Clearly pathogenic mutations: Those that truncate the protein or alter the canonical splicing sequences (AG/GT).
1. Nonsense: A nucleotide substitution resulting in a stop codon.

2. Frameshift: Insertion or deletion altering the reading frame of the mRNA.

3. Canonical splicing: Change in canonical nucleotides flanking the exon, which change the way the intron is cleaved from the exon.

4. Large chromosome rearrangements: Deletion or insertion of a considerable region of the gene, usually involving more than one exon.

Mutations of uncertain clinical significance: Those that do not alter the reading frame or have uncertain consequences. Their pathogenicity is unclear and require further analysis.

1. Missense: Substitution of one amino acid for another.
2. In-frame (deletions and insertions maintaining the reading frame): Gain or loss of a number of multiple of three nucleotides, thus maintaining the reading frame.
3. Non-canonical splicing: Changes in the excision of introns not affecting the canonical nucleotides flanking the exon.

De novo mutations: A mutation occurring in a family for the first time.
Mosaicism: A mutation that occurs in an early embryonic stage, but does not affect all the cells (the affected patient is a chimera). Mosaicism may also affect germ cells (the patient produces germ cells with and without mutation).
Hypomorphic alleles or alleles with incomplete penetrance: A sequence variant alone does not lead to a typical phenotype of ADPKD, because it is generated with the protein partially functioning. Patients with these mutations in both alleles have a common or severe form of the disease.
