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association. The association has 7 compo-nervous system anomalies, growth hormone de-
nents’? ficiency, rib anomalies, ptosis, scoliosis and
* Colobomatous malformation sequence (80%) clinodactyly frequently accompany the main

'2 . .
* Heart anomaly (70%, septal defects and co-{eaut”jsl' ¢ ;-]O r;e;keta dlagfn:)hsm, pres.er:.ce (.Jf at
notruncal abnormalities are the most fre- east 4 of the eatures ot the association 1S re-

guent anomalies, others are patent ductusqu"ed’ including a major anomaly (ie, choanal
arteriosus and TOF) atresia, colobom&)? Our patient hadbilateral
choanal atresia, heart anomaly (TOF), intrau-

terine and postnatal growth retardation, ante-
* Retarded growth and development and/or patal polyhydramnios, velopharyngeal

central nervous system anomalies (mentaldiscoordination, micrognathia, high-arched
70% and growth 75%) palate, dysmorphic facies and ear anomaly.

T he diagnose of our patient was CHARGE tracheoesophageal fistula, microcephaly, central

* Atresia choanae (50%)

Genital anomalies and/or hypogonadism

, o Antenatal polyhydramnios, intrauterine
(male 70%, female 30%) growth retardation, antenatal heart and brain ab-
* Ear anomalies and/or deafness (90%) normality, respiratory distress and/or apnea, eéntr

Each of the main features of the syndrome cyanosis, dysmorphic features, swallowing and
can be present in Varying degrees of severityfeeding diffiCU|ty during neonatal period should
ranging from near normal to the most severe,alert the physician for the syndrome. Criteria for
and no single feature is present in all individuals poor survival include the following?
affected with the defects® Other anomalies,
including facial asymmetry, unilateral facial
nerve paralysis, renal abnormality, orofacial =~ — Complex cyanotic congenital heart disease
clefts, micrognathia, Di George Sequence, ocular
hypertelorism, anal atresia and/or stenosis,
omphalocele, esophageal atresia,  — Esophageal atresia

— Bilateral choanal atresia

— Central nervous system anomalies

Most incidents of CHARGE Syndrome are
Gelig Tarihi/ Received: 28.05.2004 Kabul Tarihi/ Accepted: 11.10.2004 sporadic. A SpeSiﬁC gene defeCt haS not been iden_
tified. A few individuals with inverted duplication
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Health Ministry Ankara Digkapi Children’s Training and of 14q22-q24.3, microdeletion of chromosome
Research Hospital,
Neonatal Intensive Care Unit, ANKARA 220.11.2, and 9pchromosomal defect are reported
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to have CHARGE-like features.
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