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We report a3.1Mb de novodeletionof3p21.31in a 3 year old female with cortical
blindness cleft lip CNS abnormalities and gross developmental delays.
Examination of the region showed ~80 genes to be involved in thedeletion

Functional 3p deletion syndromeis a condition that results from a chromosomal
change in which a small piece of chromosome 3 is deleted in each cell. Explore
symptoms inheritance genetics of this condition Apr 19 2016 Abstract.
Interstitial3p21.31deletions have been very rarely reported

We describe a 7 year old boy with global developmental delay specific facial
characteristics hydronephrosis and hypothyreosis with a de novodeletionof3p21.31
encompassing 29 OMIM genes. Despite the wide use of microarrays no similar case
has been reported in the literature so far

Five overlapping cases are Interstitial3p21.31deletions have been very rarely
reported. We describe a 7 year old boy with global developmental delay specific
facial characteristics hydronephrosis and hypothyreosis with a de
novodeletionof3p21.31 encompassing 29 OMIM genes

Despite the wide use of microarrays no similar case has been reported in the
literature so far. Five overlapping cases are deposited in the This case
represents an expansion of the phenotypic spectrum associated
with3p21.31deletions highlighting the novel association with aortic root
dilatation

Further studies are needed to explore potential mechanisms linking this
chromosomaldeletionto vascular complications

Keywords 3p21.31 deletion Aortic root dilatation Chromosome Interstitial
deletions of chromosome 3 are rare and only one patient with a microdeletion
of3p21.31has been reported to date. We identified two additional cases of
patients with microdeletions of3p21.31

The characteristic clinical features of developmental delay and distinctive
facial features Jul 1 2009 We report a3.1 Mb de novodeletionof3p21.31in a 3.5
year old female with cortical blindness cleft lip CNS abnormalities and gross
developmental delays

Examination of the region showed 80 genes to be involved in thedeletion.
Functional analysis of the deleted genes suggests that several of them may be
important in normal neuronal maturation and function

Thus haploinsufficiency of Aug 16 2013 Interstitial deletions of chromosome 3
are rare and only one patient with a microdeletion of3p21.31has been reported to
date
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