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Neurodevelopmental (+/- minor dysmorphic features): Hypotonia 80 6.3% 1.3% 7.5%

Neuromuscular: Abnormal Muscle Biopsy 17 5.9% 0.0% 5.9%

Neuromuscular: Ataxia/ spasticity 103 4.9% 0.0% 4.9%

Neurodevelopmental (+/- minor dysmorphic features): Intellectual disability 380 3.2% 0.5% 3.7%

Multiple Congenital Anomalies (+/- Neurodevelopmental symptoms)
a 858 3.0% 0.2% 3.3%

Cancer Susceptibility 71 2.8% 0.0% 2.8%

Neuromuscular: Neuromuscular NOSb 275 2.2% 0.4% 2.5%

Neurodevelopmental (+/- minor dysmorphic features): Neurodevelopmental NOS 1830 2.0% 0.2% 2.2%

Neurodevelopmental (+/- minor dysmorphic features): ASD 233 1.7% 0.0% 1.7%

Neuromuscular: Other Movement Disorder 112 0.9% 0.0% 0.9%

Neuromuscular: Neuropathy 55 0.0% 1.8% 1.8%

Neurodevelopmental (+/- minor dysmorphic features): Seizures 375 0.8% 0.3% 1.1%

Neuromuscular: Muscular dystrophy 44 0.0% 0.0% 0.0%

Sub-total: 4433 2.3% 0.3% 2.6%
c

Disorder or feature primarily affecting one organ system: Renal 33 3.0% 0.0% 3.0%

Disorder or feature primarily affecting one organ system: Skeletal 187 3.2% 0.5% 3.7%

Disorder or feature primarily affecting one organ system: Immune 100 2.0% 0.0% 2.0%

Disorder or feature primarily affecting one organ system: Metabolic 155 1.9% 0.6% 2.6%

Disorder or feature primarily affecting one organ system: Integumentary 58 1.7% 0.0% 1.7%

Disorder or feature primarily affecting one organ system: Ocular 73 1.4% 0.0% 1.4%

Disorder or feature primarily affecting one organ system: Brain 224 0.9% 0.9% 1.8%

Disorder or feature primarily affecting one organ system: Connective tissue 158 0.6% 0.0% 0.6%

Disorder or feature primarily affecting one organ system: Cardiovascular 126 0.0% 0.8% 0.8%

Disorder or feature primarily affecting one organ system: Hematologic 33 0.0% 0.0% 0.0%

Disorder or feature primarily affecting one organ system: Endocrine 78 0.0% 0.0% 0.0%

Disorder or feature primarily affecting one organ system: Respiratory 41 0.0% 0.0% 0.0%

Disorder or feature primarily affecting one organ system: Gastrointestinal 63 0.0% 0.0% 0.0%

Disorder or feature primarily affecting one organ system: ENT 41 0.0% 0.0% 0.0%

Growth Disorder: Undergrowth/FTT 113 0.9% 0.0% 0.9%

Growth Disorder: Overgrowth 58 0.0% 0.0% 0.0%

Neurodevelopmental (+/- minor dysmorphic features): Psychiatric 53 0.0% 0.0% 0.0%

Sub-total: 1594 1.1% 0.3% 1.4%
c

TOTAL 6027 2.0% 0.3% 2.3%
a>2 major or >3 minor malformations Yellow highlight indicates reclassificaiton rate obove 0.
bNOS = Not otherwise specified
cp=0.008
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