Table 1. Frequency of Genetic Variants 
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Frequency of the various genetic variants found in the 38 individuals with PPP2R5D related neurodevelopmental disorder who were evaluated for motor function testing. 




















Table 2. Participant Characteristics and Performance on Gross Motor and Upper Limb Assessments 
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Performance for total participants is represented as median and range unless otherwise stated. Gross motor function classification system (GMFCS), Gross Motor Function Measure-66 (GMFM-66), Revised Upper Limb Module (RULM), 10-meter walk/run (10MWR), 6-minute walk test (6MWT), Pediatric evaluation of disability inventory computer adapted version (PEDICAT) – daily activities and mobility domains scaled scores.  


















Table 3. Associations between GMFM 66 and Motor Function Tests 
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Heat Map showing associations between Gross Motor Function Measure-66 and related assessments of mobility. Clinician administered outcome measures including Revised Upper Limb Module, Ten Meter Walk/Run, Timed Up and Go, and Six Minute Walk Test. Caregiver reported outcome measures include two domains of the PEDICAT: daily activities and mobility. Dark warm colors represent strong associations and asterisks denote significant associations. (*p<0.05, **p<0.001)
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Genetic Variant  

Frequency 

Glu198Lys 19

Glu200Lys  7

Glu420Lys  4

Asp251Ala 

2

Asp251His  1

Asp251Try  1

Asp251Val

1

Glu197Lys 1

Glu200_Pro201delinsGlyHis 1

Trp207Arg 1

Total  38
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Measure  Median (Range)

Age (years) 7.97 (1-27) 

Sex (% female)  60.5

GMFCS (n, %)

Level I 21 (55.3%)

Level II 5 (13.2%)

Level III 6 (15.8%)

Level IV 5 (13.2%)

Level V 1 (2.6%)

GMFM-66 60.60 (21.1-96.0)

RULM 27 (8-37)

10MWR (s) 6.18 (2.75-22.19)

TUG 8.19 (5.06-33.40)

6MWT Distance (m) 289 (230-481)

6MWT (% predicted) 54.85 (30.6-71.7)

PEDICAT Daily Activities  49 (37-63)

PEDICAT Mobility  62 (36-70)


image3.emf
GMFM-66 

Score

RULM Score 10MWR TUG 6MWT

Daily 

Activities 

Score

Mobility 

Score

GMFM-66 Score 0.76** -0.73** -0.75** 0.63** 0.82** 0.86**

RULM Score 0.76** -0.63** -0.76** 0.59* 0.70** 0.49*

10MWR -0.73** -0.63** 0.83** -0.57* -0.67** -0.50*

TUG -0.75** -0.76** 0.83** -0.80** -0.80** -0.71*

6MWT 0.63** 0.59* -0.57* -0.80** 0.72** 0.60*

Daily Activities Score 0.82** 0.70** -0.67** -0.80** 0.72** 0.85**

Mobility Score  0.86** 0.49* -0.50* -0.71* 0.60* 0.85**
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