Trisomy 21 – Down ’s syndrome
Decrease in AFP levels				Advanced Maternal Age
Duodenal Atresia				Decreased Intelligence levels
Nuchal fold ≥ 6 mm				Hand anomalies
Ventricular septal defect			Choroid Plexus Cysts
Brachycephaly					Absent/Decreased Nasal Bridge
Macroglossia					Skeletal Anomalies
Hyperechoic Bowel				Esophageal Atresia
Cystic Hygroma					Anorectal Atresia
Hydrothorax					

Trisomy 18 – Edward’s Syndrome
Clenched fists					Low AFP levels
Heart defects					Female Prevalence
Choroid plexus cysts				IUGR
Micrognathia					Two Vessel Cord
Clubbed or Rocker Bottom Feet			Small Placenta
Renal Anomalies				Microcephaly
Cleft Lip and Palate				Enlargement of cisterna magna
Omphalocele					Cerebellar hypoplasia
Hydrocephalus					Strawberry-shaped head
Neural Tube Defects				Congenital diaphragmatic hernia
Cystic hygroma					Polyhydramnios

Trisomy 13 – Patau Syndrome
Cardiac Defects					Microcephaly
Cystic Hygroma					Absent or small eyes
Facial Clefts					Midline body defects
Omphalocele					Polycystic kidneys
Clubfoot					Polydactyly
IUGR						Polyhydramnios
Holoprosencephaly				Low AFP levels
Hypotelorism					Proboscis
Cystic Hygroma					Echogenic Cordae tendineae

Turners Syndrome
Elevated AFP Levels				Female Fetuses
Cystic Hygroma					Cardiac defects
Renal anomalies				Short femurs
Lymph edema					Coarctation of the Aorta
Hydrops	

Beckwith-Wiedemann Syndrome
Macrosomia					Omphalocele
Macroglossia					Hemihypertrophy
Enlarged abdominal organs			Neonatal hypoglycemia
Nevus flammeus				Increased risk of childhood cancers
Umbilical Hernias				

Limb Body Wall Complex
Limb defects					Lateral wall defects
Encephalocele					Facial defects
Scoliosis					Ventral wall defect
Cranial anomalies				Short Umbilical Cord
Amniotic Bands				

Acrania
Skull is absent					Brain is present
Elevated AFP Levels				Spinal Defects
Clubfoot					Cleft lip and Palate
Prominent Sulcal markings			Lack of bony calvaria
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Amniotic Band Syndrome

Anencephaly
Diabetic mothers/Environmental factors	Absent brain/cranial vault	
Bulging fetal orbits				Polyhydramnios
Coexsisting Spina Bifida				Cleft lip and Palate
Hydronephrosis					Diaphragmatic hernia
Cardiac defects					Omphalocele
Gastrointestinal Defects				Talipes

Spina Bifida
MSAFP may be normal or elevated		Meningocele
Meningomyelocele				Rachischisis
Paraparesis					Hydrocephalus
Displacement of Cerebellar Vermis		Banana Shaped Cerebellum
Lemon-Shaped skull				Ventriculomegaly
Urinary tract anomalies				Obliteration of cisterna magna
Talipes						Cephaloceles
Cleft Lip and Palate				Hypotelorism
Heart defects

Dandy-Walker Malformation
Agenesis/Hypoplasia of Cerebellar vermis	Fourth Ventricle dilation
Hydrocephalus					Macro/Microcephaly
Encephalocele					Aqueductal Stenosis
Large Posterior Fossa Cyst			Ventriculomegaly
Enlarged Cisterna Magna			

Holoprosencephaly
Abnormal development of the forebrain		Monoventricular cavity
Absent CSP					Absent corpus callosum
Fused/Partially Fused Thalami			Hypotelorism
Cyclopia					Proboscis
Variable development of the Falx		Cleft lip and Palate
Holoprosencephaly (cont.)
Absent IHF					Absent Nose
Cebocephaly					Hydrocephaly
Microcephaly					Polyhydramnios
IUGR						Omphalocele
Renal cysts					Cardiac defects

Thanatophoric Dysplasia
Male dominance				Severe Rhizomelia
Micromelia					Bowing of the limbs
Cloverleaf Skull deformity			Macrocephaly
Frontal Bossing					Depressed nasal bridge
Hypertelorism					Ventriculomegaly
Narrow, bell-shaped chest			Protuberant abdomen
Narrow spinal canal				Small hands
Polyhydramnios

Osteogenesis Imperfecta
Brittle bone disease				Maldevelopment of collagen
Bowing of long bones				Hypomineralization of bones
Head size usually normal			Multiple fractures
Narrow bell-shaped chest			Bone shortening
Thin cranium					Abnormal spinal curvature
Blue sclera					Double jointed

Achondrogenesis
Short limb dysplasia				Thin or thick ribs
Severe micromelia				Bowing of long bones
Short trunk					Protruding abdomen
Frontal bossing					Poor spinal ossification
Small pelvis					Narrow chest
Small lower jaw

Achondroplasia
Short stature					Abnormal cartilage deposits
Macrocrania					Micromelia
Frontal Bossing					Hypoplastic thorax
Ventriculomegaly				Small midface
Flattened nasal bridge				Short fingers and toes
Bowing of the legs				Hydrocephalus
Narrow spinal canal				

