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Fetal karyotype NT >95% centile  Risk =1 in 300
Normal 95,476 4,209 (4.4%) 7,907 (8.3%)
Trisomy 21 326 234 (71.2%) 268 (82.2%)
Trisomy 18 119 89 (74.8%) 97 (81.5%)
Trisomy 13 46 33 (71.7%) 37 (80.4%)
Turner syndrome | 54 47 (87.0%) 48 (88.9%)
Triploidy 32 19 (59.4%) 20 (62.5%)
Other* 64 41 (64.1%) 51 (79.7%)
Total | 96,127 4,767 (5.0%) 8,428 (8.8%)
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Sonographic ~ Trisomy  Normal Positive Negative LR for
marker 21 LR LR isolated
marker
Nuchal fold 107/319  59/9331 53.05 0.67 9.8
(33.5%) (0.6%)  (39.37-71.26) (0.61-0.72)
Short humerus ~ 102/305 136/9254 22.76 0.68 4.1
(33.4%)  (1.5%)  (18.04-28.56) (0.62-0.73)
Short femur 132/319 486/9331 7.94 0.62 1.6
(41.4%) (5.2%) (6.77-9.25)  (0.56-0.67)
Hydronephrosis ~ 56/319  242/9331 6.77 0.85 1.0

(17.6%) (2.6%) (5.16-8.80) (5.16-8.80)

Echogenic focus  75/266 401/9119 6.41 0.75 1.1
(28.2%) (4.4%) (5.15-7.90) (0.69-0.80)

Echogenic bowel 39/293  58/9227 21.17 0.87 3.0
(133%)  (0.6%  (14.34-31.06) (0.83-0.91)

Maijor defect 75/350  61/9384 32.96 0.79 52
(21.4%) (0.65%)  (23.90-43.28) (0.74-0.83)
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Nuchal Chromosomal Normal karyotype Alive and
translucency  Defects well

Fetal death  Major fetal
abnormalities

<95 centile 0.2% 1.3% 1.6% 97%
95h-99" centiles 3.7% | 1.3% | 2.5% 93%
3.5-4.4 m; | 21, T‘;é _{._- 2‘7%j " 10.0% 70%
4.5-5.4 mm 33.3% 3.4% 18.5% 50%
] 5.5—6.4_mn1 50.5% 10.1% 24.29; | 30%
>6.5mm 64.5% 19.0% 46.2% 15%
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Central nervous system
defect

Gastrointestinal defect

Fetal anemia

Acrania / anencephaly

Crohn's disease

Blackfan Diamond anaemia

Agenesis of the corpus callosum

Duodenal atresia

Congenital erythropoietic porphyria

Craniosynostosis

Esophageal atresia

Dyserythropoietic anaemia

Dandy Walker malformation

Small bowel obstruction

Fanconi anemia

Diastematomyelia

Parvovirus B19 infection

Encephalocele Genitourinary defect Thalassaemia-o
Fowler syndrome Ambiguous genitalia
Holoprosencephaly Congenital adrenal hyperplasia | Neuromuscular defect
Hydrolethalus syndrome Congenital nephrofic syndrome | Fetal akinesia deformation sequence
|Iniencephaly Hydronephrosis Myotonic dystrophy
Joubert syndrome Hypospadias | Spinal muscular atrophy
Macrocephaly Infantile polycystic kidneys L
Microcephaly Meckel-Gruber syndrome | Metabolic defect
Spina bifida Megacystis i Beckwith-Wiedemann syndrc;rne
Trigonocephaly C Multicystic dysplastic kidneys | GM1 gangliosidosis
Ventriculomegaly Renal agenesis Lon chum 3-hydroxyacyl-coenzyme
A dehydrogenase d:.ﬁ::lency
Mucopolysaccharidosis fype VI

|Facial defect Skeletal defect Smith-Lemli-Opitz syndrome
Agnathia/micrognathia Achondrogenesis Vitamin D resistant rickets
Facial cleft Achondroplasia Zellweger syndrome
Microphthalmia Asphyxiating thoracic dystrophy
Treacher-Collins syndrome Blomstrand Other defect

osteochondrodysplasia

Campomelic dwarfism Body stalk anomaly

|[Nuchal defect Cleidocranial dysplasia Brachmann-de Lange syndrome

Cystic hygroma Hypochondroplasia CHARGE association

Neck lipoma Hypophosphatasia Deficiency of the immune system
Jarcho-Levin syndrome Congenital lymphedema

ICardiac defect Kyphoscoliosis EEC syndrome

Di George syndrome Limb reduction defect Neonatal myoclonic encephalopathy

Nance-Sweeney syndrome

Noonan syndrome

|Pulmonary defect

Osteogenesis imperfecta

Perlman syndrome

Cystic adenomatoid
malformation

Roberts syndrome

Stickler syndrome

Diaphragmatic hernia

Robinow syndrome

Unspeciﬁed syndrome

Fryn syndrome

Short-rib polydactyly syndrome

Severe developmental delay

Sirenomelia

IAbdominal wall defect

Talipes equinovarus

Cloacal exstrophy

Thanatophoric dwarfism

Exomphalos

VACTER association

Gastroschisis
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