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• 23 years old, caucasian, G2P0 + abortion, unrelated couple

• Ultrasound 29WG
IUGR, most on abdominal perimeter
Dysplasia of the left ear, pre auricular tag on the left ear, right clubfoot

• Genetic: 
CMA 400kb normal
Prenatal Exome Sequencing: variation PUF60 (Verheij syndrome) 
PUF60 gene, NM_078480.2: c.449_457del, p(Ala50_Phe152del

• Ultrasound 32 WG
Worsen IUGR

• MRI 32 WG
Normal brain
Left ear aplasia, dysmorphic left auricle, pre auricular tag, left external
auditory canal aplasia
Normal right ear

Clinical History
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Growth parameters

mesure centile Term

Weight 1694 g 25e

CR 27,5 cm <5e 30

CH 39 cm <5e 29

Foot 55 mm <5e 28

HC 30 cm 50e

Term 33 WG
Male fetus
Normal hands
Valgus feet

External examination
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High Forehead, marked infra orbital folds, round nose, thin lips, normal right ear, small chin

Face
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Left ear:
No external auditory canal
3 pre auricular tags, 1 auricular tag
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Short long bones, size for 29 WG
Abnormal segmentation of the vertebrae S1

X rays
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Synthesis

Male fetus, 33 WG, with growth restriction
• Facial dysmorphism with pre auricular and 

auricular tags nodules on left ear avec ear conduct
aplasia

• Short long bones
• Vertebral anomaly

-no other visceral malformation, normal brain
examination
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Verheij syndrome

• Chr 8q24.3 deletion

• Growth retardation, developpement delay, facial dysmorphism, 
microcephaly, vertebral abnomarlities, ocular coloboma, renal
and cardiac defects

• Dauber identified PUF60 as a cause of Verheij syndrome
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First prenatal case of Chr 8q24.3 
deletion

• Growth retardation, 
• Dysmorphology: ear malformation, 

bitemporal narrowing, anteverted
nares, long flat philtrum, thin upper
lip, cleft palate, micro retrognathism, 
short neck, 

• Hand anomalies, 
• Vertebral anomalies, 
• Cardiac defect (AVSD and hypoplastic

aortic arch)
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PUF60
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Ears malformation in PUF60 mutated case

• asymetric and posteriorly rotated ears

• Detached ears with cup shape

• Triangular ears with flattened helices

• Preauricular pits/ tags

• Branchial cleft cysts and branchial fistula

• -> first case with anotia
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Spliceosomopathies

spliceosome is a complex of RNA and proteins that function together 
to identify intron-exon junctions 

splice out the introns, and join the flanking exons
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EFTUD2 Guion Almeida
SF3B4 Nager 
SNRHP cerebro costo mandibular
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• Guion Almeida 

• EFTUD2

• Nager

• SF3B4

• Cerebro Costo Mandibular
• SNRHP
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