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Definition

• Dysmorphology:  The study of abnormal 
shapes. The goal is to recognize a pattern 
that contributes to making a specific 
diagnosis



Congenital Anomalies

• The single leading cause of infant death



Congenital anomalies

• Major malformation: Any congenital 
abnormality regardless of cause that has 
prognostic implications, or requires 
intervention for management

• Minor malformation: A finding that is rare 
in the general population but is of no 
functional or prognostic significance and 
does not require intervention



Case 1

• Prenatal ultrasound at 18 weeks growth 
delay 

• Double Outlet Right Ventricle (heart defect)

• Mother is obese and has uterine fibroids so 
ultrasound imaging is limited. 

• What will you tell the family?



Case 1

• Cell free fetal DNA test is read as “low 
risk”

• She does not consent to amnio because it 
was not suggested

• She also finds it too invasive and she hopes 
once the heart is repaired everything will be 
fine. 



Delivery 

• Vaginal delivery at 36 weeks.

• Severe distress

• Can’t pass an NG tube

• Eventually need a surgery for Tracheal 
Esophageal Fistula
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Case 2

• Prenatal ultrasound demonstrates growth 
delays

• DORV

• Polyhydramnios

• Single umbilical artery
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Case 3

• A 19 year old female presents for a first 
prenatal visit.  She has a history of mild 
school problems that she attributes to 
laziness.



• Ultra sound demonstrated a fetus with bilateral 
cleft lip, cleft palate, and hypertelorism (wide 
space between the eyes).

• Heart, kidneys and brain appeared normal

• How would you counsel this young woman 
regarding the likely outcome of this pregnancy?





• Does this change your counseling? 

• Does it change prenatal testing? 

• Does it change the prenatal management or 
delivery plan? 



Case 4



• Cleft lip and cleft palate

• Increased nuchal thickness

• Heart defect strongly suspected



• What  test is recommended? 



• Chromosomes likely to be normal

• Microarray is much more sensitive

• Duplication 20q13 
– Associated with cleft lip

– Heart defects

– Developmental disability



Case 5

• Chest mass seen on ultra sound





• Congenital Diaphragmatic Hernia and  
Macroglossia

• How would you test for this?

• Beckwith-Wiedemann syndrome

• How would that impact perinatal 
management?

• How would it impact longer term 
management?



Case 6

• Limb anomaly seen on a 19 week 
ultrasound





Case 6



• Cornelia de Lange syndrome

• Severe growth restriction prenatally and 
postnatlly

• Severe developmental disability

• Severe feeding problems most children will 
require a feeding tube



Case 7

• 23 week gestation

• 38 y.o. G4 P3 

• Macrocephaly, vermian hypoplasia, 
posterior fossa cyst

• Polydactyly of left hand





• Suspected Joubert syndrome

• >15 genes known (can’t predict gene by 
phenotype)

• Need to use a large panel



Case 8

• Prenatal ultrasound 
– Mutliple contractures

– Non-immune Hydrops

– No structural heart defect

• 3rd affected pregnancy to this couple



• What testing would be most likely to 
explain the problem?

• What could be done with the information?



• Congenital myasthenia with compound 
heterozygous mutations in the CHAT gene. 

• In principle this may be a treatable 
condition but the severity seen in this family 
is not well reported and no one has ever 
done prenatal treatment. 





• Whole Exome Sequence
– We have multiple abnormal findings

– Multiple recurrences in the family

– No clear direction for a specific cause

– The question is important enough to pursue



Conclusions
• Details of the evaluation are important

– History, family history, imaging, etc.

• Look at the parents as well as the fetus or 
child

• Use all the available information

• You will need to do testing to confirm a 
diagnosis prenatally (chromosome, 
microarray, specific single gene, panel, 
WES…. Maybe some day Whole Genome)



Conclusions

• Pretest counseling, ordering, and test 
interpretation are very complex

• Use well trained people 

• Include geneticist and /or genetic counselor 
for new or more complex options



Questions or Comments


