Table S1: SCA29 Questionnaire
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	Variant
	Inheritance
	ExAC Frequency
	In Silico Prediction*
	Conservation
	ClinVar
	References
	ACMG Classification#
	


	p.T267M
	singleton; singleton
	0
	Deleterious
	Highly Conserved
	Ambry Genetics; Likely Pathogenic (no date provided)
	[4]
	Likely Pathogenic
	

	p.R269W
	de novo
	0
	Deleterious
	Highly Conserved
	GeneDx; Pathogenic (June 24, 2016)
	[10]
	Likely Pathogenic
	

	p.R269G
	de novo
	0
	Deleterious
	Highly Conserved
	-
	
	Likely Pathogenic
	

	p.S277I
	de novo
	0
	Deleterious
	Highly Conserved
	UCLA Clinical Genomics Center; 
Likely Pathogenic (October 1, 2013)
	[4,6]

	Likely Pathogenic
	

	p.K279E
	de novo
	0
	Deleterious
	Highly Conserved
	-
	
	Likely Pathogenic
	

	p.K417_K418ins
	de novo
	0
	Splice Impacting
	Highly Conserved
	-
	[bookmark: _GoBack]Functional studies -aberrant transcript
	Pathogenic
	

	p.N602D
	Inherited
	0
	Deleterious
	Highly Conserved
	-
	[3,5]
	VUS
	

	p.T1386M
	de novo
	0
	Deleterious
	Highly Conserved
	-
	
	Likely Pathogenic
	

	p.V1553M
	Inherited
	0
	Deleterious
	Highly Conserved
	-
	[2,3,7]
	VUS
	

	p.G2506R
	de novo; 
inherited (mat. mosaicism)
	8.28E-06
	Deleterious
	Highly Conserved
	-
	
	Likely Pathogenic
	

	p.I2550T
	singleton; singleton
	0
	Deleterious
	Highly Conserved
	
	
	Likely Pathogenic
	

	p.K2563del
	de novo
	0
	Deleterious
	NA
	-
	[20,21]
	Likely Pathogenic
	


Table S2: Assessment of pathogenicity for ITPR1 variants identified in this study
#Variants were classified as per ACMG guidelines [1] using the mutation analysis program Alamut Visual (V2.8.0). 
*For pathogenicity prediction scores, SIFT 1.0 [2], PolyPhen 2.0 [3], and Mutation Taster [4] were considered in the calculation and consensus of all programs considered a predicted effect on protein function.
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Identification: Initials
Age at present (months)
Age at most recent review
Gender
Family History: Ethnicity
Maternal:
Paternal:
Affected family members If yes, please explain.
Perinatal History: Maternal Age at Delivery

Paternal Age at Delivery

Gravida/Para

Prenatal Concerns (Exposures etc) If yes, please explain.
Gestational Age

Birthweight

Pregnancy Complications If yes, please explain.

Medical Conditions:
e.g. seizures, autism etc.

Development: Regression Yes/No If yes, please explain.
Gross Motor Head Control Met/Delayed If delayed, describe and provide age at met
Sitting Independently Met/Delayed If delayed, describe and provide age at met
Standing Independently Met/Delayed If delayed, describe and provide age at met
Walking: Met/Delayed If delayed, describe and provide age at met
Assisted Met/Delayed If delayed, describe and provide age at met
Independent Met/Delayed If delayed, describe and provide age at met
Fine Motor Met/Delayed Age equivalent
Social/Adaptive Met/Delayed Age equivalent
Language Age at first word
Age at first 2-word combination
Age at short sentences
Current language ability
Cognition Impaired If impaired, describe.
Intellectual disability Mild/moderate/severe
Learning disability If yes, describe.
Formalized testing Results
1Q (if known)
Individualized educational program If yes, describe.
Current cognitive ability
Highest level of schooling
Neurological Signs: Age of onset
Symptom at Presentation
Overall Progressiveness Progressive/Nonprogressive
Growth:

Weight (%) If abnormal, describe.

Height (%) If abnormal, describe.

Head Circumference (%) If abnormal, describe.
Cerebellar Signs:

Nystagmus Yes/No If yes, describe.
Saccadic eye movt Yes/No If yes, describe.
Oculomotor apraxia Yes/No If yes, describe.
Dysmetria Yes/No If yes, describe.
Dysarthria Yes/No If yes, describe.
Dysdiachokinesis Yes/No If yes, describe.
Limb ataxia Yes/No If yes, describe.
Intention tremor Yes/No If yes, describe.
Gait Ataxia Yes/No If yes, describe.

Hypotonia Yes/No If yes, describe.

Power (MRC Scale) Normal/Abnormal Abnormal: Explain
Tone Normal/Abnormal Abnormal: Hypotonia/Hypertonia
Deep Tendon Reflexes Normal/Abnormal Abnormal: hyporeflexic or hyperreflexic - where
Primary Sensory Modalities Normal/Abnormal Abnormal: Explain
Neuroimaging: MRI Findings Describe
Cerebellar atrophy Yes/No If yes, describe (location)
Serial MRI Findings Progressive/Nonprogressive Descibe changes and duration between scans
Genetics: Method of detection (ie WES vs sequencing)
Inheritance (Sporadic or familial)
Genomic change
Protein change
Transcript NM number
Diagnostic Odyssey Time from symptom onset to diagnosis
Clinical or research based testing
Previous Investigations:
Highlight those that apply
Karyotype
Array
Panel (Ataxias)
Metabolic
NCS/EMG
FXN/Fredrich's Ataxia gene
SCA trinucleotide repeats
Muscle Biopsy
Health Providers Highlight those that apply
Physiotherapy
Occupational Therapy
Speech Language Therapy
Social Work
Dietician
Modified Educational Program
Genetics
Neurology
Ophthalmology
Developmental Pediatrics

Please provide any additional information you find pertinent:




