxo retrégrado nas artérias pulmo-
nares e no ventriculo direito proveniente do canal
arterial. Fizeram-se avalia¢des seriadas da
cardiopatia as 23, 27 e 30 semanas de gestacdo
(Figura 1). Nunca houve evidéncia de insufi-
ciéncia cardfaca direita, apesar da aparente

Figura 1. Ecocardiograma pré-natal as 23s - Plano de 4 cAmaras:
Desproporg¢ao ventricular, com hipoplasia do ventriculo direito e
anomalia de Ebstein da vélvula tricdspide. AD: aurfcula direita,
AE: aurfcula esquerda; VD: ventriculo direito; VE: ventriculo
esquerdo.

Figure 1. Prenatal echocardiogram at 23 weeks: 4-chamber view,
showing ventricular disproportion, with right ventricular
hypoplasia and Ebstein’s anomaly of the tricuspid valve. AD:
right atrium; AE: left atrium; VD: right ventricle; VE: left
ventricle.
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required "9, Prenatal diagnosis identifying signs
of severity, and appropriate treatment or
termination of the pregnancy in cases of severe
and untreatable heart failure, may improve
prognosis in this disease ® %, as was the case in
our patient.

CASE REPORT

We present the case of a female infant, white,
the first daughter of young, non-consanguineous
parents. Her mother and maternal grandmother
had Ebstein’s anomaly of the tricuspid valve. At
18 weeks of gestation, heart disease was
diagnosed, including Ebstein’s anomaly, right
chamber dilatation with right
dysfunction, functional atresia of the tricuspid

ventricular

and pulmonary valves and retrograde flow in the
pulmonary arteries and right ventricle originating
from the ductus arteriosus. Serial assessments
were performed at 23, 27 and 30 weeks of
gestation (Figure 1), which showed no evidence of
right heart failure despite the apparent severity of
the situation, and pulmonary artery dimensions
remained normal. The child was born at 38 weeks

Figura 2. Ecocardiograma pés-natal aos 18 meses - Plano de eixo
curto da safda ventricular direita: ventriculo direito bipartido
com boas dimensdes. Arvore pulmonar normal.

Figure 2. Postnatal echocardiogram at 18 months: short axis view
of the right ventricular outflow tract, showing bipartite right
ventricle of a good size, and normal pulmonary tree.
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gravidade da situacdo, e as dimensdes da artéria
pulmonar mantiveram-se normais. Nasceu as 38
semanas por cesariana electiva, com 2100g de
peso e o indice de Apgar foi de 9/10. Confirmou-
-se o diagnéstico e iniciou perfusio de prostaglan-
dinas. No ecocardiograma pés-natal observou-se a
existéncia de regurgitagdo trictspide ligeira,
diminui¢do da importancia do fluxo retrégrado
pulmonar para o ventriculo direito e existéncia de
algum fluxo anterégrado através da vdlvula
pulmonar. Foi operada no terceiro dia de vida,
tendo-se efectuado um shunt de Blalock-Taussig
(BT) modificado a esquerda com Gore-Tex, de 3,5
mm. Teve alta no sétimo dia de vida clinicamente
bem. Verificou-se uma melhoria progressiva da
fungéio ventricular direita, que tornou evidente a
existéncia de obstdculo valvular pulmonar severo.
Aos cinco meses de vida foi submetida a valvu-
loplastia pulmonar percutdnea com sucesso. A
evolucdo clinica tem sido favordvel tendo-se
optado por ndo efectuar operagdo de Glenn. Tem
actualmente 18 meses de idade. Encontra-se
assintomdtica. Tem boa fungdo biventricular,
regurgitacio tricispide ligeira, comunicagdo
interauricular ndo restritiva (Figura 2). O shunt de
BT estd bem funcionante. Perspectiva-se a
possibilidade de oclusdo do shunt e encerramento

da CIA.

DISCUSSAO

A doenga de Ebstein da védlvula tricispide é
uma patologia cardiaca com expressdo clinica
varidvel. No caso presente esta manifestou-se no
periodo pré-natal de uma forma muito particular,
com evidéncia de disfuncdo ventricular direita
grave condicionando atrésia funcional das
valvulas tricispide e pulmonar. O crescimento do
ventriculo direito (VD) fez-se a custa do fluxo
retrégrado proveniente do canal arterial. As
manifesta¢oes pés-natais surgiram precocemente,
atestando a gravidade desta patologia, pela total
dependéncia do canal arterial para assegurar o
fluxo pulmonar. A funcéo sistélica do VD recu-
perou progressivamente, tornando evidente a
existéncia de obstdculo pulmonar critico, com
pressdo supra-sistémica no VD. Somente com
uma avaliacdo mais detalhada em termos hemo-
dindmicos e angiogréficos se poderd concluir pela
possibilidade de uma correc¢éo biventricular ou
de ventriculo e meio.
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by elective Cesarian, and weighed 2100 g with an
Apgar score of 9/10. The diagnosis was confirmed
and prostaglandin perfusion was initiated. The
postnatal echocardiogram showed mild tricuspid
regurgitation, reduction in the pulmonary
retrograde flow to the right ventricle, and a small
anterograde flow through the pulmonary valve. A
modified left Blalock-Taussig (BT) shunt was
performed on the third day of life, with a 3.5 mm
Gore-Tex patch. The infant was discharged on the
seventh day of life, clinically well. There was
progressive improvement in right ventricular
function, which then revealed severe pulmonary
valve obstruction. Successful percutaneous
pulmonary valvuloplasty was performed at the
age of five months. The clinical outcome has been
favorable and we decided to postpone a Glenn
procedure. The child is now 18 months old and
asymptomatic. She has good biventricular
function, mild tricuspid regurgitation, and a non-
restrictive atrial septal defect (ASD) (Figure 2).
The BT shunt is functioning well. Shunt occlusion
and ASD closure are under consideration.

DISCUSSION

Ebstein’s disease of the tricuspid valve has a
variable clinical expression. In the case
presented it was manifested in the prenatal
period in an unusual form, with evidence of
severe right ventricular dysfunction resulting in
functional atresia of the tricuspid and pulmonary
valves. Growth of the right ventricle (RV) gave
rise to a retrograde flow from the ductus
arteriosus. Postnatal manifestations appeared
early, reflecting the severity of the disease, with
total dependence on the ductus arteriosus to
provide pulmonary flow. RV systolic function
progressively improved, which then revealed

severe pulmonary valve obstruction, with
suprasystemic RV pressures. Only after a more
detailed hemodynamic and angiographic

assessment will a decision be made on the
possibility of a biventricular, or one and one-half
ventricle, repair.

CONCLUSION

In the case presented, the severity of
presentation in utero suggested a poor outcome.
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CONCLUSAO

No caso que descrevemos, a gravidade da sua
apresentacio in utero fez-nos admitir uma
evolucdo desfavordvel. Pelo contrério, a situacdo
desde o nascimento até a cirurgia inicial progre-
diu favoravelmente. Em termos hemodinidmicos
houve uma recuperagdo notdvel da fungdo
ventricular direita. A plastia pulmonar foi funda-
mental para obstar a sobrecarga de pressdo
ventricular. Foi possivel excluir a realizagdo de
operagdo de Glenn. A mais longo prazo o
prognéstico parece-nos favordvel, sendo de
prever a possibilidade de uma boa funcdo
biventricular, com a oclusdo do shunt e da
comunicacdo interauricular.

—p—

However, the situation from birth to the initial
surgery evolved favorably. In hemodynamic
terms, there was considerable improvement in
right ventricular function. Pulmonary valvu-
loplasty was essential to prevent ventricular
pressure overload, but a Glenn procedure has not
been required. Prognosis appears favorable in the
long term, with the possibility of good
biventricular function and shunt occlusion and

ASD closure.
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