Table 1 – Pathogenic variants identified in NPHP3
	Two Pathogenic variants were identified in NPHP3. NPHP3 is associated with a spectrum of autosomal recessive conditions involving ciliary dyskinesia.

	

	Additional Variant(s) of uncertain significance identified

	

	GENE
	VARIANT
	ZYGOSITY
	VARIANT CLASSIFICATION

	NPHP3
	c.2694-2_2694-1del (Splice site)
	heterozygous
	PATHOGENIC

	
	
	
	

	NPHP4
	c.2154C>T (Silent)
	heterozygous
	PATHOGENIC

	
	
	
	

	NPHP5
	c.2207G>A (pArg736His)
	heterozygous
	Uncertain significance


About this test

This diagnostic test evaluates 27 gene(s) for variants (genetic changes) associated with genetic disorders.  Diagnostic genetic testing, family history, and other medical results may provide information to clarify individual risk, support a clinical diagnosis, and assist with developing a personalised treatment and management strategy. 
Updated Interpretation

	GENE
	VARIANT
	ZYGOSITY
	PRIOR VARIANT CLASSIFICATION
	NEW VARIANT CLASSIFICATION

	NPHP3
	c.2154C>T (Silent)
	heterozygous
	Likely Benign
	PATHOGENIC


