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Abstract:

Background: Genes and hormones play an important and complicated role in differentiating the gonads to the testis or ovary. Primary
or secondary amenorrhea is either absence or unexpected early end of menstruation. Hormonal, physiological, environmental and genetic
reasons are all involved in developing such a disorder. Diagnosis is very important to provide the required treatment and one of the
powerful diagnostic goals is Karyotyping.

Aim of study: So, the study aimed to identify the chromosomal abnormalities through karyotyping and how frequent each is.
Methods: Samples of 174 patients who were referred to AlBayan Private Laboratory in Basrah City from 2018 to 2022

Results: A total of 174 patients were diagnosed with PA and the results showed that out of 174 patients, 57(30%) were diagnosed with
chromosomal abnormalities using cytogenetics. Karyotype analysis showed that 46, XY represented more than 50% of the genetic
abnormalities, followed by 27% and 3% due to 45, X or 46, X, i(Xq) respectively. However, all the rest abnormalities displayed the
same percentage, 1% of the total number of PA patients. Our study showed that a significant number of cases with primary amenorrhoea
harbor chromosomal abnormalities, which are significant in gonadal dysgenesis.

Conclusion: So genetic counselling, routine chromosomal study, hormonal assessment, and radiological evaluation are important for
proper management, also the hormonal replacement for Tumer Syndrome patients, and screening for malignancy in patients with sex
reversal are important
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Introduction Syndrome (MRKHS) (4). This involves the absence
g of the uterus and vagina in addition to obstruction of

ormally, the mc?nstr‘ual func,tlon ISiexpestd the reproductive tract. Gonadal dysgenesis could be

?t p ul;erty, but 1fth1§ doesn’t happen then it considered as another reason for PA (5).

104 disease called primary arpenorrhea (EA) Hypothalamic disorders are also counted as one of

(1), which is defined as no pubertal signs, by the age the main reasons which could be represented as a
of 13 years oF 5 years afteripreast develop ment and gonadal or/and ovarian disorder (6). One of the
no menarche occurs. Whep th.e menstruation ceases diagnostic keys of PA is karyotyping to identify the
afiek Epulan Jgyeles Whis W5 GRTED secondagy genetic abnormalities underlying this disorder with
amenorrhea (2). Karyotype analysis shows that 3.4% various percentages of each chromosomal defect (7).

.Of PA panents are X\,( females.o Dﬁsp.lte‘(tihat the So, the study aimed to identify the chromosomal
incidence of PA doesn’t exceed 5%, the incidence is abnormalities, how frequent each is in patients and

increasing due to better reglstratlon,.somal media and the value of knowing the genetic reason to treat
better health care (3). One of the main reasons for PA " :
: % T ; : ccordingly.
is the congenital anomalies including Mullerian
aplasia or Mayer-Rokitansky-Kuster  Hauser
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