Supplementary Table 4. Clinical phenotype of infants diagnosed through whole genome sequencing

	No.
	Diagnosis
	Primary phenotype

	1
	CHARGE syndrome
	Tetralogy of Fallot, Dandy-walker malformation, polydactyly of hand, coloboma, microphthalmia, hearing impairment

	2
	CHARGE syndrome
	Atrioventricular canal defect, double outlet right ventricle, low set ear, microtia webbed neck, shield chest, coloboma

	3
	Intellectual developmental disorder, autosomal recessive 18, with or without epilepsy
	Axial hypotonia, cerebellar hypoplasia, preauricular pit, gastroesophageal reflux, neonatal respiratory distress, global developmental delay, pachygyria

	4
	Ehlers-Danslos syndrome
	Tricuspid valve regurgitation, disc staphyloma, thoracolumbar scoliosis, dolichocephaly, exotropia, global developmental delay, dolichocephaly, umbilical hernia

	5
	Kabuki syndrome
	Imperforate anus with rectourethral fistula, cleft palate, ventricular septal defect, atrial septal defect, microphthalmia, coloboma, axial hypotonia, hearing impairment, hydronephrosis

	6
	Lymphatic malformation 1
	Edema of the lower limbs and dorsum of feet, lymphedema, fetal hydrops

	7
	CHARGE syndrome
	Ankyloglossia, patent ductus arteriosus, choanal atresia, hearing impairment abnormality of the inner ear, coloboma, failure to thrive, gastroesophageal reflux

	8
	Epidermolysis bullosa simplex 1A, generalized severe; Epidermolysis bullosa simplex 1B, generalized intermediate; Epidermolysis bullosa simplex 1C, localized
	Abnormal blistering of the skin, oral mucosal blisters, failure to thrive, metatarsus adducts of hindfoot varus, neonatal respiratory distress

	9
	Branchio-oto-renal syndrome
	Preauricular pit, branchial sinus, abnormality of the antihelix

	10
	Godenhar syndrome; Rubinstein-Taybi syndrome
	Microtia, microcephaly, atresia of the external auricular canal, preauricular pit, obstructive megaureter, bifid uvula, cryptorchidism, broad thumb and toe, hemifacial hypoplasia, hearing impairment

	11
	Neurodevelopmental disorder with neonatal respiratory insufficiency, hypotonia, and feeding difficulties
	Hypotonia, oropharyngeal dysplasia, cerebral hypomyelination, seizure, motor delay, neonatal respiratory distress

	12
	Anterior segment dysgenesis 3, multiple subtypes; Axenfeld-Rieger syndrome, type 3
	Microcephaly, microphthalmia, retinal detachment, hearing impairment, small for gestational age, single umbilical artery, coarctation of aorta, peripheral pulmonary artery stenosis

	13
	Polycystic kidney disease 4, with or without hepatic disease
	Polycystic kidney dysplasia, oligohydramnios, neonatal respiratory distress, pulmonary hypoplasia

	14
	Noonan syndrome 1
	Agenesis of corpus callosum, secondum atrial septal defect, neonatal respiratory distress, abnormal conus terminalis morphology

	15
	Neurodevelopmental disorder with dysmorphic facies and skeletal and brain abnormalities
	Hypotonia, long eyelashes, high arched eyebrows, single transverse palmar crease, short middle phalanx of the 5th finger, microcephaly, short stature, webbed neck, high and narrow palate, preauricular pit, low set ear, hypothyroidism, small for gestational age, gastroesophageal reflux, motor delay, laryngomalacia

	16
	Thrombophilia 7 due to antithrombin III deficiency
	Reduced antithrombin III activity, thrombocytopenia, venous thrombosis

	17
	Cornelia de Lange syndrome 1
	Toe syndactyly, micrognathia, webbed neck, hypertrichosis, cleft palate, thick eyebrow, long eyelashes, long philtrum, microcephaly, failure to thrive, short stature, ventricular septal defect, pulmonary valve atresia, hearing impairment, neonatal respiratory distress, single umbilical artery, global developmental delay

	18
	Ciliary dyskinesia, primary, 40
	Right atrial isomerism, double outlet right ventricle, pulmonary artery stenosis, asplenia, gastroesophageal reflux, oropharyngeal dysphagia, motor delay

	19
	CHARGE Syndrome
	Laryngomalacia, gastroesophageal reflux, coloboma, patent ductus arteriosus, atrial septal defect, hearing impairment, low set ear

	20
	Diets-Jongmans syndrome
	Small for gestational age, pulmonary artery atresia, ventricular septal defect, patent ductus arteriosus, anomalous tracheal cartilage, laryngotracheal stenosis, neonatal respiratory distress, single umbilical artery

	21
	No known Mendelian disease
	Pontocerebellar hypoplasia, hypoplasia of the pons, cleft palate, ankyloglossia, hearing impairment, bifid uvula, hypoplasia of the epiglottis, neonatal breathing dysregulation, sinus bradycardia, neonatal respiratory distress, Biot’s respiration


