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Abstract 
Turner syndrome (TS) is a rare genetic condition caused by complete or partial absence of 
one of the two X chromosomes. It is found only in girls. It can cause problems ranging from 
short height to heart defects. Turner syndrome can cause a variety of medical and 
developmental problems. Sometimes, the symptoms are so mild that it goes unnoticed until 
they are teens or young adult.Treatment may help with symptoms. Human growth 
hormone injections during childhood may increase adult height. Estrogen replacement 
therapy can promote development of the breasts and hips. Medical care is often required to 
manage other health problems with which TS is associated. 
 
Introduction: 
Turner syndrome (TS) is also known as Turner's syndrome, 45,X syndrome, Ullrich-Turner 
syndrome, or Gonadal dysgenesis.Turner syndrome is a chromosomal condition related 
to the X chromosome. It is a rare condition, affecting approximately 1 out of every 2,500 
female newborns. 
 
Turner syndrome is not inherited.Turner syndrome happens when a female is missing certain 
genes that are normally on the X chromosome. (Females will have two X chromosomes and 
Males will have an X and a Y). Some girls with Turner syndrome are found  absence of  a 
whole copy of the X chromosome or in instance could be just part of one containing the 
particular set of genes. 
 
 An error in cell division known as nondisjunction occurs as a random event during cell 
division in early fetal development where members of a pair of sister chromatids fail to 
separate properly from each other. This results in reproductive cells with an abnormal number 
of chromosomes. As a result, some of an affected person's cells have the usual two sex 
chromosomes, and other cells have only one copy of the X chromosome. 
 99% of babies with Turners syndrome are miscarried. But about 1% of these babies are born, 
and they have the syndrome. 
 
Symptoms 
Newborns will exhibit the symptoms of webbed neck, lower jaw, narrow palate ,a broad 
chest, short fingers and toes, swollen hands and feet, smaller than the average height. The 
child when grows exhibit a delayed growth and development associated with heart and 
kidney problems. 

 
Older girls, teens, and young women exhibit short stature usually less than five feet tall with 
no growth spurts at expected times associated with Delayed or incomplete sexual 
development during puberty due to ovarian failure and Infertility .Some children exhibit   
Learning disabilities though intelligence of the baby is not much altered.   
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Diagnosis: 
A diagnosis of Turner syndrome can be made during prenatal tests, at birth, or at any 

other time. Prenatal diagnosis by means of prenatal cell-free DNA screening or non invasive  
prenatal screening evaluate the baby's DNA in the mother's blood may also indicate an 
increased risk of Turner syndrome. Chorionic villus sampling involves taking a small piece of 
tissue from the developing placenta. The placenta contains the same genetic material as the 
baby. The chorionic villus cells can be sent to the genetics laboratory for chromosome 
studies. Amniocentesis is an other invasive procedure performed to test, a sample of the 
amniotic fluid taken from the uterus to study  the baby's chromosomes in these cells 
 
Turner syndrome is however confirmed with a special blood test called a karyotype. The 
common karyotype that causes Turner syndrome is called “45X” which means an individual 
has 44 autosomes and a single X chromosome. A karyotype can also reveal mosaic Turner 
syndrome, which is when an individual’s body is composed of cells with two X 
chromosomes and some having one X chromosome. 
 
Ultrasound of a baby with it may show heart and kidney problems or a build-up of fluid.  
Certain features on an ultrasound image may raise suspicion that baby has Turner syndrome 
or another genetic condition affecting development in the womb. 
 
Turner syndrome is suspected based on certain physical features of an individual such as poor 
physical development and heart or kidney problems. Other tests include blood hormone 
levels, echocardiogram, MRI of the chest, pelvic exam, or ultrasound of the reproductive 
organs. The cheek scraping (buccal smear) or skin sample is done to understand the 
chromosomal  analysis of the  missing X chromosome or abnormality of one of the X 
chromosomes. 
 
Treatment: 
Treatment does not helps in curing the disease rather helps in improving by means of  
 Growth hormone therapy - increase her height as much as possible during her childhood 

and teenage years 
 Estrogen therapy - so that she can begin puberty and achieve adult sexual development 
  
Non-medical treatments such as psychological therapy and sex education can also help to 
reduce the mental stress and impact of complications associated with Turner syndrome. 
regular checkups and appropriate care can give most girls and women the potential live 
relatively healthy and independent lives 

Efforts such as early childhood intervention, screening for common problems, medical 
treatment where indicated, a good family environment, and work-related training can 
improve the development of children with Down syndrome. Education and proper care can 
improve quality of life. Raising a child with Down syndrome is more work for parents than 
raising an unaffected child.  

 
Complications: 
It  include heart problems ,increased chance of diabetes ,high blood pressure as a result of  kidney 
problems, Urinary tract infection, hearing, diabetes, inflammatory bowel disease, 
hypothyroidism, Bleeding in the digestive tract, dental problems vision problems, Scoliosis, 
Learning disabilities 
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Studies states that Women with Turner have trouble conceiving. If able to become pregnant, high 
blood pressure and gestational diabetes might be issues. The condition can cause symptoms 
throughout the life, but treatments and continued research helped people manage their 
condition. Modern reproductive technologies have also been used to help women with Turner 
syndrome become pregnant if they desire. For example, a donor egg can be used to create an 
embryo, which is carried by the Turner syndrome woman. 
 
 
Conclusion: 
 Appropriate medical treatment and support allows a woman with Turner syndrome to lead a 
normal, healthy and happy life. Further studies to be carried out to identify new approahes to 
treat and care children with Turners  syndrome. 
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