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Figure 1. Comparative Genomic Hybridisation (CGH) arrays.
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Each dot represents the B-allele frequency and total fluorescence intensity for a single SNP.

Predicted genotypes of SNPs as measured by B-allele frequency are shown in red font. The
lower case letters (a, b) below the diagram identify segments of an SNP array that
demonstrate the B-allele frequency, and intensity signals that are typical for (a) a normal
diploid region with identified genotypes for each SNP of AA, AB, or BB; and (b) a region of

BB) and intensity is unchanged.



3 Copy CNV
/"

ABB ‘T 041 VeV i J'n‘r.-\n q!a f:)

Copy-Neutral (LOH)
= BB

v oat " '
T ' T '
b ‘. ‘f‘ ..I Y ﬂ.l nY

1900774512 (49)

. =
-

B -
Z )



Copy-Neutral {LOH}

sCopyCtv. 107 -
BBEE s
B8 Aliele
Frequen
ABBE s AB
AA

CNV detection in SNP-array data using PennCNV: example log R ratio (LRR) and B Allele
Freq (BAF) values for the chromosome 15 g-arm of an individual. Three normal chromosomal
BAF genotype clusters (AA, AB, and BB genotypes) have LRR values around zero. The copy-
neutral loss-of-heterozygosity (LOH) region has normal LRR values, but no AB cluster,
Increased copy number can be observed in the increased number of peaks in the BAF
distribution and increased LRR values. LRR and BAF patterns are different for different CNV
regions, and can be used to generate CNV calls. Adapted from Wang et al. (2007).
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Figure 2. Single Nucleotide Polymorphism (SNP) arrays.
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Here, we compare the performance of different array platforms and designs with regards to
appropriateness for use for prenatal testing (Table 1). We will also discuss the factors to consider when
implementing a microarray testing service for the diagnosis of fetal chromosomal aberrations.

2. Types of Array Platforms
2.1. BAC Arrays

The first microarray platforms utilised BAC clones derived from the Human Genome Project. In
more recent years they have been largely replaced by oligo-based platforms, either CGH or SNP, due
to the higher resolution that these platforms can offer. However, certain features of BAC microarrays
make them potentially appealing in a prenatal setting.
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