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Abstract
Jacobsen Syndrome is a rare genetic disorder caused by a deletion of the distal end of chromosome
11. It associates multiple congenital abnormalities including dimorphisms and mental retardation.
It is secondary to a partial deletion in the long arm of chromosome 11. We report a case of Jacobsen
syndrome revealed by persistent thrombocytopenia and we propose to illustrate characteristic
images to contribute to the study of this condition.

Introduction
Jacobsen Syndrome is a rare genetic disorder that associates multiple congenital anomalies with
psychomotor retardation. It is caused by a partial deletion of long arm of chromosome 11 [1]. We
report a case of Jacobsen syndrome diagnosed in the neonatal period.
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A male 25 days aged newborn was referred for persistent thrombocytopenia. He was born at 37
completed weeks of pregnancy. The mother was immunized against toxoplasmosis and rubella. He
was stunted with a birth weight of 2300 g. He had facial dysmorphism associating trigoncephaly,
nasal saddle, and short nose (Figure 1). In addition, the examination showed arthrogryposis (Figure
2). Hands-X-rays showed agenesis of the third phalanx of the left middle finger (Figure 3). He had
no other associated malformations. The cells blood count showed thrombocytopenia at 38000/
mm³ which was persistent. Due to the persistence of hematological abnormalities, a myelogram
was performed showing dysgranulopoiesis, and dyserythropoiesis. The blood karyotype revealed a
partial deletion of long arm of chromosome 11 [del(11)(q23)] corresponding to Jacobsen syndrome.
The newborn had hemorrhages every two to three months requiring platelet transfusions.

Discussion
Jacobsen syndrome is characterized by multiple congenital anomalies and intellectual
retardation. Its prevalence is estimated at 1 per 100000 births with a gender ration of 2 girls/1 boy
[1]. This affection results from the partial deletion of the distal end of chromosome 11. It associates
stunting, mental retardation, facial dysmorphism (trigoncephaly, hypertelorism, epicanthus, short
noses, retrognatism, low ear implantation, nasal tracking, palatal and dental anomalies), cardiac
malformations are present in half of the cases, as well as abnormalities of the extremities [1,2].
Ocular, digestive and renal malformations are described as well as endocrine and immunological

Figure 1: Facial dysmorphism associating trigoncephaly, nasal saddle, short nose.
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abnormalities [2]. Thrombocytopenia is the main haematological
abnormality. The prognosis of these patients is conditioned by cardiac
malformations. Cytopenias are often spontaneously regressive, but
thrombocytopenia may persist as the presented case.

Conclusion
We reported a particular observation as Jacobsen syndrome was
revealed by an early and persistent thrombocytopenia. Dimorphism
was unrecognized by the primary care physician. Thus it is important
to recall the clinical presentation and the characteristic dimorphism
to guarantee early diagnosis and management.
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Figure 2: The examination showed arthrogryposis.
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Figure 3: Hands-X-rays showed agenesis of the third phalanx of the left
middle finger.
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