Karyotyperevealed 47, xxy chromosome (klinefelter syndrome): a case report
Chandra Bhushan Jha,* Shaligram Dhungel* and Dilip Rai®

Department of Anatom¥BP Koirala Institute of Health Sciences, Dharanp&le@nd®Nepal Medical College
Jorpati, Kathmandu, Nepal

Correspondence author: Dr. Chandra Bhushan Jha, Additional Professor, Bey@nt of Anatomy
B P Koirala Institute of Health Sciences, Dharaap8l, e-mailchandraj 2000@yahoo.com

ABSTRACT

The Klinefelter syndrome is most common chromosaraate of male infertility. However, the many casithe
syndrome remain undiagnosed due to variationsinical presentation. A patient attended to surgieBD with
complaints of loss of secondary sexual charadtriahd infertility. Physical examination revealalli stature, thin
built, small testes size, and absence of beargabit hairs. Karyotype and biochemical tests wemopmed to
detect chromosomal abnormality as well hormonadiley confirm the diagnosis of androgen deficiesygaydrome.
Chromosomal complement confirmed the case of Kditef syndrome (47, XXY) causing androgen deficjenc
Timely detection of Klinefelter syndrome is impantdo formulate further treatment modalities foe thenefit of
the patient.
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Klinefelter syndrome, the most common cause of nreketility is first described in 1942. The syndne is
usually detected during the development of secandarual characteristics. In adulthood, small fiestes
and symptoms of androgen deficiency associated aatospermia, tall stature, and bilateral gynaestima
characterize it However, the many cases of this syndrome remairagndsed due to substantial variations in
clinical presentation and insufficient professioaalareness of the syndrome. Early diagnosis antbged
replacement treatment of the disorder can impraadity of life.?

Prevalence of the syndrome is I: 500 among malag. B dies examination, a simple diagnostic methas
used for rapid screening in past in suspected Klitee syndromé.However, the diagnostic accuracy of this
screening test has never been evaluated and catamat alone as a diagnostic tool. Nowadays Kargotgp
the definite test for the syndrome in which sexoomsome aneuploidy or structurally abnormal X
chromosome is presefiThis case of Klinefelter syndrome is being reportedsidering its importance in the
diagnosis and management of male infertility.

CASE

A 24-year young married male attended the surgifdD with complaint of loss of moustache, beard and
pubic hairs, infertility, and decreased libido wbtyear duration. Physical examination revealel(€aft.) and

thin general body texture. Both testes were smadl secondary sexual hairs were absent (fig.1). &'hes
findings were suggestive of androgen deficiencydsyme and the patient was referred for karyotypg an
biochemical tests to confirm the diagnosis. Folacwstimulating (FSH) and luteinizing (LH) hormonesre
found to be elevated [FSH: 25.848U/ml (Reference range: 1.0-15m@1U/ml), LH 14.56MIU/ml (Reference
range: 0.7-7.4 mlU/ml) respectively]. Estradiol waestimated to be 15.0 pg/ml (Reference range: 12-34
pg/ml). However, testosterone was estimated to.#8 Amol/L below the normal values (Reference range
0.52-38.17 nmol/mly.

Peripheral blood lymphocyte culture was done angldtgpe was prepared by using standard protoc@NS
1995)° Karyotype showed 47, XXY chromosome complemewt @) in all screened metaphase spreads. The
diagnosis of Klinefelter syndrome has been confdraad this patient was referred to an endocrinstofgir
further management.

DISCUSSION

Small firm testes and symptoms of androgen defuieare the characteristic features of the Klinefelt
syndrome and it is the most frequent form of hypwgtism in the male population first described i#2.9In

this case, small testes, infertility, decreasealdibloss of moustache, beard, and public hairseevilee main
symptoms. These features were suggestive of hymatgm. The endocrine profile showed androgen
deficiency. Hypogonadism associated with androgeficiéncy directed us towards Klinefelter syndrofoe



which chromosome analysis is a definite diagnosgist® Karyotype showed 47, XXY chromosome
complement and proved the case as Klinefelter syndr

The patient was referred to an endocrinologistfdiother evaluation and testosterone replacemenaplyefor
hormonal treatment. It can improve the quality it Bnd correct the symptoms of androgen deficiéncy
Intra-cytoplasmic sperm injection (ICSI) is anathede of treatment of Klinefelter syndrome patsemhich
provides them an opportunity to father a chfiddowever, the patient has to be counseled aboutetnrof
chromosomal normality of an embryo generated thind@$l .

Klinefelter syndrome should be confirmed by karyoiyg which is being the main cause of male infigytil
Timely detection of Klinefelter syndrome is impartdo formulate further treatment modalities foe tenefit
of the patient.
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Fig.1. Tall male without secondary sexual hairs



Fig. 2. Metaphase spread and karyotype showing 47, XXérobsome.



