Attachment 1 cDNA mutation sites of PKD and male clinical diagnosis from other reports and our study

	Source of cases
	Case
	Genes
	cDNA mutation sites
	Male clinical diagnosis

	LI et al. 2022 [7]
	1
	
	Refusal of genetic testing
	Severe oligospermia

	LI et al. 2022
	2
	PKD1
	c.12154G > C
	Severe oligospermia

	LI et al. 2022
	3
	PKD1
	c.12608_12635del
	Severe oligonucleospermia

	LI et al. 2022
	3
	PKD1
	c.12608_12635del
	Severe oligonucleospermia

	LI et al. 2022
	4
	PKD1
	c.7863 + 1G > A
	Severe oligospermia

	LI et al. 2022
	5
	PKD1
	c.6752_6754del/c.8751G > A
	Mild asthenospermia

	LI et al. 2022
	6
	
	No pathogenic mutations found in PKD1, PKD2 and GANAB
	Mild oligospermia

	LI et al. 2022
	7
	PKD1
	c.412C > T
	Mild teratospermia

	LI et al. 2022
	8
	PKD1
	c.7915C > T
	Mild oligonucleospermia

	LI et al. 2022
	9
	PKD1
	c.8831T > A
	Azoospermatism

	LI et al. 2022
	10
	PKD1
	c.9335G > A/c.10678G > A
	Mild asthenospermia

	LI et al. 2022
	11
	PKD1
	c.11423G > A
	Mild oligonucleospermia

	LI et al. 2022
	12
	PKD1
	c.2527T > C/c.12444 + 1G > A
	Severe oligonucleospermia

	LI et al. 2022
	13
	PKD1
	c.9592C > T
	Severe asthenospermia

	LI et al. 2022
	14
	PKD1
	c.1699_1700delTC
	Mild oligospermia

	LI et al. 2022
	15
	PKD1
	c.12197_12198dupGC
	Azoospermatism

	LI et al. 2022
	16
	PKD1
	c.8201dupC
	Severe oligospermia

	LI et al. 2022
	17
	
	Refusal of genetic testing
	Azoospermatism

	LI et al. 2022
	18
	PKD1
	c.5014_5015del
	Mild oligonucleospermia

	LI et al. 2022
	19
	PKD1
	c.348_352delTTTAA
	Mild asthenospermia

	LI et al. 2022
	20
	PKD2
	c.1774C > T
	Mild asthenospermia

	LI et al. 2022
	21
	PKD1
	c.10500-5_10504dup10
	Severe oligonucleospermia

	LI et al. 2022
	22
	PKD1
	c.12373delC
	Severe asthenospermia

	LI et al. 2022
	22
	PKD1
	c.12373delC
	Severe asthenospermia

	LI et al. 2022
	23
	PKD1
	c.11723_11724dup
	Severe oligonucleospermia

	LI et al. 2022
	24
	PKD1
	c.11057T > C
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	1
	PKD1
	c.11449 G>T
	Mild asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	2
	PKD1
	c.856_862delTCTGGCC
	Mild asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	3
	PKD1
	c. 10145delC
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	4
	PKD1
	c.4379T > G
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	5
	PKD1
	c. 8972dupA
	Severe oligoasthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	6
	PKD1
	c. 385T>C
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	7
	PKD1
	c.11509del
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	8
	PKD1
	c.4333_4336delGTCA
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	9
	PKD1
	Multi-site mutation
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	10
	PKD1
	c.11258G>A
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	11
	PKD1
	c.7204C>T
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	12
	PKD1
	c.7948_7949delCT
	Mild teratospermia

	Center of Reproductive Medicine, Changzheng Hospital
	13
	PKD1
	c.10420C>T
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	14
	PKD1
	c.8235T>G/c.8279T>C/c.8282G>C/c.8291T>C
	Moderate oligoasthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	15
	PKD2
	c.1521G>A
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	16
	PKD1
	c.11081_11082delinsAA
	Moderate oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	17
	PKD1
	c. 3597_3601delTGCGG
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	18
	PKD1
	c.12248C>A
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	19
	PKD1
	c.12163delC
	Moderate asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	20
	PKD1
	c.1930G>T
	Mild teratospermia

	Center of Reproductive Medicine, Changzheng Hospital
	21
	PKD1
	c.3613G>C;c.11838_11845del
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	22
	PKD1
	c.12124C >T
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	23
	PKD1
	c.9241T>C
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	24
	PKD1
	c. 9002G>A
	Mild asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	25
	PKD1
	c.11202C>A
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	26
	PKD1
	c.7209+1G>A
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	27
	PKD1
	c.9784A>G/c.11207A>G
	Severe oligonucleospermia

	Center of Reproductive Medicine, Changzheng Hospital
	28
	PKD1
	c.5873G>A
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	29
	PKD1
	c. 1282delG
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	30
	PKD1
	c.1291C>T
	Normal semen

	Center of Reproductive Medicine, Changzheng Hospital
	31
	PKD1
	c. 1831C >T
	Severe asthenospermia

	Center of Reproductive Medicine, Changzheng Hospital
	32
	PKD1
	c.5799dupG
	Severe oligospermia

	Berckmoes, V., et al. 2019 [8]
	1
	PKD1
	c.11361delT
	Azoospermatism

	Berckmoes, V., et al. 2019
	2
	PKD1
	c.5014delAG
	Severe oligospermia

	Berckmoes, V., et al. 2019
	3
	PKD1
	c.6544 C > T
	Normal semen

	Berckmoes, V., et al. 2019
	4
	PKD1
	c.12138+3delAGGT
	Severe oligospermia

	Berckmoes, V., et al. 2019
	5
	PKD1
	c.3184 C > T
	Severe oligospermia

	Berckmoes, V., et al. 2019
	6
	PKD1
	c.11713-2 A > G
	Normal semen

	Berckmoes, V., et al. 2019
	7
	PKD1
	c.1777G > T
	Mild oligospermia

	Berckmoes, V., et al. 2019
	8
	PKD1
	c.7037delG
	Normal semen

	Berckmoes, V., et al. 2019
	9
	PKD1
	c.4319_4321delCCT
	Obstructive azoospermatism

	Berckmoes, V., et al. 2019
	10
	PKD1
	c.5086 C > T
	Normal semen

	Berckmoes, V., et al. 2019
	11
	PKD1
	c.8566_8567delCA
	Normal semen

	Berckmoes, V., et al. 2019
	12
	PKD1
	c.9398-2 A > G
	Mild oligospermia

	Berckmoes, V., et al. 2019
	13
	PKD1
	c.11935 C > T
	Severe oligospermia

	Berckmoes, V., et al. 2019
	14
	PKD1
	Complete deletion PKD1 gene
	Severe oligospermia

	Berckmoes, V., et al. 2019
	15
	PKD1
	c.6643 C > T
	Normal semen

	Berckmoes, V., et al. 2019
	16
	PKD1
	c.5086 C > T
	Azoospermatism

	Berckmoes, V., et al. 2019
	17
	PKD1
	c.9583 T > C
	Normal semen

	Berckmoes, V., et al. 2019
	18
	PKD2
	c.1978T > A
	Normal semen



