
Patien
t 

Consan-
guinity 

Term at first 
ultrasound signs 

(WG) 
Ultrasound signs Pregnancy 

outcome (GA) Additional postnatal / postmortem data 

Follow-up 
(Age in month) 

reason for refusing 
data reanalysis 

Patien
t 6 No 30 Polyhydramnios HP:0001561 Short long bone HP:0003026 

Macrocephaly HP:0000256 COP (40) No M35 
No additional finding not requested 

Patien
t 7 No 16 Short fetal femur length HP:0011428 

Single umbilical artery HP:0001195 COP (35) Hypospadias HP:0000047 M35 
No additional finding not requested 

Patien
t 15 No 20 Abnormal heart morphology HP:0001627 TOP (26) 

Microcephaly HP:0000252 
 Agenesis of corpus callosum HP:0001274 
Abnormal cortical gyration HP:0002536  
Gray matter heterotopia HP:0002282  

NA loss of follow-up 

Patien
t 17 No 20 Microcephaly HP:0000252 

Mild fetal ventriculomegaly HP:0010952 COP (NA) NA NA loss of follow-up 

Patien
t 25 No 18 

Tented philtrum HP:0011825  
Pulmonary artery atresia HP:0004935 
Ventricular septal defect HP:0001629 

COP NA NA not requested 

Patien
t 27 No 20 Abnormal posterior cranial fossa morphology HP:0000932 COP (41) No NA loss of follow-up 

Patien
t 31 Yes 20 

Intrauterine growth retardation HP:0001511 Dilatation of the 
bladder HP:0010955 

Single umbilical artery HP:0001195 
COP (35) 

Anal atresia HP:0002023 Rectovaginal 
fistula HP:0000143 

Long eyelashes HP:0000527 
Hypertrichosis HP:0000998 

 Synophrys HP:0000664  
Short phalanx of finger HP:0009803 

M34 
Neurodevelopmental 

delay HP:0012758 
not requested 

Patien
t 34 No 20 Agenesis of corpus callosum HP:0001274  

Short middle phalanx of finger HP:0005819 TOP (35) No NA loss of follow-up 

Patien
t 35 No 23 Heterotaxy HP:0030853 

Asplenia HP:0001746 COP (40) No NA loss of follow-up 

Patien
t 38 No 20 

Short fetal femur length HP:0011428 
Echogenic fetal bowel HP:0010943 

 
Previous pregnancy: IUFD and echogenic fetal bowel 

COP (38) Intrauterine growth retardation 
HP:0001511 NA loss of follow-up 

Patien
t 41 No 20 Cleft lip HP:0410030  

Fetal pyelectasis HP:0010945 COP (40) No NA not requested 

Patien
t 58 No 15 Polyhydramnios HP:0001561 Duodenal stenosis HP:0100867 

Preaxial polydactyly HP:0100258 COP (33) No M10 
No additional finding not requested 

Patien
t 59 No 21 Anomalous pulmonary venous return HP:0010772 

Single umbilical artery HP:0001195 COP (36) 

Congenital diaphragmatic hernia 
HP:0000776 

 Ventricular septal defect HP:0001629 
Arachnodactyly HP:0001166  

Abnormal facial shape HP:0001999 

NA not requested 

Patien
t 60 No 16 Partial agenesis of the corpus callosum HP:0001338 

Fetal pyelectasis HP:0010945 COP (NA) NA NA not requested 

Patien
t 62 No 20 

Intrauterine growth retardation HP:0001511 
Ebstein anomaly of the tricuspid valve HP:0010316  

Talipes equinovarus HP:0001762 
TOP (35) 

Dacryocystocele HP:0030752  
Abnormal facial shape HP:0001999 

Polysplenia HP:0001748 
NA loss of follow-up 



Gray matter heterotopia HP:0002282  
Abnormal cortical gyration HP:0002536  

Patien
t 64 No 10 

Cystic hygroma HP:0000476 
Intrauterine growth retardation HP:0001511 

pulmonary artery hypoplasia  
Ventricular septal defect HP:0001629 

TOP (33) 

Abnormal facial shape HP:0001999 
Retrognathia HP:0000278 

Pterygium HP:0001059 
 Micromelia HP:0002983 

Abnormal toe phalanx morphology 
HP:0010161 

Single transverse palmar crease 
HP:0000954 

Abnormal palate morphology HP:0000174 

NA loss of follow-up 

Patien
t 68 Yes 21 

Brachycephaly HP:0000248 
Partial agenesis of the corpus callosum HP:0001338 

Cerebellar vermis hypoplasia HP:0001320 
COP (37) NA NA loss of follow-up 

Patien
t 72 No 25 

Polyhydramnios HP:0001561  
Lateral ventricular asymmetry HP:0100960 

Persistent left superior vena cava HP:0005301  
Right aortic arch with retroesophageal left subclavian artery 

HP:0011598 
Ureteral duplication HP:0000073 

COP (38) 
Cerebellar vermis hypoplasia HP:0001320 

Hypoplasia of the corpus callosum 
HP:0002079 

NA not requested 

Patien
t 77 No 24 Unilateral Cleft lip HP:0410030  

Fetal choroid plexus cysts HP:0011426 COP (39) No M24 
No additional finding not requested 

Patien
t 80 No 27 

Intrauterine growth retardation HP:0001511 
Short fetal femur length HP:0011428 
Single umbilical artery HP:0001195 

COP (37) Hypospadias HP:0000047, Bifid scrotum 
HP:0000048 Micropenis HP:0000054 

M18 
No additional finding not requested 

Patien
t 88 No 20 Esophageal atresia HP:0002032 

Oligodactyly HP:0012165 COP (38) 
Absent thumb HP:0009777 

Abnormality of the ear HP:0000598 
Micrognathia HP:0000347 

M20 
Neurodevelopmental 

delay HP:0012758 
not requested 

Patien
t 91 No 20 

Median cleft upper lip HP:0000161  
Hypoplastic spinal processes HP:0008460 

Hemivertebrae HP:0002937 
Micropenis HP:0000054 

TOP (33) NA NA loss of follow-up 

Patien
t 104 No 20 Unilateral renal agenesis HP:0000122 

Single umbilical artery HP:0001195, splenic cyst COP (NA) NA NA loss of follow-up 

Patien
t 106 No 20 

Polyhydramnios HP:0001561 Retrognathia HP:0000278 
Fetal ascites HP:0001791 

Hepatomegaly HP:0002240 
Short fetal femur length HP:0011428  

COP (39) No M17 
No additional finding not requested 

Patien
t 107 No 10 

Esophageal atresia HP:0002032 
Atrioventricular canal defect HP:0006695  

Double outlet right ventricle with subpulmonary ventricular 
septal defect and pulmonary stenosis HP:0011657  

Omphalocele HP:0001539 
Single umbilical artery HP:0001195 

TOP (24) 
Abnormal facial shape HP:0001999 
 Meckel diverticulum HP:0002245 

Polysplenia HP:0001748 
NA not requested 

Patien
t 110 No 16 Hydrops fetalis HP:0001789 TOP (26) 

Pulmonary artery hypoplasia HP:0004971 
Right aortic arch with retroesophageal left 

subclavian artery HP:0011598 
NA not requested 



Abnormal facial shape HP:0001999 

Patien
t 111 No 20 Hand clenching HP:0001188 

Talipes equinovarus HP:0001762 TOP (26) NA NA loss of follow-up 

Patien
t 113 No 25 

Oligohydramnios HP:0001562 
Macroglossia HP:0000158 
Fetal ascites HP:0001791 

COP (37) Congenital posterior urethral valve 
HP:0010957 No not requested 

Patien
t 119 No 20 Agenesis of corpus callosum HP:0001274 TOP (30) 

Hypertrichosis HP:0000998 Macrocephaly 
HP:0000256 

Missing ribs HP:0000921 
Supernumerary vertebrae HP:0002946 

NA loss of follow-up 

Patien
t 124 No 20 Polyhydramnios HP:0001561 Tetralogy of Fallot HP:0001636 

Esophageal atresia HP:0002032 COP (36) NA NA not requested 

Patien
t 127 No 10 Increased nuchal translucency HP:0010880 

Echogenic fetal bowel HP:0010943 COP (39) No NA loss of follow-up 

Patien
t 128 No 19 

Agenesis of corpus callosum HP:0001274 
Abnormal cortical gyration HP:0002536  
Gray matter heterotopia HP:0002282  

Interhemispheric cyst HP:0032327 

TOP (30) Polydactyly HP:0010442 NA loss of follow-up 

Patien
t 135 No 20 

Polyhydramnios HP:0001561 Large for gestational age 
HP:0001520 

Congenital diaphragmatic hernia HP:0000776 
COP (33) Neonatal death NA not requested 

Patien
t 137 No 10 Cystic hygroma HP:0000476 

 Abnormality of ductus venosus blood flow HP:0010947 COP (37) NA NA not requested 

Patien
t 146 No 20 Agenesis of corpus callosum HP:0001274 TOP (30) 

Bifid uvula HP:0000193 
Retrognathia HP:0000278 

Hypertrichosis HP:0000998 
Abnormal facial shape HP:0001999 

Abnormal cortical gyration HP:0002536  

NA not requested 

Patien
t 148 No 20 

Polyhydramnios HP:0001561 Esophageal atresia HP:0002032 
Unilateral renal agenesis HP:0000122 

Single umbilical artery HP:0001195 
COP (38) Ectopic kidney HP:0000086 NA not requested 

 
 
COP: Continuation of pregnancy, TOP: termination of pregnancy 


