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Introduction
Genetic disorders of the kidney are a significant cause of chronic 

kidney disease (CKD) in children, accounting for a substantial 
proportion of pediatric renal conditions. These disorders often lead to 
progressive renal dysfunction and can result in end-stage renal disease 
(ESRD) if not promptly and effectively managed. Early diagnosis and 
intervention are crucial for improving the long-term outcomes and 
quality of life for affected children. The advent of molecular genetics has 
revolutionized the field by enabling the identification of specific genetic 
mutations responsible for these disorders, facilitating more precise 
diagnoses and tailored treatment strategies. This article provides an in-
depth review of the most prevalent genetic kidney diseases in children, 
focusing on their genetic underpinnings, clinical manifestations, 
diagnostic approaches, and current management strategies, highlighting 
recent advances and future directions in the field. [1]

Polycystic kidney disease

Polycystic Kidney Disease (PKD) is characterized by the 
development of multiple renal cysts that can lead to end-stage renal 
disease (ESRD). There are two main forms of PKD: autosomal dominant 
PKD (ADPKD) and autosomal recessive PKD (ARPKD). ADPKD is 
more common and usually presents in adulthood, but can occasionally 
progressive renal insufficiency, and sensorineural hearing loss. It can 
be inherited in X-linked, autosomal recessive, or autosomal dominant 

patterns. Early diagnosis is crucial for managing renal and extrarenal 
manifestations [4].

Congenital anomalies of the kidney and urinary tract 

CAKUT encompasses a wide range of structural abnormalities of 
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