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 Chromosomal Microarray Analysis (CMA)
A Single Exon Deletion in TAB2 Causes an Autosomal Dominant Disorder.
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Initial Presentation: 
• Newborn baby girl with patent ductus arteriosus and atrial septal defect

Genetic Tests Performed/differential diagnosis:
• The patient had no prior genetic testing

• Initial differential diagnosis included chromosome disorders associated with congenital heart defects

Findings from CMA:
• A comprehensive array with exon level detection of >5000 genes detected a 3 Kb pathogenic deletion encompassing exon 7 (last 

exon) of the TAB2 gene within chromosome band 6q25.1

• This final exon deletion includes a portion of the TAK1 binding domain and the entire highly conserved Np14 zinc finger (NZF) 
domain. The NZF domain is essential for TAB2 to activate TAK1. Loss-of-function variants in TAB2 are associated with congenital 
heart defects, multiple types, 2 (OMIM # 614980), which is an autosomal dominant disorder characterized by variable congenital 
heart defects, dysmorphic facial features, connective tissue disease, and short stature

Impact on Medical Management:
• The diagnosis can inform medical management and allow the patient to be monitored for potential comorbidities. Parental testing 

was recommended and would help inform recurrence risk for this family

This case demonstrates the ability of CMA in the detection of small single exon deletions associated with Mendelian disorders 
that may go undetected by a microarray with a lower resolution.
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Chromosomal Microarray Analysis (CMA)

A high-resolution array with exon by exon coverage of >5000 genes detected a single exon deletion within the TAB2 gene that 
explain the patient’s current features. Parental studies are recommended to determine if the copy number variant was inherited 
or de novo.
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Change Chromosome Min Interval* Max Interval*Min Size (Mb) Max Size (Mb)# Probes

LOSS 6q25.1 149730442 0.003 149724802 0.027149732992- - 149751919

TAB2RefSeq Genes:

5

* Nucleotide positions based on hg19
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Key findings summary 
with copy number  
variant information .  
One heterozygous 
deletion encompassing a 
portion of chromosome 6 
was identified.

The findings listed above 
are further explained 
including the size of the 
copy number variant and 
its symptom/disorder 
association.
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