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A Sri Lankan child with 49, XXXXY syndrome
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Abstract

Pentasomy 49, XXXXY is a rare sex chromosome disorder usually presenting with ambigous
genitalia, facial dysmorphism, mental retardation and a combination of cardiac, skeletal and
other malformations. The incidence of the condition is estimated to be 1 in 85,000 male births.
Previously, this condition was identified as a Klinefelter variant. The condition is suspected in a
patient, by a combination of characteristic clinical findings, and the diagnosis is confirmed by
chromosome culture and karyotyping. In the case we report here, the main presentation of
ambiguous genitalia led to a suspicion of a sex chromosome aneuploidy which was subsequently
confirmed by chromosomal analysis.


http://www.scopus.com/source/sourceInfo.url?sourceId=18889&origin=recordpage
http://www.scopus.com/authid/detail.url?authorId=6603605830&eid=2-s2.0-78650091888
mailto:vajirahwd@hotmail.com
http://www.scopus.com/authid/detail.url?authorId=36674582600&eid=2-s2.0-78650091888
http://www.scopus.com/authid/detail.url?authorId=36675543800&eid=2-s2.0-78650091888
http://www.scopus.com/authid/detail.url?authorId=6701550622&eid=2-s2.0-78650091888
http://www.scopus.com/record/display.url?eid=2-s2.0-78650091888&origin=resultslist&sort=plf-f&src=s&st1=dissanayake&st2=h.w&nlo=1&nlr=20&nls=&affilName=university+of+colombo&sid=A2KEf8DsPzLKsyQoG_T7Zin%3a72&sot=anl&sdt=aut&sl=39&s=AU-ID%28%22Dissanayake%2c+V.+H+W%22+6603605830%29&relpos=1&relpos=1&searchTerm=AU-ID%28%5C%22Dissanayake,%20V.%20H%20W%5C%22%206603605830%29#corrAuthorFooter

Tropical Medicine and International Health
Volume 15, Issue 5, May 2010, Pages 632-638



http://www.scopus.com/source/sourceInfo.url?sourceId=23122&origin=recordpage

