
I

II

III

c.[7942G>A; 7351-2A>T], 
p.[Gly2648Ser]

c.[7942G>A], 
p.[Gly2648Ser]

c.[7351-2A>T]

Family 2 

I

II

c.[5869G>A; 2507T>C], 
p.[Asp1957Asn; Val836Ala]

c.[5869G>A], 
p.[Asp1957Asn]

c.[2507T>C], 
p.[Val836Ala]

Family 6 

I

II

c.[9780G>A; 8518C>T], 
p.[Trp3260*; Arg2840Cys]

c.[9780G>A], 
p.[Trp3260*]

c.[8518C>T], 
p.[Arg2840Cys]

Family 10 

I

II

III

c.[10756_10759delAACT; 10072G>A], 
p.[Asn3586Serfs*22; Asp3358Asn]

c.[10072G>A], 
p.[Asp3358Asn]

c.[10756_10759delAACT], 
p.[Asn3586Serfs*22]

Family 11 

I

II

c.[6001G>T; 2507T>C], 
p.[Glu2001*; Val836Ala]

c.[6001G>T], 
p.[Glu2001*]

c.[2507T>C], 
p.[Val836Ala]

Family 5 

I

II

III

c.[11525G>A; 7942G>A], 
p.[Arg3842Gln; Gly2648Ser]

c.[11525G>A], 
p.[Arg3842Gln]

c.[7942G>A], 
p.[Gly2648Ser]

Family 9 

I

II

c.[2507T>C;2141-3T>C],
p.[Val836Ala]
 

Family 1 

I

II

c.[3500T>C], 
p.[Leu1167Pro]

Family 3 

c.[11174+5G>A]

c.[3500T>C; 11174+5G>A], 
p.[Leu1167Pro]

I

II

Family 8 

c.[6910C>T; 4199C>T], 
p.[Gln2304*; Ser1400Leu]

c.[4199C>T], 
p.[Ser1400Leu]

c.[6910C>T], 
p.[Gln2304*]

Figure S1

Figure S1. Pedigrees of affected families and variants of the probands. Pedigrees of 9 families 
with PKHD1 pathogenic variants. Squares indicate males, circles females, filled symbols 
indicate that the individual presented cysts, open symbols indicate healthy individuals, and half 
black symbols indicate healthy carrier, NA indicates that DNA sample was unavailable for 
segregation confirmation. Probands are denoted by arrows.
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