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Practical Guidelines for Chromosomal Microarray Analysis for Constitutional
Abnormalities: Part I, Reporting and Interpretation
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Chromosomal microarray (CMA) analysis can enhance the quality of clinical care for congenital abnormalities, including prenatal diagnosis. Labo-
ratories must develop a comprehensive understanding of the strengths, weaknesses, and purposes of CMA analysis. Following the part I, which
covers general and prenatal practical CMA guidelines for constitutional abnormalities, this part IT provides instructions for CMA reporting and in-
terpretation for the constitutional abnormalities. This guideline is primarily designed to address copy number variants (CNVs) interpretation and

result reporting, as well as the preparation of result documents.
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Table 3. General recommendations for carrier or secondary finding

Report of carrier

In general, reporting of carrier is not recommended.

If the laboratory establishes a policy to report on carrier, it should decide how to
report it by separating what is related to the request from what is not related
to the request.

Report of variants detected before symptoms appear, or before the disease is di-
agnosed

It is generally recommended to be reported to facilitate early access to health
care before symptoms occur.

Report of variants that increase the risk of cancer

Copy-number loss in tumor suppressor genes well known in penetrance, cancer
risk, and related cancers in human is recommended to be reported.
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