Description of Additional Supplementary Files

File name: Supplementary Data 1

Description: The rare clinically relevant variants and rare functionally relevant homozygous

variants identified in the proband and his sibling.

File name: Supplementary Data 2

Description: The results of all the proteomic findings of the testes from Cep128 KO, Cep128 KI
and WT mice in this study.

File name: Supplementary Data 3

Description: The full lists of the differentially regulated genes of the testes from Cep128 KO,
Cep128 Kl and WT mice in this study.

File name: Supplementary Data 4

Description: The differentially phosphorylated sites of the testes from Cep128 KO, Cep128 KI

and WT mice identified in this study.

File name: Supplementary Movie 1

Description: The WT epididymal sperm were loaded onto a chamber slide for video recording
under a phase-contrast microscope. Normal quantity and motility were observed (n = 3

biologically independent WT mice).

File name: Supplementary Movie 2

Description: The homozygous KO epididymal sperm were loaded onto a chamber slide for video
recording under a phase-contrast microscope. The sharply reduced motility and increased

abnormal morphology were observed in KO sperm (n = 3 biologically independent KO mice).



File name: Supplementary Movie 3

Description: The homozygous Kl epididymal sperm were loaded onto a chamber slide for video
recording under a phase-contrast microscope. The immotile and defective sperm were

observed in KI mice (n = 3 biologically independent KI mice).

File name: Supplementary Movie 4

Description: The heterozygous Kl epididymal sperm were loaded onto a chamber slide for video
recording under a phase-contrast microscope. The normal sperm movement and count were

observed in heterozygous KI mice (n = 3 biologically independent KI mice).



