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Letter to the Editor

What's in a Name? The 22q11.2 Deletion

To the Editor:

We read with great interest the publication by Wulfs-
berg et al., “What's in a Name? Chromosome 22q Ab-
normalities and the DiGeorge, Velocardiofacial, and
Conotruncal Anomalies Face syndromes.” We appreci-
ated their analogous comparison of the evolution of the
22q11.2 deletion to the anonymous Indian fable depict-
ing a group of blind men trying to describe an elephant
by each examining a separate part. “Originally de-
scribed as three distinct phenotypes . . . it is now clear
that there is only a single broad and variable pheno-
type associated with deletion of the DGCR .. ."

This concept was discussed in 1993 by Wilson et al.,
“We think that these conditions are all part of one clini-
cal spectrum and that the diagnostic label depends

Fig. 1. The 22q.11.2 story can be likened to the old adage of a group of
blind men trying to identify an elephant by each examining a separate
part. Each man was accurate in describing his own area of interest, but
none was able to see the big picture. Several conditions once thought to be
separate are now known to be due to the 22q11.2 deletion.
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upon the age of presentation and the predominant
clinical manifestation.” Burn et al., in the same jour-
nal, wrote, “It seems increasingly likely that these
eponymous syndromes will be phenotypic variations on
a theme.”

Having thought along the same lines, we would like
to submit “our elephant” (Fig. 1), which was published
in our 1996 summer newsletter, as an accompaniment
to Dr. Wulfberg's article. We hope that this helps to
illustrate the point.
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