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Abstract A heterozygous deletion within chromsome 22q11.2 del.22ql1.2 is the genetic basis of the
most common interstitial microdeletion syndrome The clinical findings associated with del.22q11.2 are extensive and
highly variable from patient to patient. Main features include congenital heart defects CHD  characteristic facial ap-
pearance immunodeficiency resulting from thymichypoplasia velopharyngeal dysfunction. Recombination between
mismatched homologous elements LCRs leads to the deletion of 22q11.2. The clinical features mechanism and
candidate gene cloning of 22q11DS are reviewed.
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1 22q11DS 0
Table 1 Clinical features and frequency of 22q11DS °
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1 LCR low-copy-repetitive 22q11
Fig.1 Mechanism of LCR mediated 22q11 deletions
B D AC 22ql1 LCR22s
85%  22q11DS 3Mb A B 10%  22q11DS 1.5Mb C D

Recombination between mismatched homologous elements LCRs can lead to the deletion of chromosomal segments. Mismatches can occur within a
single chromosomal segment A or C  leading to a excision in one chromosome while the other chromosome is intact. Alternatively mismatches be-
tween LCRs on both chromosomal pairs can lead to a deletion in one B and D chromosome with a reciprocal duplication in its chromosomal pair.
While most patients ~85% have large deletions mediated by the most distal and proximal LCRs A and B a smaller number have atypical de-

letions mediated by the medial LCR C and D '° .
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A Right lateral view of a mouse embryo at embryonic day E 9.5 equivalent to about 28 days in a human embryo . Arrows show the migration
of cephalic neural crest cells derived from the dorsal aspect of neural tube neural fold into the head pharyngeal arches and the conotruncal region
outflow tract of the heart. B Coronal section of pharyngeal arches corresponding to F9.5 — 10.5 mouse or stage 16 — 18 chick embryos ®
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Table 2 Expression pattern of 7bx1 gene during chick embryo development
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