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Introduction 

Congenital anomalies, also known as birth defects, are structural or functional abnormalities present from birth. They can affect various parts of the body, 

including the heart, brain, kidneys, and limbs. These anomalies can be minor or major, sometimes leading to significant disability or even death. Preterm 

babies, those born before 37 weeks of gestation, are at a higher risk of congenital anomalies due to the incomplete development of organs and systems. 

In India, congenital anomalies in preterm babies present a significant public health challenge, given the high rates of preterm births and the substantial 

burden of neonatal mortality and morbidity associated with these conditions. 

Types of Congenital Anomalies 

Congenital anomalies can be broadly classified into structural and functional anomalies. 

Structural Anomalies 

Structural anomalies involve physical defects in the development of body parts. Common structural anomalies include: 

1. Congenital Heart Defects (CHDs): These are defects in the structure of the heart or blood vessels that occur during fetal development. 

Examples include ventricular septal defects, atrial septal defects, and tetralogy of Fallot. 

2. Neural Tube Defects (NTDs): These defects occur when the neural tube, which forms the brain and spinal cord, fails to close properly. 

Examples include spina bifida and anencephaly. 

3. Cleft Lip and Palate: These are openings or splits in the upper lip and/or the roof of the mouth that occur when facial structures do not fuse 

properly during fetal development. 

4. Gastrointestinal Malformations: These include conditions such as esophageal atresia, diaphragmatic hernia, and omphalocele, where parts 

of the digestive system are improperly formed. 

Functional Anomalies 

Functional anomalies involve problems with how a body part or system works. Common functional anomalies include: 

1. Metabolic Disorders: These are conditions where the body cannot properly process certain substances, leading to a buildup or deficiency. 

Examples include phenylketonuria (PKU) and galactosemia. 

2. Endocrine Disorders: These are conditions affecting hormone production and regulation, such as congenital hypothyroidism. 

3. Neurological Disorders: These involve problems with brain function, which can lead to developmental delays, intellectual disabilities, and 

seizures. Examples include cerebral palsy and epilepsy. 

Prevalence and Risk Factors in India 

India has one of the highest rates of preterm births globally, with an estimated 3.5 million preterm babies born each year. The prevalence of congenital 

anomalies in preterm babies is significantly higher than in full-term infants. Several factors contribute to this increased risk: 
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1. Maternal Health: Conditions such as diabetes, hypertension, and infections during pregnancy can increase the risk of preterm birth and 

congenital anomalies. 

2. Genetic Factors: Family history of congenital anomalies can increase the risk of recurrence in subsequent pregnancies. 

3. Environmental Factors: Exposure to teratogens such as alcohol, tobacco, certain medications, and environmental pollutants can increase the 

risk of congenital anomalies. 

4. Nutritional Deficiencies: Lack of essential nutrients, particularly folic acid, during pregnancy can increase the risk of neural tube defects and 

other congenital anomalies. 

Diagnosis and Screening 

Early diagnosis and screening for congenital anomalies are crucial for managing and treating these conditions. In India, prenatal screening and diagnostic 

services are increasingly available, although access remains limited in rural and underserved areas. 

Prenatal Screening 

Prenatal screening tests, such as ultrasound and maternal blood tests, can help identify the risk of congenital anomalies. Common screening tests include: 

1. Ultrasound: This imaging technique is used to visualize the fetus and identify structural anomalies such as heart defects and neural tube 

defects. 

2. Maternal Serum Screening: Blood tests measure levels of specific proteins and hormones that can indicate an increased risk of certain 

congenital anomalies. 

3. Non-Invasive Prenatal Testing (NIPT): This test analyzes fetal DNA in the mother's blood to detect chromosomal abnormalities such as 

Down syndrome. 

Diagnostic Tests 

If a screening test indicates a higher risk of congenital anomalies, diagnostic tests can confirm the diagnosis. These tests include: 

1. Amniocentesis: A sample of amniotic fluid is taken to test for genetic and chromosomal abnormalities. 

2. Chorionic Villus Sampling (CVS): A sample of placental tissue is taken to test for genetic conditions. 

3. Fetal Echocardiography: This specialized ultrasound examines the structure and function of the fetal heart. 

Management and Treatment 

The management and treatment of congenital anomalies in preterm babies depend on the type and severity of the condition. Early intervention and 

specialized care are crucial for improving outcomes. 

Medical and Surgical Interventions 

1. Medical Management: Some congenital anomalies, such as metabolic disorders and endocrine disorders, can be managed with medications 

and dietary modifications. 

2. Surgical Interventions: Many structural anomalies, such as congenital heart defects and gastrointestinal malformations, require surgical 

correction. Advances in neonatal surgery have significantly improved survival rates and outcomes for preterm babies with congenital 

anomalies. 

Supportive Care 

Preterm babies with congenital anomalies often require specialized care in neonatal intensive care units (NICUs). Supportive care includes: 

1. Respiratory Support: Many preterm babies with congenital anomalies have underdeveloped lungs and require respiratory support, such as 

mechanical ventilation or continuous positive airway pressure (CPAP). 

2. Nutritional Support: Preterm babies may have difficulty feeding and require specialized nutritional support, including parenteral nutrition 

and fortified breast milk or formula. 

3. Developmental Support: Early intervention programs that provide physical, occupational, and speech therapy can help improve 

developmental outcomes for preterm babies with congenital anomalies. 
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Challenges and Opportunities in India 

Addressing congenital anomalies in preterm babies in India presents several challenges and opportunities. 

Challenges 

1. Limited Access to Healthcare: Access to prenatal screening, diagnostic services, and specialized neonatal care remains limited, particularly 

in rural and underserved areas. 

2. Awareness and Education: There is a need for increased awareness and education about congenital anomalies and their prevention, early 

detection, and management among healthcare providers and the general population. 

3. Healthcare Infrastructure: The availability of NICUs and specialized care for preterm babies with congenital anomalies is inadequate in 

many parts of India. 

Opportunities 

1. Strengthening Healthcare Systems: Improving access to prenatal care, screening, and diagnostic services can help identify and manage 

congenital anomalies early. 

2. Public Health Initiatives: Implementing public health initiatives to reduce risk factors, such as improving maternal nutrition and reducing 

exposure to teratogens, can help prevent congenital anomalies. 

3. Research and Innovation: Investing in research and innovation to improve diagnostic techniques, surgical interventions, and supportive care 

can enhance outcomes for preterm babies with congenital anomalies. 

Conclusion 

Congenital anomalies in preterm babies are a significant public health concern in India, contributing to neonatal mortality and long-term disability. 

Addressing this issue requires a multifaceted approach, including improving access to prenatal care, screening, and specialized neonatal care, increasing 

awareness and education, and strengthening healthcare systems. By addressing these challenges and leveraging opportunities, India can improve the 

health and well-being of preterm babies with congenital anomalies and reduce the burden of these conditions on families and society. 
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