Supplemental Table. Medical and neurodevelopmental co-morbidities

	ID
	Age, Sex
	Dysmorphology
	Birth/neonatal hx
	ID (or DD)

	Delayed Comm Milestones
	Delayed Motor Milestones
	Hypotonia
	Feeding difficulty
	Oral-motor concerns
	CAS
	Dysarthria
	Hearing impairment
	Vision impairment
	Sleep disturbance
	Cardiac malformations
	Musculo-skeletal abnormalities
	Epilepsy/seizures
	Other

	1
	1;6 M
	Pear shaped nose/bulbous tip
	-
	Mo DD
	+
	+
	-
	-
	-
	TY
	TY
	-
	Morning glory syndrome
	-
	-
	Club feet
	-
	Bilateral hippocampi malrotation, agenesis posterior CC

	2
	1;8 M
	Macrocephaly, low set ears, thick coarse hair
	Prem. NGT
	Mo DD
	+
	+
	C
	R
	Macroglossia, tongue-tie, drooling
	TY
	TY
	Hx ear infection
	Optic nerve hypoplasia, hyperopia, lazy R) eye
	-
	-
	-
	-
	Agenesis CC. Sacral dimple + tethered spinal cord. Bifid scrotum

	3
	2;1 M
	-
	Prem. Jaundice, NGT, trachea-/laryngomalacia, vocal cord paralysis
	Mi DD
	+
	+
	R
	R
	-
	NV
	NV
	Mi SNHL
	-
	-
	ASD
	-
	-
	Vesicoureteral reflux

	4
	2;2 
F
	Short stature
	Anoxia, tracheo-/ laryngomalacia, NGT, g-tube
	Mo
	+
	+
	C
	C
	High-arched palate, tongue tie, upper lip tie
	NV
	NV
	-
	Strabismus
	-
	PFO
	-
	-
	G-tube dependent. Congenital Hydronephrosis level 1. Requires respiratory support. Dx medically fragile

	5
	2;3 M
	Low set ears, flat nasal bridge/broad nose, narrow eyes/hypertelorism, puffy under eyes, prominent blue veins over eyes, coarse hair/unusual growth pattern/bald bumpy patch on scalp
	Prem. Jaundice, excessive sleep
	Mo DD
	+
	+
	C
	C
	Drooling, underbite, widely spaced teeth, submucous cleft palate, tongue/lip tie
	NV
	NV
	Mixed Mo HL, hx ear infections, thin eardrums
	Nystagmus, suspected small R) optic nerve
	Freq waking
	-
	Tremor, pes cavus, joint laxity
	-
	Anxiety. Agenesis CC. Reflux, constipation. Missing L) kidney. Hypothyroidism. Sacral dimple

	6
	2;3 M
	-
	Laryngomalacia
	Mi DD
	+
	+
	C
	R
	Drooling
	NV
	NV
	-
	-
	-
	ASD
	Joint laxity
	-
	-

	7
	2;4 
F
	Hypertelorism, posterior tilted ears, long fingers/toes, tanned
	-
	Mo DD
	+
	+
	C
	-
	-
	NV
	NV
	-
	-
	Freq waking, difficulty falling asleep
	-
	Joint laxity
	-
	Tics

	8
	2;4 M
	Epicanthal folds, low set ears, L) protruding ear, narrow mouth/ thin lips, broad nasal bridge
	Jaundice, NGT, laryngomalacia
	Mi DD
	+
	+
	-
	C
	Drooling, gap teeth, adenoids removed
	MV
	MV
	Mi conductive HL
	-
	Sleep apnoea (resolved)
	-
	-
	-
	Cryptorchidism  

	9
	3;1 M
	Narrow mouth/thin lips, broad nose, blonde hair/blue eyes (not familial)
	Reduced foetal movement, prem. Anoxia, jaundice, NGT, g-tube, tracheomalacia
	Sv
	+
	+
	R
	C
	Overbite, macroglossia, drooling
	NV
	NV
	Hx ear infections
	Hyperopia, myopia, strabismus, underdeveloped cornea
	Obstructive sleep apnoea
	ASD, VSD
	Scoliosis
	+
	GERD. Anxiety, aggressive, self-mutilation. Heterotopias on MRI. Hypoglycaemia. Chronic lung disease. Vesicoureteral reflux. Chordee, cryptorchidism, hypospadias. Sacral dimple

	10
	3;5 M
	Broad nose, small feet
	-
	Mi DD
	+
	+
	R
	-
	Drooling
	NV
	NV
	-
	-
	Early waking
	-
	-
	-
	Cryptorchidism, small penis/testicles

	11
	3;7 M
	Macrocephaly
	Jaundice
	Mi DD
	+
	+
	R
	R
	Tongue-tie, drooling
	+
	-
	-
	-
	Early waking
	-
	-
	-
	Mild periventricular leukomalacia on MRI

	12
	3;9 
F
	Epicanthal folds, pear-shaped nose/bulbous tip 

	Jaundice, laryngomalacia
	Mi DD
	+
	+
	C
	R
	Macroglossia, tongue-tie drooling
	MV
	MV
	Hx ear infections
	-
	-
	ASD
	Joint laxity
	-
	Constipation. Hashimoto's thyroiditis

	13
	4;1 M
	Hypertelorism, broad nose, low set ears
	Increased nuchal fold thickness, enlarged ventricles/cysts on brain (resolved 28w), blocked tear duct, NGT, g-tube
	Mi DD
	-
	+
	R
	C
	Macroglossia, drooling
	+
	+
	Hx ear infections 
	Strabismus
	Night terrors, freq/early waking
	-
	-
	Hx x1 seizure
	Loose stool. Hypothyroidism. Small CC. Sacral dimple. Cryptorchidism.

	14
	4;1 M
	Narrow ear canals
	Lack of foetal movement, low amniotic fluid, increased nuchal fold thickness, Prem. NGT
	Mi DD
	+
	+
	R
	C
	Drooling, tongue-tie
	NV
	NV
	Asymmetric Mo conductive HL
	Hyperopia, squint
	-
	Hypoplastic L) heart syndrome, bicuspid aortic valve, ASD
	-
	-
	Freq chest infections. Blocked tear ducts. Inguinal hernia, cryptorchidism

	15
	4;2 M
	Deep set ears, short philtrum
	Prem. NGT, CVST
	Mi DD
	+
	+
	R
	R
	Drooling
	+
	-
	-
	Ptosis
	-
	-
	-
	+
	Cryptorchidism

	16
	4;2 
F
	Macrocephaly, butterfly wing shaped thick nostrils, abnormal head shape, long slender fingers
	Jaundice
	Mo
	+
	+
	R
	R
	-
	+
	-
	Mi SNHL
	-
	-
	-
	-
	-
	Constipation

	17
	4;3 M
	Hypertelorism, epicanthal folds, broad nose, ear anomalies, wide chest/nipples, white hair, toes overlapped as infant, large patches of skin discolouration
	Anoxia, jaundice
	Mo
	+
	+
	C
	R
	Drooling, adenoids removed
	NV
	NV
	Hx ear infections
	-
	Freq waking
	ASD
	Joint laxity
	Abnormal activity on EEG
	SPD. Agenesis CC. Haemangioma 

	18
	4;3 
F
	Hypertelorism, epicanthal folds, low set ears, pear-shaped nose/bulbous tip, curly hair 
	Anoxia, jaundice, trachea-/laryngomalacia
	Mo DD
	+
	+
	C
	C
	Macroglossia, peg teeth
	MV
	MV
	-
	-
	-
	ASD, VSD, PDA
	Scoliosis, hip dysplasia
	+
	Anxiety. Osteopenia

	19
	4;4 
F
	Microcephaly, hypertelorism, up-slanting palpebral fissures, mild epicanthal folds, broad nose tip, shoulder dimples
	Portopulmonary hypertension, NGT
	Mi DD
	+
	+
	C
	R
	Hx drooling
	+
	+
	Unliteral mixed Mo HL
	-
	Freq waking
	ASD
	Joint laxity
	-
	Bruises easily, sacral dimples

	20
	4;6 M
	Hypertelorism, pear-shaped nose/bulbous tip
	R) lower extremity weakness
	Mi DD
	+
	+
	C
	-
	Drooling
	+

	-
	-
	Myopia
	-
	-
	-
	Seizure activity on EEG (supressed w/ medication)
	Excess grey matter on MRI, partial agenesis CC. Kidney reflux

	21
	4;9 M
	Ear anomalies, pear-shaped nose/bulbous tip, unusually distributed keratosis pilaris (e.g. on ears).
	Jaundice, low blood sugar, rapid respiratory rate, laryngomalacia, NGT
	Sv DD
	+
	+
	C
	R
	Macroglossia, hx drooling, lip/tongue tie, adenoids/tonsils removed, enlarged nasal turbinates (turbinoplasty)
	MV
	MV
	Mo SNHL
	Hyperopia, strabismus.
	Freq waking
	-
	Joint laxity, scoliosis.
	EEG showed higher risk of seizures
	Slow digestion w/ vomiting. Small optic chasm, mild vermian hypoplasia, subependymal gray matter heterotopia in L) lateral ventricle on MRI. Anxiety. Hydronephrosis, kidney reflux, hernia. RAD

	22
	4;10 F
	R) ear more anteriorly positioned
	Low amniotic fluid. Jaundice, torticollis 
	Mi DD
	+
	+
	-
	R
	-
	-
	-
	-
	Strabismus 
	Freq waking
	-
	-
	-
	-

	23
	4;10 M
	Low set ears, pear-shaped nose/bulbous tip, long fingers/toes
	Jaundice
	Mi DD
	+
	+
	R
	R
	Hx drooling
	+
	-
	-
	Strabismus
	-
	VSD
	Supramalleolar orthosis for pronation
	+ 
	Cryptorchidism, sacral dimple

	24
	4;11
F
	-
	Prem. NGT
	Mi DD
	-
	+
	-
	R
	Hx drooling
	-
	-
	-
	-
	-
	Cardiac malformation
	-
	-
	Pulmonary dysmorphia + atelectasis

	25
	5;2 
F
	Hypertelorism, low set ears, broad forehead pear-shaped nose/bulbous tip, short/thin, thin hair
	Jaundice, laryngomalacia
	Mi DD
	+
	+
	C
	R
	-
	MV
	MV
	-
	Unilateral ptosis, hyperopia, strabismus, dissociated vertical deviation
	-
	-
	Hip dysplasia
	x1 febrile seizure
	Delayed myelination on MRI

	26
	5;7
M
	-
	-
	Mo DD
	-
	-
	-
	-
	Drooling, overbite
	+
	-
	-
	Strabismus
	-
	ASD, VSD, TOF, Pulmonary stenosis 
	-
	-
	-

	27
	6;0
F
	-
	-
	Mi DD
	+
	+
	-
	R
	Hx drooling
	+
	-
	Hx ear infections
	-
	-
	-
	-
	+
	Abnormal CC, congenital heterotropia on MRI

	28
	6;2
M
	Pear-shaped nose/bulbous tip
	Prem.
	Sv
	+
	+
	-
	C
	Hx drooling
	NV
	NV
	-
	Hyperopia
	Difficulty getting to sleep, early waking
	-
	-
	-
	Agenesis CC. Cranial vault reconstruction.

	29
	6;1 M
	Low set ears, pear-shaped nose/bulbous tip
	Prem. Jaundice, low oxygen
	Mi
	-
	+
	-
	-
	Too few teeth
	-
	+
	-
	-
	-
	ASD
	-
	-
	UPJ obstruction, hydronephrosis 

	30
	6;6 M
	-
	Jaundice
	Mo
	+
	+
	C
	R
	Hx drooling
	+
	+
	-
	Myopia
	Freq waking
	-
	-
	-
	Decreased white matter on MRI. Constipation

	31
	6;7 
F
	Pear-shaped nose/bulbous tip, small hole pit in ear
	Laryngomalacia
	Mo DD
	-
	+
	-
	R
	Drooling
	-
	+
	Hx ear infections
	-
	-
	Bicuspid aortic valve.
	-
	-
	Sacral dimples

	32
	6;9 M
	Hypertelorism, pear-shaped nose/bulbous tip, thick coarse hair, dry scalp
	Low amniotic fluid. Prem. Pneumonia, jaundice, reflux, NGT, tracheo-/laryngomalacia 
	Sv DD
	+
	+
	C
	C
	Subglottal cyst, drooling, reduced tooth enamel
	NV
	NV
	-
	Hyperopia
	-
	ASD
	-
	-
	Autism. Hydronephrosis. Cryptorchidism, inguinal hernia. Partial agenesis CC

	33
	6;11 F
	Microcephaly, epicanthal folds, light blue eyes narrow mouth/thin lips, pear-shaped nose/bulbous tip
	Jaundice
	Sv
	+
	+
	C
	R
	Hx drooling
	+
	-
	Hx ear infection
	Hyperopia, squint, nystagmus
	Freq waking
	-
	Joint laxity
	-
	Anxiety. Constipation. Uncontrolled vomiting 

	34
	7;0 
F
	Pear-shaped nose/bulbous tip, ear anomaly
	UPJ obstruction, jaundice, NGT
	Mi DD
	+
	+
	R
	R
	Drooling, delayed dentition, adenoids removed
	+
	-
	Mi conductive HL
	Hyperopia
	-
	-
	-
	-
	Urinary reflux, recurrent UTIs

	35
	7;2 
F
	Hypertelorism, pear-shaped nose/bulbous tip, protruding ears
	Prem. Hypoglycaemia
	Mi DD
	-
	+
	C
	R
	Hx drooling, complex orthodontics
	-
	+
	-
	Hyperopia
	-
	ASD
	-
	-
	Anxiety. Asymmetrical ventricles on MRI. Henoch-Schönlein purpura. Microhematuria, mild proteinuria

	36
	7;2
M
	Macrocephaly, hypertelorism, one ear larger, pear-shaped nose/bulbous tip, short stature, thin
	-
	-
	-
	+
	C
	C
	Hx drooling, too few teeth
	-
	+
	Hx ear infections
	R deviated vertical drift, myopia, strabismus
	Early waking, sleep talking
	-
	-
	-
	One high testicle. Urinary retention

	37
	7;3 M
	Hypertelorism, epicanthal folds, broad nose, low set ears, long philtrum
	-
	Mo
	+
	+
	-
	R
	Micrognathia, underbite, large teeth
	-
	+
	-
	-
	-
	-
	-
	+
	Cryptorchidism 

	38
	7;8
F
	-
	Jaundice, g-tube
	Mo
	+
	+
	C
	R
	-
	NA
	NA
	Hx ear infections
	Anisocoria, amblyopia 
	Freq waking
	ASD, mitral valve prolapse
	Joint laxity 
	x1 seizure
	-

	39
	7;8 
F
	Ear anomalies, pear shaped nose/bulbous tip
	Jaundice
	Mo
	+
	+
	R
	R
	Drooling
	+
	-
	Hx ear infections
	Hyperopia, strabismus
	-
	-
	CP
	-
	Autism, ADHD, SPD, anxiety.  White matter damage consistent with Periventricular Leukomalacia on MRI

	40
	7;9 M
	Macrocephaly, narrow mouth/thin lips, pear-shaped nose/bulbous tip, shoulder dimples
	Jaundice, torticollis
	Mo DD
	+
	+
	C
	C
	Posterior tongue-tie, too few teeth, drooling, adenoids removed
	+
	-
	Mi conductive HL
	-
	Freq waking (seizures in sleep)
	-
	Tremor, hip dysplasia
	+
	Ventriculomegaly. Cryptorchidism. 

	41
	7;10 M
	Hypertelorism, ear anomalies, pear-shaped nose/bulbous tip.
	Low amniotic fluid, fetal pyelectasis. Jaundice, vomiting, pyloric stenosis
	Mo DD
	+
	+
	R
	R
	Hx drooling
	+
	-
	Hx ear infections
	Nystagmus
	-
	-
	-
	-
	Constipation. Thin CC @ midline; delayed myelination (at 7m) on MRI. Pelvicaliectasis.

	42
	7;11 M
	Epicanthal folds 
	Jaundice
	Mo
	+
	+
	-
	R
	Hx drooling, freq dental caries, adenoids removed
	-
	-
	Hx ear infections
	-
	-
	-
	-
	+
	Anxiety, chronic croup, subglottic stenosis

	43
	8;0 
F
	Pear-shaped nose, bulbous tip, ear pit, thick coarse hair, thin/short
	Jaundice, NGT, g-tube, tracheo-/laryngomalacia, RAD
	Mi
	+
	+
	C
	C
	Drooling, too few teeth
	+
	+
	Hx ear infections
	Myopia, strabismus, nystagmus
	Difficulty falling asleep
	ASD, VSD, PFO
	Joint laxity
	+
	DCD. Enlarged ventricles on MRI. GERD. Vesicoureteric reflux, ureter stint placement. Blood clotting disorder.

	44
	8;2 M
	Macrocephaly, pear-shaped nose/bulbous tip
	-
	Sv
	+
	+
	-
	R
	Hx drooling, complex orthodontics
	+
	+
	-
	Strabismus, hyperopia
	-
	-
	-
	+
	ADHD, anxiety. Hx blood infections

	45
	8;3 
F
	Ketosis pilaris on limbs
	Reduced foetal movement, low amniotic fluid. Jaundice, laryngomalacia
	Mo
	+
	+
	R
	R
	Tonsils/ adenoids removed, Severe obstruction from nasal turbinates
	+
	+
	Mi conductive HL, freq ear infections
	Myopia, strabismus, nystagmus, astigmatism
	-
	VSD
	Scoliosis
	ESES
	Constipation. Enlarged ventricles/thinning of CC. Hashimoto’s thyroiditis. Freq croup, pneumonia

	46
	8;4 
F
	Macrocephaly, broad nose, hypertelorism, long fingers
	-
	Mi DD
	-
	+
	-
	-
	Complex orthodontics, hx drooling
	-
	+
	-
	-
	-
	-
	-
	-
	-

	47
	8;5 
F
	Small eyes, hooded eyelids
	Prem, jejunal atresia. Jaundice, NGT
	Mi DD
	+
	+
	C
	R
	-
	-
	-
	-
	Myopia
	Freq waking
	-
	Constant head weaving, hip dysplasia, kyphosis, scoliosis
	Abnormal brain waves on EEG
	Underdeveloped white matter + sub ependymal grey matter heterotopia on L) lateral ventricle on MRI. Constipation, unexplained vomiting. Urea cycle disorder, small kidneys.

	48
	8;7 
F
	-
	-
	Mo
	+
	+
	C
	-
	-
	-
	-
	Hx ear infections
	-
	-
	-
	Hip dysplasia
	+
	-

	49
	8;7 
F
	Pear-shaped nose/bulbous tip
	Jaundice
	Mi
	+
	+
	-
	R
	Underbite
	+
	+
	Hx ear infections
	Hyperopia, strabismus
	-
	PFO
	Hip dysplasia in infancy
	-
	Anxiety

	50
	8;10 M
	Hypertelorism, pear-shaped nose/bulbous tip, toes overlapping, low set 5th toe, tans easily, fine hair
	-
	Mo
	+
	+
	R
	R
	High-arched palate, gap teeth, hx drooling
	+
	-
	-
	Hyperopia
	Freq waking
	-
	Heel bone protrudes
	-
	Anxiety

	51
	8;11 F
	Hypertelorism, pear-shaped nose/bulbous tip
	Jaundice, NGT, laryngomalacia
	Mi DD
	+
	+
	C
	R
	Drooling, small/weak teeth, macroglossia, adenoids/tonsils removed
	-
	+
	Mi SNHL, hx ear infections
	Opacities on corneas
	-
	-
	Flat feet/ankles turned inwards
	Febrile seizures
	Hereditary Haemorrhagic Telangiectasia. Minor dilated renal pelvis

	52
	9;0 M
	Narrow/wavy ear canal, pear-shaped nose/bulbous tip, cowlick, reduced skin pigment
	Jaundice
	Mi
	-
	+
	C
	R
	Too few teeth, complex orthodontics, hx drooling, tonsils/ adenoids removed
	-
	-
	Hx ear infections
	Astigmatism, hyperopia
	Early waking
	-
	-
	+
	Mild tremor/tics. ADHD, DCD, SPD, anxiety. Constipation. Vesicoureteric reflux, kidney scaring, freq UTIs, hypothyroidism, low white cell counts, specific antibody deficiency

	53
	9;7 M
	Pear-shaped nose/bulbous tip
	Anoxia, laryngomalacia, reflux
	Mo
	+
	+
	R
	C
	Drooling, tonsils/adenoids removed
	+
	-
	Hx ear infections 
	Myopia, nystagmus, strabismus
	Early waking
	-
	-
	+
	ADHD. Periventricular leukomalacia, hypogenesis of CC on MRI. Hypothyroidism, umbilical hernia. Deep sacral dimple. 

	54
	9;7 M
	Hypertelorism, pear-shaped nose/bulbous tip
	Rapid heartrate
	Mo
	-
	+
	-
	-
	Complex orthodontics, too few teeth
	+
	-
	Hx ear infections
	Hyperopia, strabismus, ptosis
	-
	R) bundle branch block, subaortic membrane + regurgitation
	-
	-
	Agenesis CC. Cryptorchidism. Sacral dimple

	55
	9;9 M
	Low set ears
	Enlarged ventricles in utero
	Mo
	+
	+
	-
	R
	Underbite, tongue tie Drooling
	+
	+
	Mixed mo HL
	Myopia, strabismus, nystagmus
	Freq/early waking
	-
	No coccyx
	+
	Autism, anxiety. Frenulum breve. GERD, constipation. Alpha thalassemia trait. Cryptorchidism, hernia.

	56
	10;1 M
	Pear shaped nose/bulbous tip, dark course hair, flat feet, vitiligo
	-
	Mi
	+
	+
	C
	C
	Hx drooling
	-
	-
	Hx ear infections
	-
	Anxiety when falling asleep, freq/early waking
	VSD (naturally closed)
	-
	+
	Cryptorchidism. 

	57
	11;4 M
	Macrocephaly, long/narrow face, pear-shaped nose/bulbous tip, unusual hair line, thick coarse hair, long fingers/toes
	Prem. Jaundice, blocked tear ducts, reflux, NGT, g-tube 
	Mo
	+
	+
	R
	C
	Too few teeth, drooling
	+
	+
	Unilateral, mo, conductive HL, hx ear infections 
	Amblyopia
	Early waking
	-
	Scoliosis
	+ 
	Constipation. Autism, ADHD, OCD, anxiety. Partial agenesis CC. Pelvicaliectasis. Cryptorchidism.

	58
	12;1 F
	Hypertelorism, pear-shaped nose/bulbous tip, reduced cartilage in ear pinna, short
	-
	Mo
	+
	+
	C
	R
	Drooling, too few teeth, adenoids removed
	+
	-
	Mo conductive HL
	-
	-
	ASD, VSD
	Scoliosis, joint laxity
	+
	Constipation. Lymphopenia

	59
	12;1 M
	Epicanthal folds, hypertelorism, pear-shaped nose/bulbous tip, broad nasal root, mild asymmetry of corners of mouth, thick hair
	Transient R) facial palsy at birth. Jaundice, laryngomalacia
	Mi 
	-
	+
	R
	R
	Too few teeth, Adenoid hypertrophy
	-
	-
	-
	Hyperopia
	-
	-
	-
	-
	Cryptorchidism. R) mild pelviectasis, vesicoureteral reflux

	60
	13;9 M
	Hypertelorism, pear-shaped nose/bulbous tip, narrow mouth/thin lips
	Anoxia, jaundice, NGT, trachea-/ laryngomalacia.
	Sv
	+
	+
	R
	C
	Hx drooling, too few teeth, freq dental caries, complex orthodontics
	+
	+
	Mixed Mo HL
	-
	-
	Bicuspid aortic valve
	-
	-
	SPD. Agenesis CC, enlarged hippocampi, rounded occipital horns on MRI. Low white blood cell count

	61
	14;10 F
	Pear-shaped nose/bulbous tip, keratosis pilaris, abnormal moles
	Diaphragmatic hernia, pulmonary hypertension after birth. Jaundice, anoxia, reflux, NGT 
	Sv
	+
	+
	R
	R
	Hx drooling
	-
	+
	Asymmetric Mo-Sv SNHL, hx ear infections.
	Hyperopia
	-
	Mitral valve prolapse
	Hip dysplasia in infancy
	+
	Celiac disease. ADHD. Kidney reflux. Tethered spinal cord at T4-T6 due to arachnoid cyst

	62
	15;10 M
	Narrow mouth/thin lips, pear-shaped nose/bulbous tip, long chin/face
	-
	Sv
	+
	+
	R
	R
	Hx drooling
	-
	-
	Hx ear infections
	Hyperopia
	-
	-
	Scoliosis
	-
	Hypospadias

	63
	16;1 F
	Broad nose, slanted eyes, clinodactyly of 5th fingers, short stature
	Jaundice, vocal fold paralysis, NGT
	Sv
	+
	+
	C
	R
	Too many teeth
	-
	-
	Mo conductive HL, hx ear infections
	-
	-
	Bicuspid aortic valve, hole in heart
	Scoliosis, joint laxity
	+
	Subependymal gray matter heterotopia

	64
	16;1 M
	Long forehead, hypertelorism, narrow mouth/thin lips, broad nose, short philtrum
	Reduced foetal movement. High alpha-foetal protein, hernia. NGT, laryngomalacia
	Mi
	+
	+
	R
	R
	High arched palate 
	-
	+
	Mo conductive HL, ETD, middle ear effusion
	Strabismus
	-
	ASD, PFO
	-
	+
	Anxiety. Freq croup

	65
	16;3 F
	Broad nose/flat bridge, long fingers/toes, many moles
	Prem. Jaundice, low blood sugar, NGT
	Sv
	+
	+
	C
	R
	Drooling, complex orthodontics, overbite
	+
	-
	-
	Squint, hyperopia, nystagmus. Fast onset cataracts, CVI, lost sight at 6 yrs
	Freq/early waking
	Murmur 
	Scoliosis, feet pronation, joint laxity, ataxia, missing pair ribs
	+
	Umbilical hernia. DCD, SPD, anxiety. Constipation, freq vomiting. Hypothyroidism

	66
	16;7 F
	Macrocephaly, pear-shaped nose/bulbous tip, coarse hair, many moles
	Prenatal echogenic bowel
	Mo
	-
	+
	-
	R
	Too few teeth, complex orthodontics, macroglossia, open bite, hx drooling
	+
	-
	Hx ear infections
	Myopia, strabismus
	Freq waking
	-
	Hip dysplasia in infancy
	+
	Constipation. DCD, SPD. Hydronephrosis 

	67
	16;6 F
	Pear-shaped nose/bulbous tip
	-
	Mo
	+
	+
	C
	R
	Hx drooling 
	-
	+
	-
	-
	-
	-
	Motor dyspraxia
	+
	DCD

	68
	16;7 M
	Hypertelorism, prominent epicanthal folds, deep iris crypts, pear-shaped nose/bulbous tip, coarse hair, doughy skin texture
	RAD
	Mi
	+
	+
	C
	-
	Underbite, hx drooling
	-
	+
	-
	Hyperopia
	Freq waking (resolved)
	-
	Flat feet, joint laxity, scoliosis
	-
	DCD, SPD

	69
	17;6 F
	Hypertelorism, pear-shaped nose/bulbous tip, short stature
	Anoxia
	Mo
	+
	+
	C
	R
	Hx drooling, too few teeth, macroglossia (due to hypotonia), overbite
	+
	+
	-
	-
	Early waking
	-
	Hip dysplasia
	+
	Dermatographia. Anxiety. Spasmodic swinging from over to under active thyroid.

	70
	18;3 F
	Epicanthal folds, posteriorly rotated ears, pear-shaped nose/bulbous tip
	-
	Mo 
	+
	-
	-
	R
	Hx drooling, complex orthodontics, too few teeth, high arched palate 
	+
	+
	Hx ear infections
	-
	-
	ASD
	Scoliosis, leg length difference 
	-
	Hypoplastic CC. Anxiety. Constipation. Chronic fatigue.

	71
	18;7 M
	Macrocephaly
	Prem. Anoxia, jaundice, NGT, tracheomalacia 
	Mi
	+
	+
	C
	R
	Too few teeth
	+
	+
	-
	-
	Freq waking
	-
	-
	+
	Mildly abnormal CC, enlarged ventricles on MRI. Reflux. Cryptorchidism. 

	72
	18;9 F
	Pear-shaped nose/bulbous tip, thick hair
	Anoxia, laryngomalacia 
	Mo
	+
	-
	C
	C
	Too few teeth (ectodermal dysplasia), complex orthodontics, overbite, submucous cleft palate, macroglossia
	+
	-
	Mi conductive HL, hx ear infections, burst ear drums
	-
	Sleep apnoea 
	ASD
	Hip dysplasia, scoliosis, tremor (from 16 yrs), joint laxity
	+
	Freq vomiting, constipation. Bronchiectasis. ADHD, anxiety. Freq UTIs. Hashimoto’s thyroiditis 

	73
	19;1 M
	Pear-shaped nose/bulbous tip, low set ears, many moles
	Perinatal fluid in ventricles
	Mi
	+
	+
	R
	R
	Hx drooling, gap teeth, high-arched palate
	+
	-
	-
	Ptosis
	
	ASD
	Scoliosis
	
	Cyclical vomiting syndrome. Cryptorchidism.

	74
	19;10 M
	Hypertelorism, pear-shaped nose/bulbous tip, large fingertip pads, wide spaced nipples
	Low amniotic fluid. Tracheo-/laryngomalacia
	Mo
	-
	+
	C
	R
	Hx drooling. 
	+
	+
	Asymmetric Mi-Mo conductive HL
	Astigmatism
	Difficulty getting to sleep
	-
	Kyphosis, scoliosis, talipes
	-
	Reflux, slow digestion. SPD, anxiety, depression, psychosis. Regular croup. Urinary retention. Hypospadias, cryptorchidism 

	75
	19;7 M
	Pear-shaped nose/bulbous tip, low set ears, thick/coarse hair, dry scalp
	-
	Mo
	+
	+
	C
	-
	Hx drooling, high arched palate
	+
	-
	-
	Hyperopia
	-
	-
	-
	-
	DCD. Unprovoked vomiting. Small kidneys. Cryptorchidism

	76
	20;1 F
	L) ear more cupped, pear-shaped nose/bulbous tip
	- 
	Mo
	+
	+
	C
	R
	Hx drooling, low enamel on teeth, macroglossia (due to hypotonia)
	+
	+
	Hx ear infections
	Strabismus, nystagmus
	-
	LQTS, ASD, PFO, mitral valve prolapse, dilated aortic sinuses
	Hypotonic CP
	-
	ADHD, anxiety. Agenesis CC, mild colpocephaly on MRI

	77
	20;5 F
	Pear-shaped nose/bulbous tip
	-
	Mo
	+
	-
	-
	-
	Underbite, too few teeth, hx drooling
	+
	-
	Hx ear infections 
	Ptosis
	-
	-
	Scoliosis, flat feet
	-
	Hypoplastic CC. Kidney cyst 

	78
	23;9 M
	Ear anomalies, pear-shaped nose/bulbous tip, many large moles
	Neonatal sepsis, jaundice 
	Mo
	+
	+
	-
	R
	Micrognathia, hx drooling, crooked teeth
	-
	+
	Mi conductive HL, hx ear infections
	-
	-
	-
	-
	+ until age 4
	Cryptorchidism

	79
	24;3 M
	Pear-shaped nose/bulbous tip, long fingers, long narrow feet
	Increased nuchal fold thickness, prem. Jaundice, tracheo-/laryngomalacia, GERD
	Sv
	+
	+
	R
	R
	Too few teeth, bifid tongue, drooling, adenoids removed
	+
	+
	Asymmetric, Mi-Mo conductive HL, hx ear infections, small circuitous ear canals
	Myopia, astigmatism
	-
	ASD, VSD, PFO, pulmonary stenosis
	-
	+
	Delayed white matter maturation on MRI. Branchial cleft cysts. Cryptorchidism. Seminoma Stage I (removed)

	80
	27;8 F
	Macrocephaly, hypertelorism, low set ears, down slanting palpebral fissures pear-shaped nose/bulbous tip, thick coarse hair, vitiligo
	Jaundice, hypoglycaemia
	Mo
	+
	+
	C
	C
	Lip tie, high-arched palate, gap teeth
	+
	-
	Mi SNHL
	Myopia, squint, strabismus, bilateral retinopathy, mole in eye
	Restless leg syndrome
	LVNC, ASD
	Scoliosis, cervical spondylolisthesis, compression fracture T11, joint laxity in infancy, “windswept feet”
	+
	VP shunt for hydrocephalus. Constipation. Arthritis. Addison’s disease, polyendocrine disease. Bilateral hydronephrosis, autoimmune kidney/liver disease. Chronic neutropenia. Freq UTIs

	81
	40;2 F
	Low set ears, pear-shaped nose/bulbous tip, long chin/face
	Tracheomalacia, NGT
	Sv
	+
	+
	R
	R
	-
	MV
	MV
	Mi mixed HL, hx ear infections
	Hyperopia, scar on retina
	-
	-
	Scoliosis
	+
	Autism, DCD. Abnormalities of cortex and cerebral ventricles on MRI




+, feature present; -, feature absent; NA, not assessed; TY, too young; Hx, history of; R, resolved; C, current; Mi, mild; Mo, moderate; Sv, Severe; R), right; L), left; Freq, frequent; NV, non-verbal; MV, minimally-verbal; Prem, premature birth; NGT, nasogastric tube; HL, hearing loss; SNHL, sensorineural hearing loss; ETD, eustachian tube dysfunction; o’dontics, orthodontics; CVI, cortical visual impairment; DCD, developmental coordination disorder; SPD, sensory processing disorder; OCD, obsessive compulsive disorder; ASD, atrial septal defect; VSD, ventral septal defect; PDA, patent ductus arteriosus; PFO, patent foramen ovale; TOF, Tetralogy of Fallot; LVNC, left ventricular non-compaction cardiomyopathy; ESES, Electrical Status Epilepticus During Sleep; CP, cerebral palsy; CC, corpus callosum; CVST, Cerebral Venous Sinus Thrombosis; UTIs, urinary tract infections; RAD, reactive airway disease; GERD, Gastroesophageal reflux disease; UPJ, ureteropelvic junction; LQTS, Long QT syndrome
