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Twenty metaphase spreads were studied on the basis of GTG techaique st 450-500 band
resolution, revealing 49, XXXXY pattern.
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ABSTRACT

BACKGROUND AND OBJECTIVE: Chromosomal abnormalities are one of the causes of sexual ambiguity and
in male genders the most common causes of genital ambiguity in chromosomal abnormalities’ category is
Klinefelter syndrome and its rare 49,XXXXY syndrome variant. The main findings in these patients are facial and
skeletal malformations, congenital heart defects, hypogonadism, and mental retardation. Determination of infant
gender with sexual ambiguity at the time is very important and with timely diagnosis we can improve growth and
development and treat associated anomalies.

CASE: We report an 11 month old infant that initially was managed by pediatric cardiologist for congenital heart
disease and referred to endocrinology clinic due to failure to thrive, facial malformations and ambiguous genitalia.
The patient had a history of hospitalization for pneumonia in the PICU at the age of 10 months and improved after
the treatment. After clinical examination, hormonal studies and karyotype, Klinefelter syndrome and its 49, XXXXY
syndrome variant was diagnosed after 2 months. Then testosterone ampule was injected and orchiopexy surgery was
performed. In follow-up, the patient was able to sit at the age of 18 months.

CONCLUSION: In patients referred with ambiguous genitalia, mental retardation, facial anomalies and
developmental disorders, 49, XXXXY syndrome and other similar syndromes must be considered and

simultaneously they should be managed for cardiac problems, genital ambiguity, growth and development.

KEY WORDS: Klinefelter syndrome, 49, XXXXY syndrome, Karyotype.

*Corresponding Author;

Address: Non-Communicable Pediatric Diseases Research Center, No 19, Amirkola Children’s Hospital, Amirkola, Babol, Mazandaran Province,
47317-41151, IR Iran

Tel: +98 111 3246963

E-mail: m.taghavi62 @gmail.com


https://dor.isc.ac/dor/20.1001.1.15614107.1391.14.6.14.0

[ DOR: 20.1001.1.15614107.1391.14.6.14.0]

WAY LT/ 5 05los [amd oz 053 e il Sz pols olStils alono

hSen 5 yasbule oaije FAXXXXY pyai 5l (6536 3)90 3155

References

1. Achermann JC, Hughes IA. Disorders of sex development. In: Kronenberg HM, Melmed S, Polonsky KS, Larsen PR.
Williams textbook of endocrinology. 11th ed. Philadelphia: Saunders Co 2008; pp: 783-1002.

2.Kliegman RM, Stanton BF, Geme JWS, Schor NF, Behrman RE. Nelson textbook of pediatrics. 19th ed.
Philadelphia: Saunders Co 2011; pp: 398-9.

3.Villamar M, Benitez J, Ferndndez E, Ayuso C, Ramos C. Parental origin of chromosomal nondisjunction in a
49,XXXXY male using recombinant-DNA techniques. Clin Genet 1989;36(3):152-5.

4.Lifshitz F. Pediatric endocrinology, 5th ed. Volume 1, New York: Informa Healthcare USA 2007; p: 296.

5.Kliegman RM, Stanton BF, Geme JWS, Schor NF, Behrman RE. Nelson textbook of pediatrics. 19th ed.
Philadelphia: Saunders Co 2011; pp: 1946-7.

6.Fraccaro M, Kaijser K, Lindsten J. A child with 49 chromosomes. Lancet 1960;276(7156):899-902.

7.Peet J, Weaver DD, Vance GH. 49, XXXXY: a distinct phenotype. Three new cases and review. J Med Genet
1998;35(5):420-4.

8.Hou JW. 49, XXXXY syndrome. Chang Gung Med J 2004;27(7):551-4.

9.Simsek PO, Utine GE, Alikasifoglu A, Alanay Y, Boduroglu K, Kandemir N. Rare sex chromosome aneuploidies: 49,
XXXXY and 48,XXXY syndromes. Turk J Pediatr 2009;51(3):294-7.

10. Hashemi Dehkordi E, Salek M, Hashemipour M, Moaddab MH. A rare case with sex developmental disorder. J
Isfahan Med Sch 2010;28(104):57-62. [in Persian]

11. Lomelino CA, Reiss AL. 49, XXXXY syndrome: behavioral and developmental profiles. J] Med Genet 1991;28(9):
609-12.

12. Jancar J. 49, XXXXY syndrome: behavioural and developmental profiles. ] Med Genet 1992;29(5):357.

13. Visootsak J, Aylstock M, Graham JM Jr. Klinefelter syndrome and its variants: an update and review for the
primary pediatrician. Clin Pediatr (Phila) 2001;40(12):639-51.

14. Sperling MA. Pediatric endocrinology. 3rd ed. Philadelphia: Elsevier Saunders Co 2008; pp: 148-9.

15.Kliegman RM, Stanton BF, Geme JWS, Schor NF, Behrman RE. Nelson textbook of pediatrics. 19th ed.
Philadelphia: Saunders Co 2011; pp: 410-1.

16. Karsh RB. Congenital heart disease in 49, XXXXY syndrome. Pediatrics 1975;56(3):462-4.

17. Schluth C, Doray B, Girard-Lemaire F, et al. Prenatal sonographic diagnosis of the 49, XXXXY syndrome. Prenat
Diagn 2002;22(13):1177-80.


https://dor.isc.ac/dor/20.1001.1.15614107.1391.14.6.14.0
http://www.tcpdf.org

