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	 A healthy primigravida with a 36-week gestation present-
ed with fetal right ventriculomegaly. Magnetic resonance 
imaging (MRI) showed an encephaloclastic porencephaly 
and residual hemorrhagic components. Trauma, hyperten-
sion, TORCH infection and alloimmune thrombocytopenia 
were excluded. A caesarean section was planned and a 
term boy with normal platelet count and coagulation tests 
was delivered. Brain MRI confirmed the previous findings 
(Fig. 1). A heterozygous pathogenic variant (c.518G>A, 
p.Gly173Asp), maternally inherited, was identified in the 
COL4A1 gene. Abdominal and cardiac ultrasound were nor-
mal. At three years old the child presented left hemiparesis, 
inaugural epilepsy, and strabismus with no retinal arterial 

tortuosity or cataract.
	 Collagen type IV alpha 1 (COL4A1) is a structural com-
ponent of the vascular basement membrane of many tis-
sues. Its fragility can trigger rupture and intrauterine intra-
ventricular hemorrhage, leading to porencephaly and neu-
rological symptoms, like hemiparesis and epilepsy, which 
were previously unexplained.1-3 Early diagnosis allowed an 
appropriate follow-up and genetic counseling.
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Figure 1 – Brain MRI. Coronal T2 weighted-image (WI) (A) and axial T2*-WI (B), depicting right frontal porencephalic cavity (star) with 
peripheral hemorrhagic residues (arrow)
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