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Introduction 

Thrombocytopenia absent radius (TAR) syndrome is a rare 
genetic condition, characterized by bilateral absence of the 
radii while both thumbs are present, and thrombocytopenia. 
Skeletal, hematologic, and cardiac system involvement may 
also occur. Incidence of TAR syndrome is 0.42 per 100000 
births. Intracranial hemorrhages due to thrombocytopenia 
or serious cardiac defects are often the cause of death (1). 
Mental retardation may develop secondary to intracranial 
hemorrhage (2). Epilepsy, learning difficulties, intracranial 

vascular malformations, sensorineural hearing loss, 

hypoplasia of corpus callosum and cerebellar dysgenesis 

have been reported as associated neurological abnormalities. 

Although primordial megakaryocytes are suspected to 

take part in pathogenesis due to their role in formation of 

blood vessels, the mechanism leading to this congenital 

phenomenon is not fully understood (3). 

Herein we report a late preterm one-day-old neonate 

diagnosed with TAR syndrome by clinical and laboratory 

data, and confirmed by genetic studies. 

ABS TRACT ÖZ
Trombositopeni radius yokluğu (TAR) sendromu, nadir görülen bilateral radius 
yokluğu ve trombositopeni ile karakterize bir sendromdur. Patofizyolojisi tam 
olarak anlaşılamamıştır. Hastalar nörolojik gelişimlerinin etkilenmemesi 
ve intrakraniyal kanama gibi izlemde gelişebilecek komplikasyonlardan 
korunmak için trombosit transfüzyonuna gereksinim duyabilirler. Burada bir 
günlük geç preterm bir yenidoğanda klinik ve laboratuvar olarak tanı konulan 
ve genetik çalışmalar ile konfirme edilen TAR sendromu olgusu sunulmuştur.
Anahtar Kelimeler: Trombositopeni radius yokluğu, trombositopeni, radius, 
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Thrombocytopenia absent radius (TAR) syndrome is a rare genetic 
anomaly presenting with bilateral radial aplasia and thrombocytopenia. 
Pathophysiology is not fully understood. Patients may need to receive 
thrombocyte transfusions for better neurological outcome and frequent follow-
up may prevent serious complications such as intracranial hemorrhage. Here 
we report a one-day-old late preterm neonate diagnosed with TAR syndrome 
by clinical and laboratory data, and confirmed by genetic studies. 
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Case Report

A 36 5/7-week gestation male infant, with a birth weight 
of 2600 grams, was born by normal vaginal delivery to a 
28-year-old Syrian mother and admitted to neonatal intensive 
care unit for upper limb hypoplasia. Detailed prenatal history 
was absent due to communication issues.

Physical examination revealed radially deviated upper 
limbs with no thumb deformity but hypoplastic fingers. There 
were no deformities in the lower limbs other than laterally 
deviated bilateral halluces (Figure 1). Abdominal examination 
revealed no organomegaly. On cardiac auscultation, a soft 
(2/6) systolic murmur was heard over the left sternal side.

Complete blood count showed white cell count of 29800/
mm3 and platelet count of 36000/mm3. Other laboratory 

results were within normal ranges. Radiography of forearms 
revealed bilateral absence of radii (Figure 2). Echocardiography 
was performed, which showed ventricular septal defect (VSD), 
patent ductus arteriosus (PDA), atrial septal defect (ASD) 
and pulmonary hypertension. Transcranial and abdominal 
ultrasonography were normal. The patient was administered 
platelet transfusion when complete blood count revealed 
that the platelet count was below 25000/mm3. Platelet levels 
increased to 129000/mm3 following transfusion. Monitoring 
the case continues in the postnatal 3rd month. 

Discussion

Thrombocytopenia associated with TAR syndrome 
is believed to be related to a process of defective 
megakaryopoiesis resulting from a faulty progenitor cell. 
Patients usually become symptomatic within the first 4 
months of life, and deaths from intracranial hemorrhages 
often occur in this period (2,4). In a previously published case 
series of 77 patients, overall mortality rate was 27% and 
of these, 21 deaths (66.6%) occurred within the first four 
months, 28.5% in between 4-14 months, and 4.7% after one 
month (5). Episodes of thrombocytopenia often are triggered 
by infections, surgical interventions and in some cases, after 
ingestion of cow’s milk. Episode intervals become less 
frequent, and the severity of the attacks decreases by the 
time patient reaches the age of two. In our case, the patient 
received platelet transfusion when severe thrombocytopenia 
was detected in order to prevent complications.

Leukemoid reaction triggered by stress and infections 
may occur mostly within the first year of life (6). Leukocyte 
levels can increase up to 35000/mm3. Thrombocytopenia 
may worsen and hepatomegaly can be detected on physical 
examination (3). We didn’t determine leukemoid reaction in 
the laboratory analysis of our case.

Pathophysiology of anemia, developing in the patients 
with TAR syndrome within the first year of life, is not clear. 
It may be due to hemolysis, thrombocytopenia related blood 
loss, or short lifespan of the erythrocytes (3). We neither 
observed symptoms related to anemia, nor determined 
abnormal laboratory analysis in the reported case. The most 
important skeletal abnormality detected in TAR syndrome is 
bilateral radius hypoplasia. Autopsy findings have shown that 
patients have normally attached muscles to carpal bones, 
and they always have both thumbs and fingers. Upper 
extremity anomalies associated with TAR syndrome include 
hypoplastic ulna, hypoplastic humerus and syndactyly. In the 
reported case, bilateral radii were absent and the hands were 
deviated toward ulna, but there was no finger abnormality. 
Abnormalities associated with the lower extremity in TAR 
syndrome are mild (5,7). In the reported patient, we did not 
observe pathological findings related to lower limbs, except 
laterally deviated halluces. The ratio of cardiac problems is 
30% among patients with TAR syndrome, and the most 
common heart defects are tetralogy of Fallot (17.6%), ASD 
(17.6%), and VSD (17.6%). Echocardiographic evaluation 
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Figure 1. General appearance of the patient

Figure 2. On the X ray-graphy, absence of bilateral radius was shown
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of our case revealed VSD, PDA, ASD, and pulmonary 
hypertension.

Hedberg and Lipton (5) showed that TAR syndrome has 
18% mortality and the most common causes of death include 
hemorrhages (88.8%) (intracranial, visceral, and pulmonary), 
sepsis (5.5%), and congestive heart failure (5.5%).

TAR syndrome can be diagnosed antenatally after 16 
weeks of gestation by fetoscopy, X-rays and ultrasonography 
(8). In our case, the mother had no follow-up during 
pregnancy. When diagnosed, patients with TAR syndrome 
should be monitored closely and collaboration should be 
made with an orthopedics department. Life expectancy is 
reported normal with successful follow-up. The treatment of 
thrombocytopenia is also important to prevent complications, 
and thrombocyte transfusion is necessary when values reach 
critical level. 
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