Table S1. Genetic Features and the pathogenic prediction of the CPS1 Mutations 
	cDNA change (NM_001875.4)
	Protein change
	Inheritance
	MAF
	ACMG pathogenicity
	CADD
	DANN
	Mutation-Taster
	SIFT
	PolyPhen2_HDIV
	REVEL
	LIST-S2
	MetaSVM

	c.698G>A
	p.Arg233His
	Paternal
	-
	US
	D (5.93)
	D (0.99)
	D (0.60)
	D (0.00)
	D (1.0)
	D (0.91)
	D (0.99)
	D(0.90)

	c.2441G>A
	p.Arg814Gln
	Paternal
	0.00008
	US
	D (5.63)
	D (0.99)
	D (0.62)
	D (0.00)
	D (1.0)
	D (0.94)
	D (0.98)
	D (1.09)

	c.1145C>T
	p.Pro382Leu
	Maternal
	0.0000257
	US
	D (5.52)
	D (0.99)
	D (0.80)
	D (0.01)
	P(0.86)
	D(0.69)
	D (0.98)
	D (0.59)


[bookmark: _GoBack]Abbreviations:P,Pathogenic;D,Damaging;N,Non-conserved;CADD,Combined Annotation Dependent Depletion;DANN,Disease Annotated Neural Networks; SIFT,Sorting Intolerant From Tolerant;PolyPhen2_HDIV; Polymorphism Phenotyping 2 (version using HumDiv training set);REVEL, ReVe integrates REVEL and VEST4 scores; LIST-S2, Logistic regression on Integrated Signature Tools - Score Set 2;MetaSVM, Meta Support Vector Machine; MAF, Minor allele frequency from Genome Aggregation Database; US,Uncertain Significance.

