
82 Indian Journal of Human Genetics January-March 2014 Volume 20 Issue 1

Introduction

The Poland’s syndrome consists of unilateral absence or 
under development of pectoralis major muscle, hypoplasia 
of the breast, associated in some cases with agenesis of 
ipsilateral costal cartilages, athelia and ipsilateral webbing 
of the fingers.[1] It has reported incidence of 1 in 7000‑1 
in 100,000 live births with a male preponderance (male: 
female ratio of 3:1) and is sporadic in nature.[2,3] Thus 
it may have varied presentation. In 75% of the cases, 
hypoplasia is of right hemithorax only.[3] Associated 
features may include underdevelopment or absence of 
one nipple and patchy absence of hair in the axilla. In 
females, there may be underdevelopment or aplasia of one 
breast and underlying (subcutaneous) tissues. In some 
cases, associated skeletal abnormalities may also be 

present, such as underdevelopment or absence of upper 
ribs, elevation of the shoulder blade (Sprengel deformity) 
and shortening of the arm with underdevelopment of the 
forearm bones (i.e., ulna and radius).[4] Other associated 
abnormalities may include dextrocardia, diaphragmatic 
hernia and renal anomalies etc.[5]

Case Report

An 8‑year‑old school boy presented to us with a 
flattening of the left anterior chest wall along with 
hypoplasia and syndactyly of fingers of the left hand since 
birth. He was the fourth product of non‑consanguineous 
marriage. There was no family history of any congenital 
disorder. His siblings were all alive and healthy. He 
has achieved all developmental milestones normally. 
His scholastic performance was satisfactory. On 
examination, child was of average built, weighing 
27 kg and having a height of 129 cm. Arm span was 
122 cm, right side contributing 65 cm and left 57 cm 
(measured from mid‑point of sternum). Others vital were 
within normal limit. His chest was asymmetrical with 
hypoplasia of the left side and absence of left anterior 
axillary fold [Figure 1]. The limbs were asymmetrical, 
left upper limb was short but had a muscle power 4/5 at 
all the joints. Ipsilateral fingers were short and webbed 
(symbrachydactyly) [Figure 2]. Plain skiagram of the 
chest showed no abnormalities of the ribs or heart but 
increased lucency over the left side due to the absence 
of pectoralis major muscle [Figure 3]. Axial computed 
tomography scan showed the presence of pectoralis 
major on the right side but not on the left [Figure 4]. 
X‑ray of the affected limb showed hypoplasia of the 
middle and terminal phalanx along with syndactyly. 
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Poland’s syndrome is a rare congenital condition, 
characterized by the absence of the sternal or breastbone 
portion of the pectoralis major muscle, which may be 
associated with the absence of nearby musculoskeletal 
structures. We hereby report an 8‑year‑old boy with typical 
features of Poland syndrome, the first documented case 
from Uttar Pradesh, India.
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Echocardiography and abdominal ultrasound were 

normal. Based on above mentioned anomalies, diagnosis 

of Poland syndrome was established.

Discussion

Poland syndrome, so named by Patrick Clarkson in 

1962 after observing the similarity of his three cases 

with the one, described by Sir Alfred Poland in 1841. 

The cause of Poland syndrome is uncertain and it often 

occurs sporadically.[2,6] Although some authors have 

suggested a genetic predisposition but Stevens et al.[7] 

have reported the presence of Poland syndrome in only 

one of the two monozygotic twins. Hence there was no 

purely genetic transmission. The disorder is currently 

considered “a non-specific developmental field defect” 
occurring at about the 6th week of fetal development. 
It is suggested that, diminished blood flow through 
the subclavian artery that goes to the arm may be the 
precipitating cause. This diminished supply affects fetal 
growth at about the 46th day of pregnancy, when the fetal 
fingers and pectoralis muscle are developing.[8] The risk 
of reappearance of Poland’s syndrome in the family is 
very rare. Poland’s syndrome thus can be regarded as 
a random condition with an extremely low risk of being 
transmitted from parents to child.

Our case is a classical Poland syndrome as it consists 
only unilateral aplasia of the pectoralis major muscle 
and symbrachydactyly of the left side without any other 
associated defects. However, in our case left hemithorax 
was involved rather than the usual right side.

Figure 1: Pectoral muscles are absent on the left side Figure 2: Symbrachydactyly of the left hand

Figure 3: Plain chest radiography shows increased 
lucency over the left side due to the absence of chest 

muscle

Figure 4: Axial plain computed tomography scan shows 
absent pectoralis major on the left side
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The surgical options for chest wall asymmetry 
depend on anatomical severity, gender, associated 
anomalies and patient preferences which is generally 
recommended after the completion of growth. Treatment 
options include autologous fat injection, pedicled 
latissimus dorsi muscle transfer, transverse rectus 
abdominis musculocutaneous flap, custom-made chest 
wall prosthesis, nipple‑areola complex repositioning, 
mammary prosthesis and sternal/rib reconstruction, or 
a combination of these techniques.[9]

Our case has good functional activity and does not 
require any intervention presently.
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