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Two recent articles were published that discuss the benefits of genetic screening for Alport syndrome in
patients with chronic kidney disease (CKD).

In 2018, a consensus was reached to define Alport syndrome based on the presence of a specific genetic
mutation or mutations (genotype) rather than its symptoms (phenotype), such as proteinuria,
hematuria, glomerular filtration rate, hearing impairment, etc.’ Because the presence and severity of
these symptoms vary so widely among patients and can also be impacted by other factors (like age, diet,
medications, blood pressure, etc), it was not a reliable way to classify the disease. As such, the “gold
standard” for Alport diagnosis has become genetic testing that specifically looks for variants in the
COL4A3, COL4A4, and/or COL4AS genes.

However, these recent articles report that genetic testing as a diagnostic tool is still significantly
underutilized by nephrologists, particularly among nephrologists who treat adult CKD patients. In
publishing these findings, the authors seek to educate the broader nephrology community about the
significant benefits such testing can offer many patients, including increased understanding of their
disease and its impact on their treatment options and future planning.
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