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3p deletion syndrome is a condition that results from a chromosomal change in which a small piece of
chromosome 3 is deleted in each cell. The deletion occurs at the end of the short (p) arm of the
chromosome. This chromosomal change often leads to intellectual disability, developmental delay,
and abnormal physical features.

Individuals with 3p deletion syndrome typically have severe to profound intellectual disabilities. Most
have delayed development of language skills as well as motor skills such as crawling and walking.
While affected individuals learn to walk in childhood, their language ability usually remains limited.
Some individuals with 3p deletion syndrome have obsessive-compulsive disorder (OCD) or features of
autism spectrum disorders, which are conditions characterized by impaired communication and social
interaction.

The VHL gene and tumor suppressor genes for renal cell carcinoma (RCC) have been mapped to the
short arm of chromosome 3, although the genes have not yet been identified. An RCC cell line, KC12,
was established from a VHL patient. Molecular genetic analyses in conjunction with cytogenetic
studies revealed that the short arm of chromosome 3 distal to the D3S4 locus at 3p11 was lost in the
RCC cell line as a result of an unbalanced translocation between chromosomes 3p and 5q. Structural
and numerical aberrations, including those on chromosome 3p, were not detected in T-lymphocytes
from the patient, suggesting that the inherited mutation of the VHL gene at 3p25-26 in this patient
was too subtle to be detected by either Southern blot or karyotype analysis. Since no permanent RCC
cell line has been established from a VHL patient, this cell line will be a useful source for analyzing the
VHL gene at 3p25-26 and tumor suppressor gene(s) at 3p13-21 1).

Case reports

a 24-year-old woman with 3p deletion syndrome associated with cerebellar hemangioblastoma at the
age of 16 years old. She presented dysmorphic facial features, growth retardation and severe
psychomotor retardation associated with 3p deletion syndrome. We identified de novo 3p deletion
encompassing p25 by using array-based comparative genomic hybridization, where causative gene of
von Hippel-Lindau (VHL) disease located. Surgical therapy for cerebellar hemangioblastoma was
performed, and histological examination was consistent in cerebellar hemangioblastoma. She showed
no other tumors associated VHL disease till 24 years old. This is the first case report of a patient with
3p deletion syndrome whose cerebellar hemangioblastoma may be associated with VHL disease.
Repeat imaging studies were recommended for the patients with 3p deletion syndrome 2).
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