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Figure S2. Hybrid minigene assay reveled the aberrant mRNA splicing of classic splicing
variant of the PKHD1 gene in vitro in ARPKD. (A) Agarose gel electrophoresis and directly
sequenced (right panel) of the RT-PCR products of minigene transcripts in HEK293T cells
of variant c.7351-2A>T. cDNA sequencing of variant c.7351-2A>T showed a exon 47
skipping. Lane 1: marker; Lane 2: pSPL3 (263 bp); Lane 3: E47-WT (399 bp); Lane 4:
¢.7351-2A>T (399 bp and 263 bp); Lane 5: DDW. (B) Schematic representation of abnormal
splicing of the PKHD exons of variant ¢.7351-2A>T (numbered boxes). A exon 47
skipping in the mutant transcript (upper panel). Predicted amino acids structures translated
from the aberrant transcripts of ¢.7351-2A>T variant deletion of 136bp of exon47 in PKHD1
(down panel).



