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Systematic Differential Diagnosis for Tubulointerstitial Diseases Based on the
Gemome Information
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Tubulo-interstitial diseases play a key role in the pathogenesis of many
chronic kidney diseases. These disorders are usually caused by complex interplay between genetic
environmental factors, while some are ascribed to monogenic defects. Such Mendelian examples are
autosomal-recessive nephronopthisis and autosomal-dominant medullary cystic kidney diseases. Both
diseases share a common pathologic feature consisting of tubular atrophy, basement membrane
irregularity, and cystic formation, and interstitial fibrosis. This study is aimed to elucidate the
molecular causes of adult-onset autosomal dominant tubulointerstitial Kidney diseases (ADTKD) and to

generate a systematic differential diagnosis schema. Our data indicated that some ADTKD(10-20%) are
caused by UMOD mutations. The relevance of MUCL remains unknown because of the technical difficulty
to identify the mutations in the variable number, tandem-repeat region (VNTR).
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