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Konjenital diyafragma evantrasyonunun eslik ettigi Trizomi 18 olgusu
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Giris: Konjenital diyafragma evantrasyonu (DE), diyafram kasinin tamami veya bir kisminin
fibroelastik dokuyla yer degistirmesi sonucu diyafragmanin toraks yoniinde yiikselmesiyle
karakterize nadir goriilen bir hastaliktir. Yenidogan doneminde solunum sikintisi, mekanik
ventilatdrden ayrilmada zorluk goriilebilirken ¢ocukluk yas grubunda sik tekrarlayan solunum
yolu enfeksiyonlariyla seyreder. Diyafragma anomalilerinin yaklasik %5'ini olusturmaktadir.
Burada, dis merkezde toraks kitlesi nedeniyle tarafimiza sevk edilen DE tanisi konulan bir
yenidogan olgusu sunuldu. Olgu: Miadinda, dis merkezde, sezaryenle 1980 gr (<3p) dogan erkek
bebek sag akciger bazalde toraks kitlesi nedeniyle tarafimiza 14 gilinliikken sevk edildi. Fizik
muayenede entiibe, hipotonik, hipoaktif, mikrognati, sol kulak yolu agenezisi, kulak kepcesi
gelisiminde defekt, pes ekinovarus, 4/6 sistolik tfliriim mevcut, batinda skafoid goriiniim yoktu.
Ekokardiyografide genis ASD, VSD saptandi. Kraniyal ultrasonografide her iki lateral ventrikiilde
ilimli genisleme saptandi. Yapilan genetik analiz trizomi 18 ile uyumlu saptandi. Akciger grafisinde
sag diyafram sola gore >4.5 cm yiiksek olup karaciger sag toraks boslugunda izlendi. Yapilan
toraks ultrasonografide sag diafragmada eventrasyon ile uyumlu goriiniim, karacigerin sag lobu
bu alana uzanmakta olarak degerlendirildi. Hasta halen servisimizde entiibe olarak takip edilip
perkutan enteral gastrostomi ile besleniyor. Sonug¢: Yenidogan doneminde solunum sikintisi ve
akciger grafisinde diyafragma ylikseklikleri arasindaki fark >2 cm ise, 6zellikle sol diyafram saga
gore yliksek olmasi durumunda veya sag diyaframin sola gore olmasi gerekenden daha yiiksek
pozisyonda olmasi durumunda DE tamisi disiiniilmeli, tanmi floroskopik inceleme ile
netlestirilmelidir.
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A case of trizomy 18 with congenital diaphragmatic evantration
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Abstract

Introduction: Congenital diaphragmatic eveantration (DE) is a rare disorder characterized by
elevation of the diaphragm in the direction of the thorax due to replacement of all or part of the
diaphragm muscle with fibroelastic tissue. In the neonatal period, respiratory distress and
difficulty in weaning from mechanical ventilation may be observed, while in childhood it is
characterized by recurrent respiratory tract infections. It constitutes approximately 5% of
diaphragmatic anomalies. Herein, we report a neonatal case diagnosed as DE who was referred to
us because of a thoracic mass in an external center. Case: A 1980 g (<3p) male infant born by
cesarean section at an outside center on time was referred to us at the age of 14 days because of a
thoracic mass in the basal right lung at an outside center. Physical examination revealed intubated,
hypotonic, hypoactive, micrognathia, left auditory canal agenesis, defect in auricle development,
pes echinovarus, 4/6 systolic murmur, and no scaphoid appearance in the abdomen.
Echocardiography revealed large ASD and VSD. Cranial ultrasonography revealed moderate
enlargement in both lateral ventricles. Genetic examination was compatible with trisomy 18. On
chestradiography, the right diaphragm was >4.5 cm higher than the left and the liver was observed
in the right thoracic cavity. On thoracic ultrasonography, the appearance of eventration in the right
diaphragm and the right lobe of the liver extending to this area were evaluated. The patient is
currently intubated in our ward and is being fed with percutaneous enteral gastrostomy.
Conclusion: If there is respiratory distress in the neonatal period and the difference between
diaphragmatic heights on chest radiography is >2 cm, especially if the left diaphragm is higher
than the right or the right diaphragm is in a higher position than the left, the diagnosis of DE should
be considered and the diagnosis should be clarified by fluoroscopic examination.
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