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ABSTRACT  

 

Thrombocytopenia and absent radius syndrome (TAR) is a rare genetic disorder which is inherited as an 
autosomal recessive trait. This disorder is characterized by low levels of platelets in blood 

(thrombocytopenia) resulting in potentially severe bleeding episodes primarily during infancy. Other 

characteristic findings include bilateral radial aplasia. Other abnormalities may also be present such as 

defects of hands, structural malfunctions of the heart and kidneys. 
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INTRODUCTION 

Thrombocytopenia and absent radius 

syndrome (TAR) is a rare genetic disorder 

which is inherited as an autosomal recessive 

trait. This disorder is characterized by low 

levels of platelets in blood 

(thrombocytopenia) resulting in potentially 

severe bleeding episodes primarily during 

infancy. Other characteristic findings 

include bilateral radial aplasia. Other 

abnormalities may also be present such as 

defects of hands, structural malfunctions of 

the heart and kidneys. 

The prevalence of TAR syndrome is 

estimated at 1:200,000-1:100,000. 

 

 

 

 

CASE PRESENTATION 

History: A one and half month old female 

child  born to a couple of  II degree 

consanguineous marriage, presented  with 

abnormality of  both upper limbs and 

umbilical swelling since birth and was 

referred to the RadioDiagnosis department 

for imaging. 

The baby was a product of a full 

term pregnancy and delivered through 

normal vaginal delivery and baby cried 

immediately after delivery. There was no 

history of birth trauma and no family history 

of similar illness.  

Examination: On musculoskeletal 

examination, both forearm were shortened 

with associated bowing and fixed flexion at 

the elbow and wrist joint. 

Lab Findings: Platelet count : 48,000/ mm
3
. 
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Imaging findings:  

             
a. Right kidney is normal on abdominal ultrasound.                                      b. Abdominal ultrasound showed hypoplasia of  left kidney. 

      

         
 

c. Plain radiograph of both the upper limbs showed congenital                  d. Bowing of the ulna and flexion deformity of the elbow and         

absence of radius.                                                                                              wrist joint. 

                              

 

DISCUSSION 

TAR syndrome is a rare genetic 

disorder characterized by low platelet level 

and radial aplasia.
[1]

 

A case of a one and half month old 

female with TAR syndrome was presented 

to highlight the radiological features 

Thrombocytopenia, which may be 

transient, is seen in 100% of cases diagnosed 

with TAR syndrome.
[2]

 

The upper limb abnormalities range 

from isolated absent radii with normal 

thumbs, as seen in our case. 

Lower extremity anomalies occur in 

46% of patients but are usually less severe 

than those of the upper limbs. These 

abnormalities include hip dislocation, 

femoral torsion, tibia torsion and deformity 

of the knee.
[3]

 None of these were seen in 

our case except hypoplastic left kidney. 

d 

a 
b 

c 
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The etiology of radial aplasia in TAR 

syndrome is a primary failure of 

chondrogenesis and not a disorder of 

vasculogenesis as in other disorders with 

absent radii.
[4]

  

In an attempt to understand the 

genetic basis of TAR syndrome, Klopocki et 

al. reported that TAR syndrome has a 

complex pattern of inheritance associated 

with a common interstitial microdeletion of 

200 kb on chromosome 1q21.1 and an 

additional, as yet unknown, modifier.
[5]

  

Houeijeh et al. mentioned that the 

identification of the 1q21.1 deletion allows 

for confirmation of the TAR syndrome 

diagnosis, particularly in patients with 

atypical phenotypes, and it also allows for 

accurate genetic counselling, especially 

when it occurs de novo.
[6]

 

The genomic structure of the 1q21.1 

breakpoint regions is extremely complex, 

with at least four large segmental 

duplication blocks ranging in size from 270 

kb to 2.2 Mb. Within 1q21.1 there are two 

areas where a deletion can be found: the 

TAR area for the TAR syndrome and the 

distal area for other anomalies. The 1q21.1 

deletion syndrome will commonly be found 

in the distal area, but an overlap with the 

TAR area is possible.
[7] 

Eye abnormalities are seen in 26% of 

individuals with 1q21.1 microdeletion and 

may include strabismus, chorioretinal and 

iris colobomas, microphthalmia, 

hypermetropia, Duane anomaly, and 

congenital cataract.
[8] 

 

CONCLUSION 

TAR syndrome is a rare genetic 

disorder characterized by low platelet level 

and radial aplasia. A case of a one and half 

month old female with TAR syndrome was 

presented to highlight the radiological 

features. This patient had congenital absence 

of radius with bowing of the ulna and 

flexion deformity of the elbow and wrist 

joint with hypoplasia of left kidney. The 

patient was transfused with platelet 

concentrate having presented with low 

platelet count, and she improved thereafter. 
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