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� 32 yr P1 G3 A1
� First visit 4/2/09
� 14 weeks gestation - dates� 14 weeks gestation - dates
� 2nd opinion- emergency
� “Thick layer behind head”
� To early, wait for 2 weeks 
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� Healthy patient
� Ultrasound:
1. Singleton Intrauterine
2. Extended head, thickened 

Nuchal area
3. Short long bones
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� Referral Prof. Nicolaou

12/2/09  15w5
� Nuchal skin fold thickening
� Shortened long bones
� Polydactyly
� Nasal bone hypoplasia
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� Counseling
� Amiocentesis/Karyoptyping

� PCR: Female, No T21,18,13� PCR: Female, No T21,18,13

� Culture: Normal Female

� Review 4 weeks
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� 19w5
� Short long bones
� Chest smaller
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� Differential Diagnosis

� Management
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� Counseling
� TOP 13/3/09
� Misoprostol: Aborted 03h00
� Retained placenta
� Evacuation 14/3/09
� Fetal examinations
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� Heterogeneous group of >380 

disorders.
� Abnormalities of cartilage and bone 

growth. growth. 
� 1:4-5000
� Inheritance Heterogeneous: 

autosomal recessive or dominant, X-
linked recessive or dominant 
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� Family history, genetic 

predisposition
� Abnormality at routine ultrasound

Adverse environmental influences, � Adverse environmental influences, 
unfavourable uterine environment
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� Rhizomelia: short proximal long bones 

(humerus, femur)
� Mesomelia: short middle segments 

(radius/ulna, tibia/fibula) 
� Acromelia: short distal segments � Acromelia: short distal segments 

(hands,feet) 
� Micromelia: shortening entire limb
� Campomelia: bent limb
� Phocomelia: absent segment
� Amelia: absent limb
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Prepregnancy:
� Accurate diagnosis
� Counseling  recurrence risks, 

diagnostic options
Antenatal:Antenatal:
� Referral- experience ultrasonologist
� Karyotype
� Differential diagnosis and re evaluate
� Parent support
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Labour/Delivery:
� TOP severe or lethal (chest volume)
� Support

Postnatal:Postnatal:
� Postmortem
� Babygram
� Karyotype
� Accurate diagnosis
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NOT ALL:
� Thickened nuchals  are T21. 
� Thickened nuchals have 

abnormal karyotypes.abnormal karyotypes.
� Skeletal dysplasias have 

abnormal karyotypes.
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