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The incremental yield of CMA over karyotype in fetal ventriculomegaly: a systematic review and meta-analysis Key message
CMA provides clinically relevant incremental diagnostic yield after normal karyotype, with the greatest yield
when ventriculomegaly is non-isolated.

loakeim Sapantzoglou | Zacharias Fasoulakis | Konstantinos Tasias | Angeliki Rouvali | Afroditi Pegkou | Marianna Theodora | Georgios Daskalakis | Panagiotis Antsaklis ?':,..

1st Department of Obstetrics and Gynecology, Alexandra Hospital, National and Kapodistrian University of Athens, Athens, Greece

STUDY FRAME PRIMARY OUTCOME: INCREMENTAL CMA YIELD BEYOND KARYOTYPE

16 retrospective cohorts 2,137 fetuses 7% 10% 2%

Meta-analysis of chromosomal microarray analysis after normal karyotyping in fetal ventriculomegaly.
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Incremental diagnostic yield of CMA
VM PHENOTYPES CLINICAL IMPLICATIONS

META-REGRESSION AND QUALITY CHECK

* Overall VM: isolated and non-isolated cohorts.

* |solated VM: ventriculomegaly without additional findings.

* Non-isolated VM: VM with additional structural abnormalities.
* Mild isolated VM: isolated mild ventricular dilatation subgroup.

« Sample size was the main moderator: smaller studies reported higher yields (beta = -0.68; p < 0.001; R? 85.7%).
* [solation status, publication year and geographic region were not significant moderators.
« High-quality subgroup: 8 studies, 1,452 fetuses; pooled incremental yield 5% (95% CIl 3%-9%).

Counseling should be stratified by VM phenotype.
A normal karyotype does not exclude clinically relevant submicroscopic CNVs. CMA should be discussed when
invasive testing is clinically indicated, particularly for non-isolated VM.

TAKE-HOME

CMA adds diagnostic yield beyond karyotype in fetal VM: 7% overall, 10% in non-isolated VM, and 2% in
mild isolated VM.
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