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Abstract: Most cases of Congenital Hypothyroidism result from thyroid dysgenesis. Many a 

times, infants with Congenital Hypothyroidism are detected by Newborn Screening 

Programs. Authors here present a case of Congenital Hypothyroidism  in a 3 months old 

male child who presented with atypical presentation of pitting edema, instead of the usual 

presentation of non-pitting myxedema.  
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Introduction 

Congenital hypothyroidism (CH) represents one of the most common preventable causes of 

mental retardation
[I]

. The hypothyroid fetus is protected  to a certain extent by placental 

transfer of maternal thyroid hormone; serum thyroxine (T4) levels in the cord blood of 

athyroid newborn  approximate one third of  levels in a normal newborn
.[II]

. In the 

hypothyroid fetus, T4 of maternal origin is sufficient to produce near normal fetal brain
[III]

. 

Term infants should ideally be screened at 2-4day of age
[IV]

. Infants with CH detected at the 

later screening time tend to be affected, often with compensated hypothyroidism, or  to 

have delayed TSH elevations
[V]

. Nongoitrous congenital hypothyroidism has been described 

as the "most prevalent inborn endocrine disorder"
[VI]

.
 
 Administration of l-thyroxine is the 

treatment of choice. The most commonly recommended dose range of Levothyroxine is 10-

15 μg/kg/ day. 
[VII]

. Most children born with congenital hypothyroidism and correctly treated 

with thyroxine grow and develop normally in all respects. 

                       

 Case Report 

We present to you a three months old male baby, one of the twins, first in birth order, born 

full term via lower section caesarean section at hospital out of non consanguineous 

marriage  with no significant antenatal or perinatal history. The baby presented with 

complaints of generalised swelling of body. Upon examination, there was generalised pitting 

edema. There were associated coarse facies, macroglossia, mild pallor, esotropia, horizontal 

nystagmus, umbilical hernia, petro-squamal sutural diastasis and a systolic murmur. Mother 

was known hypothyroid taking 50 mcg of l-thyroxine.  Weight,  Length and Head 

Circumference were normal for his age and sex as per Modified WHO growth charts. 

Ultrasonography of abdomen was within normal limits. Liver function tests , Complete blood 

count, Kidney function tests, routine urine examination, 24 hour urinary protein,urinary 

protein to urinary creatinine ratio & echocardiogram were normal. Chest X-ray showed 

increased Cardio-Thoracic ratio.  
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THYROID PROFILE 

 Patient Values Normal Range 

TSH >750 1.70-9.10 

T3 <0.25 1.05-2.45 

T4 <1.00 7.20-14.40 

 

 
 

Discussion 

Most infants with Congenital Hypothyroidism are asmptomatic at birth because of the 

transplacental transfer of maternal T4. As the baby grows old, infants with Congenital 

Hypothyroidism start developing symptoms of the disease which includes myxedema among 

a constellation of various other associated symptoms. Myxedema is a non pitting type of 

edema. But the patient presented with the atypical pitting type of edema, inconsistent with 

the other classical symptoms of Congenital Hypothyroidism, thereby confounding the 

differential diagnoses and making it an enigma  till the various lab studies were conducted 

to come to a conclusive diagnosis.  
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