Table S1. Quality information of exome sequencing raw data.

	Total number of reads (bp)
	68319407

	Number of reads On Target ± 100 bp (bp)
	40393590

	Target Size (bp)
	45529569

	Mean depth of coverage
	100X

	Quality threshold1 
	97.5%


1The quality threshold refers to the percentage of the defined target region where read depth was at least 10X coverage.






































Table S2. Outline of the variant filtering strategy from exome sequencing data.

	Filtering criteria
	Number of variants

	Total number of variants
	92694

	Rare variants (MAF≤0.001)*
	8412

	Number of variants within 20bp from exon boundaries
	1032

	Excluding variants present in segmental duplication regions
	732

	Number of variants in homozygous state
	44

	Excluding Indian polymorphisms from in house data
	26

	Excluding variants with CADD score ≤ 20
	14

	Excluding dbSNP variants with no reported clinical significance
	3


MAF= Minor Allele Frequency; CADD= Combined Annotation Dependent Depletion; *Variant frequency equal to or less than 0.001 in population databases (1000 Genomes Project, ExAC, ESP and CG69).






















Table S3. List of final 3 homozygous variants left in this patient after filtering.

	Position 
	Reference base
	Alternate base 
	Gene
	OMIM_phenotype, (ID)
	Variant type

	Chr4: 41263942
	T
	C
	UCHL1
	Spastic Paraplegia-79, (615491)
	Splice-site

	ChrX:140993892- 140993991
	GATTCCTGTGAGCCCCTCCTCCTCCTCCACTTTACTGAGTCTTTTCCAGAGTTTCTCTGAGAGAACTCAGAGTACTTTTGAGGGTTTTGCCCAGTCTTCT
	-
	MAGEC1
	NR
	Deletion

	Chr16: 28511175
	-
	CTCCTC
	IL27
	NR
	Insertion


NR- Not Reported





