Macrocephaly and dilated lateral brain ventricles at third
trimester, differential diagnose
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Objective

Differential diagnhosis for macrocephaly and dilated lateral brain ventricles at third trimester of pregnancy.

Clinical case

A 21-year-old primipara with no previous medical records, 34 weeks pregnant, presents at third trimester ultrasound. At the ultrasound we
find 11 mm lateral ventricles with non-normal structure, enlarged third ventricle and cranial biometry over p98 for gestational age. Also findings
show retrognatia and unusual fetal face line. No other significant findings.

Maternal serological findings result all negative and amniocentesis shows karyotype 46XX (add(1)(g?42)), with unknown origin chromosome
1 material. Both parents karyotype are normal. Fetal MRI confirms ultrasound findings but adds no more information. As we couldn’t get a
better diagnose ante-partum it is decided to perform more tests after birth.

At 39.2 weeks patient gives birth a 3000 gr female baby after vaginal delivery, APGAR score is normal and cord pH are over 7.20.

Neonatal exploration shows macrocephaly, low implantation ears, generalized muscular low tone, apnea and increased brain lateral ventricles
(18 mm) in ultrasound. Neonatal karyotype confirms a partial chromosome 1 trisomy.

Final diaghose shows mental retardation, seizures and abnormal neurological development as main clinical features.
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Conclusion

Finding a brain lateral ventricles enlargement at third trimester forces us to make differential diagnose, initially, of infectious illness. Once
those are excluded, main diagnoses are genetic defects and purely morphological defects.

After a non-conclusive genetic finding during fetal life, parents must be studied to exclude family variants that aren’t pathologic. If parental
karyotype is normal, further genetic studies and genetics specialist counsel must be provided.

Fetal defects at third trimester ultrasound are increasing. Case differential diagnose can help to establish severity of the findings.
Unfortunately, most of the times a conclusive diagnose results impossible to obtain antepartum and final diaghose is achieved after birth.

References

Biran-Gol Y, Malinger G, Cohen H, Davidovitch M, Lev D, Lerman-Sagie T, Schweiger A. Developmental outcome of isolated fetal macrocephaly. Ultrasound Obstet Gynecol.
2010 Aug;36(2):147-53.

Malinger G, Lev D, Ben-Sira L, Hoffmann C, Herrera M, Vinals F, Vinkler H, Ginath S, Biran-Gol Y, Kidron D, Lerman-Sagie T. Can syndromic macrocephaly be diaghosed in
utero? Ultrasound Obstet Gynecol. 2011 Jan;37(1):72-81.

Yinon Y, Katorza E, Nassie DI, Ben-Meir E, Gindes L, Hoffmann C, Lipitz S, Achiron R, Weisz B. Late diagnhosis of fetal central nervous system anomalies
following a normal second trimester anatomy scan. Prenat Diagn. 2013 Oct;33(10):929-34.

Manganaro L, Savelli S, Francioso A, Di Maurizio M, Coratella F, Vilella G, Noia G, Giancotti A, Tomei A, Fierro F, Ballesio L. Role of fetal MRI in the o Salut
diagnosis of cerebral ventriculomegaly assessed by ultrasonography. Radiol Med. 2009 Oct;114(7):1013-23. o




