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32 yr P1 G3 Al
First visit 4/2/09
14 weeks gestation - dates

2"d opinion- emergency
“Thick layer behind head”
To early, walit for 2 weeks




Healthy patient
Ultrasound:
Singleton Intrauterine

Extended head, thickened
Nuchal area

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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CM 0.41cm

NF 0.57cm
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Counseling
Amiocentesis/Karyoptyping

PCR: Female, N0 T21,18,13

Culture: Normal Female

Review 4 weeks




Well, Mr. Brown... I hope your attitude's
as positive as these test results.
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19w5S
Short long bones
Chest smaller

Transcerebellar Diameter (TCD) 21.1 mm
Cisterna Magna (CM) 42 mim
Nuchal Fold Thickness 0.3 mm
Abdominal Diameter Transverse (TAD) 431 mim
Abdominal Diameter AP (APAD) 411 mm
Abdominal Circumference (AC) 132.3 mm
Femur Length (FL) 206 mim
Humerus Length 19.1 mm
Radius Length 149 mim
Ulna Length 17.2 mm
Tihia | ength 15 4 mim

Fibula Length 11.8 mm
Head/Abdomen Ratio 1.274
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Differential Diagnosis

Management




Counseling
TOP 13/3/09
Misoprostol: Aborted 03h00

Retained placenta
Evacuation 14/3/09
Fetal examinations
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BABY WATERSON

BABYGRAM

Skeletal dysplasia is present.

Trunk of normal size.

Small thorax.

Diminished height of vertebral bodies with wide disc spaces.

The limbs are short with widening of the metaphyseal regions and shafts.
Polydactyly of the hands.
The appearance is not typical in all respect of a specific form of dysplasia.

The three conditions most closely resembling this are:
1. Thanatophoric dysplasia.

2. Metatrophic dysplasia.

3. Jeune disease.

Regards,

KOOS VAN HEERDEN
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Heterogeneous group of >380
disorders.

Abnormalities of cartilage and bone

growth.
1:4-5000

Inheritance Heterogeneous:
autosomal recessive or dominant, X-
linked recessive or dominant




Family history, genetic
predisposition
Abnormality at routine ultrasound

Adverse environmental influences,
unfavourable uterine environment




Rhizomelia: short proximal long bones
(humerus, femur)

Mesomelia: short middle segments
(radius/ulna, tibia/fibula)

Acromelia: short distal segments
(hands,feet)

Micromelia: shortening entire limb
Campomelia: bent limb
Phocomelia: absent segment
Amelia: absent limb




Prepregnancy:
Accurate diagnosis

Counseling recurrence risks,
diagnostic options

Antenatal:

Referral- experience ultrasonologist
Karyotype

Differential diagnosis and re evaluate
Parent support




Labour/Delivery:
TOP severe or lethal (chest volume)
Support

Postnatal:
Postmortem
Babygram
Karyotype
Accurate diagnosis
















