


Table 1.  Clinical and neuro imaging summary of 9 CHR21 deletions in 10 subjects
	
	Case 1 DEL21LS
	Case 2 DEL21HJ
	Case 3 DEL21KS
	Case 4 DEL21FB
	Case 5 GM6918^
	Case 6 DEL21AH/EH^^
	Case 7 DEL21EO
	Case 8 DEL21JC
	Case 9 DEL21RB

	Clinical Evaluation
	
	
	
	
	
	
	
	
	

	Short Stature (<2 SD)
	+
	+
	+
	-
	+
	+
	-
	+
	-

	Microcephaly (<2 SD)
	-
	+
	+
	+
	-
	-
	-
	-
	-

	Dolichocephaly
	±
	-
	*
	-
	*
	-
	-
	+
	-

	Abnormal Hairline
	+
	+
	+
	+
	*
	-
	+
	-
	

	Down-slanted Palp. Fiss.
	+
	+
	+
	±
	+
	-
	+
	-
	

	Bilateral Epicanthic Folds
	+
	-
	-
	+
	-
	-
	+
	+
	

	Microphthalmia
	-
	-
	-
	-
	*
	-
	-
	-
	-

	Telecanthus
	+
	-
	+
	-
	
	-
	±
	-
	

	Congenital Cataracts/Cloudy Corneas
	-
	-
	-
	-
	
	-
	-
	-
	

	Broad Nasal Bridge (Case 1/2/3/4/8), Hypoplastic philtrum (Case 5)
	+
	+
	+
	+
	-
	+
	-
	+
	

	Retrognathia (Case 2/5), Micrognathia (Case 3/4)
	-
	+
	+
	+
	+
	-
	-
	-
	

	Tooth Crowding (Case 6), Sev. Malocclusion (Case 6), Molar Hypoplasia (Case 1), Grinding & Decay (Case 4), Widely Spaced Teeth (Case 2)
	+
	+
	*
	±
	+
	+
	-
	-
	

	Cleft Lip/Palate (Case 3/4); High arched palate (Case 5)
	-
	-
	+
	+
	+
	-
	-
	-
	

	Vaulted Palate
	-
	
	
	+
	+
	±
	+
	+
	

	Down-turned corners of mouth
	+
	
	+
	+
	+
	-
	+
	-
	

	Abnormal ears [Large Ears (Case 2/4/6), Dysmorphic Ears (Case 1/2/3), Malpositioned Ears (Case 2/3/4/5/7/8)]
	+
	+
	+
	+
	+
	+
	+
	+
	*

	Short Neck
	-
	+
	+
	-
	-
	+
	-
	-
	

	Excess Nuchal Skin
	-
	+
	-
	-
	+
	-
	-
	-
	

	Congenital Heart Disease - VSD
	-
	-
	+
	-
	
	-
	-
	-
	-

	Pulmonary Stenosis
	-
	-
	-
	-
	-
	-
	-
	-
	

	Renal Abnormalities
	-
	-
	-
	-
	
	-
	-
	-
	

	Cryptorchidism/Hernia
	-
	+
	*
	-
	+
	*
	-
	-
	

	Genital Hypoplasia (Case 4/5/7/8), undescended testes (Case 5)
	-
	-
	-
	+
	+
	*
	+
	+
	

	Skeletal - hip dysplasia (Case 3/6), multiple & ulno-fib. dysplasia (Case 5), scoliosis (Case 9)
	-
	*
	+
	-
	+
	+
	-
	-
	+

	Congenital Contractures
	-
	
	+
	-
	+
	-
	-
	-
	

	Asymmetric (Case 9), Pectus Excavatum (Case 4)
	-
	-
	*
	+
	*
	*
	*
	*
	+

	Long, Tapered Fingers
	-
	*
	-
	-
	
	-
	-
	-
	

	Dysmorphic Nails
	+
	
	-
	+
	
	+
	+
	+
	

	Clinodactily 5th finger (Case 3/4/8/9), deviated phal. (Case 6), camptodactily (Case 3/6), syndactily (Case 1)
	+
	-
	+
	+
	+
	+
	+
	+
	+

	Flat feet (Case 6), Broad/Large Feet (Case 3/6), Club Feet (Case 1), Talipes
	+
	-
	+
	-
	+
	+
	-
	-
	-

	Trans. Palm Crease (Case 1/4/5), Prom Finger Pads (Case 3/4)
	+
	-
	+
	+
	
	-
	-
	-
	-

	Eczema
	-
	*
	*
	-
	*
	*
	+
	+
	*

	Hypertonia
	±
	-
	+
	-
	-
	-
	+
	+
	

	Convulsions/Seizures - Early Febrile (Case 8)
	-
	-
	-
	-
	
	-
	+
	+
	

	Holoprosencephaly
	-
	-
	-
	-
	-
	-
	-
	-
	

	Dysgenesis of Corpus Callosum
	-
	+
	+
	-
	
	-
	
	±
	

	Intellectual Disabilities
	+
	+
	+
	-
	+
	
	-
	-
	

	Normal Range IQ
	-
	-
	*
	-
	-
	±
	+
	±
	+

	MRI/CT Evaluation
	
	
	
	
	
	
	
	
	

	Overall Abnormal
	+
	+
	+
	+
	*
	*
	-
	*
	±

	Cerebral cortex
	+
	+
	+
	*
	*
	*
	-
	*
	-

	Frontal — Pachygyria
	+
	+
	+
	*
	*
	*
	-
	*
	-

	Frontal — Polymicrogyria
	+
	+
	-
	*
	*
	*
	-
	*
	-

	Parietal — Polymicrogyria
	+
	+
	-
	*
	*
	*
	-
	*
	-

	Temporal — Pachygyria
	+
	+
	+
	*
	*
	*
	-
	*
	-

	Occipital — Polymicrogyria
	+
	-
	+
	*
	*
	*
	-
	*
	-

	Pachygyria
	+
	+
	+
	*
	*
	*
	-
	*
	-

	Ventricular system — Lissencephaly
	-
	+
	-
	*
	*
	*
	-
	*
	-

	Ventricular system — Wide opercula
	-
	+
	-
	*
	*
	*
	-
	*
	-

	Ventricular system — Dilated/enlarged
	-
	-
	-
	+
	*
	*
	-
	*
	±

	Subcortical white matter — Polymicrogyria
	+
	-
	-
	*
	*
	*
	-
	*
	-

	Subcortical white matter — Thinner/Thicker
	+
	+
	+
	±
	*
	*
	-
	*
	±

	Corpus callosum — Pachygyria
	+
	+
	±
	-
	*
	*
	-
	*
	-

	Corpus callosum — Agenesis
	+
	+
	±
	*
	*
	*
	-
	*
	-

	Corpus callosum — Hypoplasia
	-
	-
	-
	+
	*
	*
	-
	*
	+

	Basal ganglia — Polymicrogyria
	+
	+
	-
	*
	*
	*
	-
	*
	-

	Thalamus — Colpocephaly
	+ Bilateral
	+ Bilateral
	+ Right
	*
	*
	*
	-
	*
	-

	Cerebellum — Hypomyelination
	Not well
	+
	-
	*
	*
	*
	-
	*
	-

	Cerebellum — Occipital hypoplasia
	-
	-
	+
	*
	*
	*
	-
	*
	+

	Brainstem — Agenesis
	+
	+
	-
	*
	*
	*
	-
	*
	-

	Brainstem — Hypoplasia
	
	
	+
	*
	*
	*
	-
	*
	-


+  Present; -  Absent; *  Data not available; ^  Reynolds et al. 1985 PMID: 3970070^^  Roland et al. 1990 PMID: 2383928



