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Genetic Counselling for Family Members with Emanuel Syndrome and Who are t(11;22) Carriers

Mari MATSUO"® and Makiko OSAWA*®
'Department of Pediatrics, Tokyo Metropolitan Fuchu Medical Center for the Disabled
2Department of Pediatrics, Tokyo Women’s Medical University School of Medicine
3Institute of Medical Genetics, Tokyo Women’s Medical University

Emanuel syndrome is caused by a chromosome imbalance consisting of a supernumerary derivative chro-
mosome 22, and characterised by intellectual disability, microcephaly, failure to thrive, a preauricular tag or si-
nus, ear anomalies, cleft or high arched palate, micrognathia, kidney abnormalities, congenital heart defects, and
genital abnormalities in males. In more than 99% of the cases, one of the parents of a proband with Emanuel syn-
drome is a balanced carrier of a t(11;22)(q23;q11.2) and is phenotypically normal. In most cases, the carrier parent
has inherited the t(11;22) from one of his or her parents. Each sibiling of a proband with a carrier parent has an es-
timated 50% chance of having a balanced translocation. Therefore, on diagnosing of the proband, genetic coun-
selling might be necessary for multiple family members. When announcing the risk of a reciprocal translocation
carrier and genetic testing for diagnosis, it is necessary to consider the appropriate timing and content of the
counseling. This manuscript reports the details of genetic counselling for three family members of a proband
with Emanuel syndrome.
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