
Congenital Hypothyroidism:::: 

Most cases of congenital hypothyroidism are result from thyroid dysgenesis. Some cases are familial; 

these are usually caused by one of the inborn errors of thyroid hormone synthesis and may be 

associated with a goiter 

……………………………………… 

 Most infants with congenital hypothyroidism are asymptomatic at birth, even if there is 

complete agenesis of the thyroid gland normal at birth.  

 Despite this maternal contribution of thyroxine, hypothyroid infants still have a low serum T4 
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 In infants born in areas with no screening program, severe cases manifest features in the first 

few weeks of life, but in cases of lesser deficiency, manifestations may be delayed for months. 

 The prevalence of congenital hypothyroidism based on nationwide programs for neonatal 
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 Congenital hypothyroidism is twice as common in girls as in boys. Before neonatal screening 

programs, congenital hypothyroidism was rarely recognized in the newborn because the signs 

and symptoms are usually not sufficiently developed. 

  Birthweight and length are normal, but head size may be slightly increased because of 

myxedema of the brain  

 Prolongation of physiologic jaundice, caused by delayed maturation of glucuronide 

conjugation, may be the earliest sign. 

  Feeding difficulties, especially sluggishness, lack of interest, somnolence, and choking spells 

during nursing, are often present during the 1st mo of life. 



  Respiratory difficulties, due in part to the large tongue, include apneic episodes, noisy 

respirations, and nasal obstruction. Typically, respiratory distress syndrome also occurs. 

Affected infants cry little, sleep much, have poor appetites, and are generally sluggish.  

 There may be constipation that does not usually respond to treatment. The abdomen is large, 

and an umbilical hernia is usually present. 

  EdMacrocytic anemia is often present and is refractory to treatment with hematinics. 

  Approximately 10% of infants with congenital hypothyroidism have associated congenital 

anomalies. Cardiac anomalies are most common, but anomalies of the nervous system and 

eye have also been reported. Infants with congenital hypothyroidism may have associated 

hearing loss. 

 If congenital hypothyroidism goes undetected and untreated, these manifestations progress. 

Retardation of physical and mental development becomes greater during the following 

months, and by 3-6 mo of age the clinical picture is fully develop.. 

  When there is only partial deficiency of thyroid hormone, the symptoms may be milder, the 

syndrome incomplete, and the onset delayed.  

 ema of the genitals and extremities may be present. 

 The palpebral fissures are narrow and the eyelids are swollen 

 The mouth is kept open, and the thick, broad tongue protrudes. 

  Dentition will be delayed 

 The neck is short and thick. 

  The hands are broad and the fingers are short 

 The skin is dry and scaly, and there is little perspiration 

 Myxedema is manifested, particularly in the skin of the eyelids, the back of the hands, and the 

external genitals 

 Serum levels of T4 or free T4 are low; serum levels of T3 may be normal and are not helpful in 

the diagnosis. If the defect is primarily in the thyroid, levels of TSH are elevated. 

  Serum levels of thyroglobulin are usually low in infants with thyroid agenesis or defects of 

thyroglobulin synthesis or secretion, whereas they are elevated with ectopic glands and other 

inborn errors of thyroxine synthesis. 

 thyroxine given orally is the treatment of choice.  



 Currently, in neonates, the recommended initial starting dose is 10-15 micg/kg/day (totaling 

37.5-50 micg/day).  

   

Thyroxine tablets should not be mixed with soy protein formulas, concentrated iron, or 

calcium, because these can bind T4 and inhibit its absorption….. 

 Levels of serum T4 or free T4 and TSH should be monitored at recommended intervals 

(approximately monthly in the first 6 mo of life, and then every 2-3 mo between 6 mo and 2 

yr) and maintained in the normal range for age.  

 Later, confirmation of the diagnosis may be necessary for some infants to rule out the 

possibility of transient hypothyroidism..  

 

  

 

 


