Supplementary Table 1: Demographic details, clinical phenotypes and genetic variants of Leigh syndrome cases. Details of clinical investigations have been included.
	
	
	
	
	Diagnostic criteria for Leigh Syndrome
	

	Patient
	Gender
	Age at evaluation (years)
	Consanguinity/ family history
	Serum lactate (Biological ref: 0.5-2.2mmol/l)
	MRI
	EEG/
NCV
	Other investigations
	Clinical phenotypes
	Genetic variations

	S13
	Male
	3 years
	3°CM
	7.1
	Generalized mild cerebral atrophy
	
	BERA: bilateral profound hearing loss
	GDD, fresh blood in vomiting 3-4 times a day, distended abdomen, cannot hear, mitochondrial myopathy, floppy body, hypotonia, hyporeflexia
	MT-ND6 chrM:14207G>A (p.Thr156Ile)

	S18
	Female
	6 months
	3° CM
	18
	White matter abnormality with involvement of dorsal brainstem
	NCV: motor axonopathy
	VEP: conduction block in both visual passages

BERA: bilateral hearing only upto cochlea
	Hypotonia, neck drop, fever leading to regression of milestones, seizures

	ECHS1 NM_004092.4(ECHS1):c.160C>T (p.Arg54Cys)

	S20
	Male
	2 years 8 months
	3°CM
	2.89
	Polyploidal mucosal thickening is noted in bilateral maxillary sinuses as well as in bilateral ethmoidal air cells
	NCV: demyelinating neuropathy
	
	Cough, cold, difficulty in walking , hypotonia, spasticity, motor delay,regression of milestones, intentional tremor, hirsuitism since birth, absent DTR
	SURF1
NM_003172.4:c.532_535del (p.Asn178GlufsTer9)

	S24
	Male
	1yr 4 month
	No/ short stature in mother’s family
	3.6
	Restricted diffusion in bilateral subthalamic nuclei and T2 hyperintense signal in bilateral crus cerebri and brainstem with extension into the upper cervical cord.
	Not done
	Not done
	Vomiting, global developmental delay, hypotonia and chronic constipation since birth, recurrent Urinary tract infection (UTI), weight loss and poor oral intake of food was observed. Microcephaly with failure to thrive, along with central hypothyroidism was present. History of hypothyroidism in mother is present with short stature in mother’s family
	SURF1 NM_003172.4:c.758_759del
(p.Thr253SerfsTer38)

	S31
	Female
	7 years
	No
	19.4
	Bilateral putaminal altered signal intensity lesions
	
	
	Child was normal till 6 years of age, later parents noticed slow progressive difficulty in speech, unclear words, lip deviation, difficulty in gripping objects. Difficulty in walking, dystonia, spasticity, cognitive regression
	TTC19
NM_017775.4:c.903T>A (p.Tyr301Ter)

	S47
	Male
	1.2 years
	No 
	2.43
	Bilateral confluent T2/FLAIR hyperintense with Diffused restriction in caudate and putamen with lactate peak
	
	Opthalmology: Astigmatism with nocturnal lagophthalmos

MRS: Lactate peak

USG: Left undescended testis in left inguinal canal
	Dystonia, nor crawling, feeding difficulties, weight loss, motor regression, GDD, hypoglycemia, stranger anxiety, recurrent fever episodes, hypotonia, microcephaly
	TPK1
NM_022445.4: c.620A>T (p.Asp207Val)

	S50
	Male
	4.9 years
	5°CM/ Mother detected with MT-ATP6 and with speech difficulty 
	2.86
	MRI: bilateral basal ganglia hyperintensity with white matter abnormality
	EEG: epileptic encephalopathy

NCV: normal
	BERA: severe bilateral hearing loss

MRS: lactate peak 
	Currently altered sensorioum, Frequent jerks, spasticity, neuroregression with optic atrophy, leukodystrophy, subacute onset and gradually progressive neurodegeneration
	MT-ATP6 chrM:8696T>C (p.Met57Thr)



