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Progress on Pathological Mechanism of Human Chromoso
me 229gl1 Deletion Syndrome

Zhou Hai-yan;Ni Bin

Hunan Provincial Key Labortary of Birth Health, Family Planning Insitute
of Hunan Province , Changsha , China, 410002

Abstract A heterozygous deletion within chromosome 22g11.2 (del.22q11) is the genetic basis
of the most common intertitial deletion syndrome, The clinical findings associated with del.22q11
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are extensive and highly variable from patient to patient. Main features include congenital heart def
ects (CHD), characteristic facial appearance, immunodeficiency from thymic hypoplasia, velophar
yngeal dysfunction. Recombination between mismatched homologous elements (LCRs) leads to t

he deletion of 22g11. The Clinical features. mechanism and candidate gene cloning of 22q11DS
are reviewed.
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