

[bookmark: OLE_LINK59][bookmark: OLE_LINK60]Table 3. Variants of CFTR identified in 11 Chinese CF patients with PBS
	Case No.
	Region
	Nucleotide change (HGVS nomenclature)
	Amino acid change
	Type of mutation
	Consequence
	Genotype
	Familial targeted mutation study
	Phenotype information
	Reported/Novel

	
	
	
	
	
	
	
	Father
	Mother
	Sibling
	
	

	1
	Exon 5
	c.532G>A
	p.G178R
	Missense
	G to R at 178
	Homozygous
	+/−
	+/−
	+/+
	CF-causing
	Reported

	2
	Exon 3
	c.263T>G
	p.L88X
	Nonsense
	L to Stop at 88
	Compound Heterozygous
	−/−
	+/−
	NA
	Suspected
	Reported

	
	Exon 18
	c.2909G>A
	p.G970D 
	Missense
	G to D at 970
	
	+/−
	−/−
	
	Unknown
	Reported

	3
	Exon 18
	c.2909G>A
	p.G970D 
	Missense
	G to D at 970
	Compound Heterozygous
	+/−
	−/−
	NA
	Unknown
	Reported

	
	Exon 23
	ΔE23 (c.3718-?_3873+?del)
	NA
	CNV
	Deletion of exon 23 
	
	−/−
	+/−
	
	Suspected
	Novel

	4
	Exon 3
	c.223C>T
	p.R75X
	Nonsense
	R to Stop at 75
	Compound Heterozygous
	−/−
	+/−
	+/−
	CF-causing
	Reported

	
	Exon 18
	c.2909G>A
	p.G970D 
	Missense
	G to D at 970
	
	+/−
	−/−
	−/−
	Unknown
	Reported

	5
	Exon 3
	c.262_266delTTATA
	p.L88FfsX21
	Frameshift deletion
	Frameshift
	Compound Heterozygous
	−/−
	+/−
	NA
	Suspected
	Novel

	
	Exon 23
	c.3859delG
	p.G1287EfsX2
	Frameshift deletion
	Frameshift
	
	+/−
	−/−
	
	Suspected
	Novel

	6
	Intron 8
	c.1116+1G>A
	NA
	Missense
	mRNA splicing defect
	Compound Heterozygous
	+/−
	−/−
	NA
	CF-causing
	Reported

	
	Exon 18
	c.2909G>A
	p.G970D 
	Missense
	G to D at 970
	
	−/−
	+/−
	
	Unknown
	Reported

	7
	Exon 14
	c.2236_2246delGAGGCGATACTinsAAAAATC
	p.E746KfsX8
	Frameshift Delins
	Frameshift
	Compound Heterozygous
	−/−
	+/−
	ND
	Suspected
	Novel

	
	Exon 25
	c.3635delT
	p.V1212AfsX16
	Frameshift deletion
	Frameshift
	
	+/−
	−/−
	
	Suspected
	Novel

	8
	Exon 11
	c.1521_1523delCTT
	p.F508del
	In-frame deletion
	Deletion of F at 508
	Homozygous
	+/−
	+/−
	+/−
	CF-causing
	Reported

	9
	Intron 9
	c.1210-3C>G
	NA
	Missense
	mRNA splicing defect
	Compound Heterozygous
	+/−
	−/−
	NA
	Unknown
	Novel

	
	Intron 24
	c.3964-7A>G
	NA
	Missense
	mRNA splicing defect
	
	−/−
	+/−
	
	Unknown
	Novel

	10
	Exon 8
	c.1000C>T
	p.R334W
	Missense
	R to W at 334
	Compound Heterozygous
	+/−
	−/−
	ND
	CF-causing
	Reported

	
	Exon 13
	c.1733T>C
	p.L578P
	Missense
	L to P at 578
	
	−/−
	+/−
	
	Unknown
	Novel

	11
	Intron 5
	c.579+2insACAT
	NA
	Insertion
	mRNA splicing defect
	Compound Heterozygous
	+/−
	−/−
	+/−
	Suspected
	Novel

	
	Intron 13
	c.1766+5G>T
	NA
	Missense
	mRNA splicing defect
	
	−/−
	+/−
	+/−
	Unknown
	Reported


Novel mutations are formatted in bold.
[bookmark: _Hlk39543083]Abbreviations: CNV = Copy number variation; ND = Not done; NA = Not applicable.
