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Poland syndrome, a rare congenital disorder with no
functional deficit: a case report
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ABSTRACT

Poland syndrome is a rare congenital syndrome. Most of the reported cases are sporadic, pattern of genetic inheritance
is not known. It is an anomaly in which there is underdeveloped or absent pectoralis major and minor muscles leading
to abnormal appearance of chest on the involved side. Most cases are unilateral with minimal functional abnormality in
majority of the cases but with major cosmetic concerns for the patient. Surgery is rarely indicated but if required is done
mainly for cosmetic purposes. We report a case of Poland syndrome in a young healthy individual as it started becoming
evident.
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INTRODUCTION

Poland syndrome is named after Sir Alfred Poland. He
gave a title of “deficiency of the pectoral muscles”.! Itis a
disorder in which there is absence or underdeveloped
pectoral muscles resulting in abnormalities that can affect
the chest, shoulder, arm and hand. Patients may present
with alopecia of ipsilateral axilla and chest wall.? Severely
affected individuals have abnormalities in renal or
cardiovascular system.

The exact mechanism of inheritance is unknown. Most
cases of Poland syndrome are sporadic with an estimated
incidence of 1:36,000 to 1:50,000.* The severity of this
disorder is variable and it may not become evident till
puberty. It is a rare congenital disorder, hence we report a
case of Poland syndrome in an 18 year old male who
presented in outpatient department at our institute for

routine medical examination for recruitment in Indian
armed force.

CASE REPORT

We report a case of Poland syndrome in an 18 year old
male who presented in our institute for regular routine
medical examination as a part of recruitment in Indian
armed forces. The chief complaint of the patient was
abnormal appearance of the left side of his chest. On
examination, the overlying skin was normal with a thinned
subcutaneous fat layer. Nipple areolar complex was
normal in appearance. There was an evident abnormality
on the left side that appeared as visualisation of ribs
directly under the skin on left side which was not the case
on normal side (Figure 1a). There were no sinuses or scar
marks or sign of any haemangiomas. There were no visible
pulsations on the involved side. On palpation, the
underlying ribs were readily palpable starting from second
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rib to ninth rib due to absence of overlying musculature
and thinned out subcutaneous tissue. The temperature was
comparable to normal side. The patient had full range of
motion on the affected side- abduction, adduction, external
rotation, internal rotation and forward elevation (Figure b-
d).

There was no weakness in adduction and internal rotation.
On internal rotation and adduction, posterior wall of axilla
became prominent due to absence of anterior axillary wall
musculature (Figure 1e). Scapula became prominent on
internal rotation of shoulder on affected side (Figure 1f). It
was observed that patient was using his deltoid muscle to
compensate for the loss of function of pectoral muscles.
There was no functional deficit on the involved side in the
patient and the patient was able to carry out all of his daily
activities without any impairment. Magnetic resonance
imaging of chest wall was done to rule out soft tissue
abnormalities (Figure 2). It was observed in magnetic
resonance imaging (MRI) of the chest that there was
complete absence of pectoral muscles. Rib cage was
normal as evident clinically and in chest radiograph
(Figure 3).

Figure 1: (a) Clinical image showing absence of
pectoral muscles and visible ribs on left side of chest,
(b) comparable abduction on both sides, (¢) normal
internal rotation of the affected side, (d) normal
forward flexion, (e) prominent posterior wall of axilla
on resisted internal rotation, and (f) scapular
prominence on internal rotation.

Electrocardiography and echocardiogram were done to
rule out any associated cardiovascular anomaly. Both of
the investigations were normal. Patient had good exercise
tolerance and metabolic equivalent score was more than
four. Patient did not have any other history of chronic
illness and insignificant childhood history.

No kyphosis or scoliosis was evident clinically. Spine
radiographs in lateral and anteroposterior view were done
to rule out any associated spinal deformities. All routine
blood investigations were within normal limit. Patient was
advised supportive management and referred to higher
centre for genetic counselling and for further management.

Figure 2: MRI chest showing complete absence of
pectoralis muscles on left side.

- O

Figure 3: Normal chest radiograph anteroposterior
view.
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DISCUSSION

People born with Poland anomaly have cosmetic
disabilities which can be managed if correctly diagnosed.
It becomes evident at birth due to asymmetry of chest. It is
more common in males.® It includes aplasia or hypoplasia
of pectoralis major most commonly from the sternocostal
origin associated with various abnormalities most
commonly hypoplasia of pectoralis minor and ipsilateral 2
to 5 rib.® Upper limb abnormality if present include small
hand and or brachysyndactyly.*

There has been rare association with other congenital
syndrome — Mobius syndrome and Pierre — Robin
syndrome.® Exact pathological cause is unknown. Most of
the cases are sporadic. In our patient no such deformity
was present in his siblings or in his ancestors. There was
no associated cardiovascular abnormality or spinal
deformity. There was no associated co morbidities.

There are few studies and case reports in literature on
Poland syndrome. Deniz et al reported a 20 years old
patient with Poland syndrome.® The case had anomaly of
shortness of right hand fingers and syndactyly between
second and third fingers in addition to absence of right
pectoralis muscle group. There was no another associated
anomalities. Strength loss in abduction and adduction of
right shoulder was detected. Baban et al reported a 3 and a
half year old girl with bilateral Poland syndrome
consisting of asymmetric pectoral muscle defects.” There
was complete agenesis of pectoral muscle on the left side
and agenesis of the sternocostal head only on the right side,
nipple hypoplasia, left rib defect, and right hand
symbrachydactyly.

Patient in present study is student by occupation and
wanted to pursue a career in armed forces. The patient is

involved in regular exercises and lifts weights regularly for
his fitness. The abnormality became more evident at
puberty. Patient came for regular routine medical
examination. As patient did not have any functional
limitation, patient was referred to higher centre for genetic
counselling and for further management.
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