	Supplemental table 1.  INPP5K variantss (NM_016532.4, NP_006215.1) identified in the 32 INPP5K-related muscular dystrophy patients

	Case
	Sex
	Age
	INPP5K Variant
	Initial presenting symptom 
	Age at onset
	Cataracts (Age at diagnosis)
	CK
	Hypotonia
	Seizure
	Intellectual disability
	Muscle weakness
	Brain Abnormality
	Microcephaly
	EMG
	Muscle biopsy
	Author year

	1
	F
	21y
	c. 149C>T Homozygous
	Motor developmental delay
	15m
	+ (6y)
	+
	+
	-
	Mild
	+
	-
	-
	Na
	Dystrophic
	Wiessner 2017[1] 

	2
	F
	22y
	c. 149C>T Homozygous
	Motor developmental delay
	15m
	+ (4y)
	+
	+
	-
	Moderate
	+
	Na
	-
	Na
	Na
	

	3
	M
	8.5y
	c. 149C>T Homozygous
	Global developmental delay
	10m
	+ (12m)
	+
	+
	-
	Moderate
	+
	-
	-
	Na
	Myopathic
	

	4
	M
	11y
	c. 149C>T Homozygous
	Cataracts
	4y
	+ (4y)
	+
	-
	-
	Mild
	+
	-
	-
	Na
	Na
	

	5
	F
	35y
	c. 149C>T Homozygous
	Walking difficulty
	2y
	+ (3y)
	+
	+
	-
	-
	+
	Na
	-
	Na
	Myopathic
	

	6
	M
	25y
	c. 149C>T Homozygous
	Cataracts
	1.5y
	+ (1.5y)
	Na
	+
	-
	-
	+
	Na
	-
	Na
	Na
	

	7
	F
	9.5y
	c. 149C>T Homozygous
	Global developmental delay
	2.5y
	+ (5y)
	+
	+
	-
	Mild
	+
	-
	+
	Na
	Myopathic
	

	8
	F
	37y
	c.881_883delCCT, c.1088T>C
	Hypotonia
	Birth
	+ (6m)
	+
	+
	-
	Mild
	+
	-
	+
	Myopathic
	Dystrophic
	

	9
	M
	35y
	c.881_883delCCT, c.1088T>C
	Hypotonia
	Birth
	+ (6m)
	+
	+
	+
	Mild
	+
	-
	+
	Na
	Dystrophic
	

	10
	M
	7y
	c. 149C>T Homozygous
	Hypotonia and motor delay
	Birth
	+ (early childhood)
	+
	+
	-
	-
	+
	-
	-
	Myopathic
	Myopathic
	

	11
	F
	6y
	c. 149C>T Homozygous
	Hypotonia and motor delay
	Birth
	+ (early childhood)
	Na
	+
	-
	-
	+
	-
	-
	Na
	Myopathic
	

	12
	F
	41y
	c.899A>G Homozygous
	Motor developlemental delay
	1y
	+(5y)
	+
	+
	-
	Mild
	+
	Mild global brain atrophy
	-
	Myopathic
	Vacuolar myopathy
	

	13
	F
	13y
	c.277A>G Homozygous
	Global developmental delay
	10m
	-
	+
	+
	+
	Moderate/severe
	+
	-
	Borderline
	Myopathic
	Myopathic
	Osborn 2017[2]

	14
	F
	7y
	c.277A>G Homozygous
	Global developmental delay
	10m
	+ (4y)
	+
	+
	+
	Moderate/severe
	+
	Na
	+
	Na
	Na
	

	15
	F
	31y
	c.67G>A,  c.805G>A
	Motor and cognitive developmental delay
	Infancy
	+ (2y)
	+
	+
	+
	Moderate/severe
	+
	Brain atrophy
	-
	Myopathic
	Dystrophic; reduced a-DG
	

	16
	M
	21y
	c.67G>A,  c.805G>A
	Psychomotor developmental delay
	23m
	-
	+
	+
	-
	Moderate
	+
	-
	+
	Myopathic
	Dystrophic; reduced a-DG
	

	17
	F
	17y
	c.418G>A,  c.1251_1252delCA
	Delayed motor and cognitive milestones
	Early childhood
	+(2y)
	+
	+
	-
	Moderate
	+
	-
	+
	-
	NA
	

	18
	M
	3y
	c. 149C>T Homozygous
	Congenital Cataract
	Na
	+ (?)
	+
	-
	-
	Mild
	-
	-
	+
	Myopathic
	Na
	
Yousaf 2018[3]

	19
	M
	15y
	c. 149C>T Homozygous
	Congenital Cataract
	Na
	+ (?)
	+
	-
	-
	Moderate
	-
	-
	-
	Myopathic
	Na
	

	20
	F
	3y
	c. 149C>T Homozygous
	Congenital Cataract
	Na
	+ (?)
	+
	-
	-
	-
	-
	-
	-
	-
	Na
	

	21
	F
	27y
	c.67G>A Homozygous   
	Cognitive delay
	6y
	-
	+
	Na
	-
	Moderate
	+
	Na
	+
	Na
	Dystrophic
	Adele 2020[4] 

	22
	M
	18y
	c.67G>A Homozygous   
	Psychomotor developmental delay
	1y
	+ (3y)
	+
	Na
	-
	Mild
	+
	Cerebellar atrophy
	+
	Na
	Myopathic
	

	23
	F
	10y
	c.67G>A,  c.165G>T
	Growth retardation
	1y
	+ (?)
	+
	Na
	+
	Mild
	+
	Na
	+
	Na
	Dystrophic
	

	24
	F
	38y
	c.67G>A,  c.1270G>T
	Growth retardation
	2y
	+ (3y)
	+
	Na
	-
	Mild
	+
	Cerebral and cerebellar atrophy
	+
	Na
	Myopathic
	

	25
	F
	25y
	c.67G>A Homozygous   
	Cognitive delay
	Early infancy
	-
	+
	Na
	Na
	Moderate
	+
	-
	+
	Na
	Dystrophic
	Hathazi  2021[5] 

	26
	M
	15y
	c.67G>A Homozygous   
	Mild cogitive and motor delay
	Early infancy
	+ (3y)
	+
	Na
	Na
	Na
	+
	Mild cerebellar atrophy
	Na
	Na
	Myopathic
	

	27
	F
	11y
	c.67G>A Homozygous   
	Muscle weakness
	Early childhood
	+ (4y)
	+
	Na
	Na
	Mild
	-
	-
	Na
	Na
	Dystrophic
	

	28
	F
	13y
	c.67G>A Homozygous   
	Muscle weakness
	Early childhood
	-
	+
	Na
	Na
	Moderate
	-
	-
	Na
	Na
	Dystrophic
	

	29
	F
	51y
	c.165G>T,  c.753_756del
	Muscle weakness
	early childhood
	-
	+
	Na
	Na
	Mild
	+
	-
	-
	Myopathic, Sensory axonal neuropathy
	Myopathic, glycogen accumulation
	

	30
	F
	10y
	c.68T>C Homozygous 
	Muscle weakness
	Infancy
	+ (3.5y)
	Na
	+
	Na
	Mild
	+
	-
	Na
	Na
	Dystrophic
	

	31
	F
	4y
	c.1229_1230delTT,  c.553G>T
	Motor delay and small stature
	8m
	+ (3y)
	+
	+
	-
	Na
	+
	Mild paucity of white matter with thinning of the corpus callosum
	-
	Na
	Myopathic
	Deng 2024[6]

	32
	M
	28y
	c.274C>T,  c.261G>A
	Cataracts
	5y
	+ (5y)
	+
	+
	-
	-
	+
	-
	-
	-
	Dystrophic
	Present study

	"Na" indicates that it was not mentioned in the literature; "?" indicates that the information is unknown; "-" indicates absence; "+" indicates presence. CK: creatine kinase; EMG: electromyography.
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