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Abstract. 
Relevance. Galactosemia is a rare inherited disease that occurs as a result of a genetic 

mutation blocking the enzymes involved in galactose metabolism. Clinical manifestations are directly 
related to the accumulation of intermediate metabolites in the body and impaired function of internal 
organ cells. The aims and objectives of the study: to study the frequency and clinical features of 
galactosemia in children. Materials and methods of the study. To solve the set tasks, we conducted 
a study of clinical, anamnestic and laboratory and instrumental examination parameters in children 
with galactosemia. Research results. The study revealed that the frequency of galactosemia health 
of the mother, her obstetric and gynecological history, the peculiarities of the course of pregnancy and 
childbirth do not play a significant role in the development of galactosemia in newborns. Conclusion. 
We have determined that the age, health of the mother, her obstetric and gynecological history, the 
peculiarities of the course of pregnancy and childbirth do not play a significant role in the development 
of galactosemia in newborns. 
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Introduction
Various metabolic disorders are observed quite often in childhood. One of them is galactosemia 

- a pathology in which carbohydrates from food are not absorbed. The disease is based on mutations 
of genes involved in the metabolism of galactose - a monosaccharide included in lactose. In this 
case, the conversion of galactose into glucose is blocked. 

Depending on the enzyme block, there are 3 types of galactosemia: type I - a defect of 
galactose-1-phosphate uridyltransferase (GALT), type II - a defect of galactokinase (GALC), type 
III - anomaly of UDP-galactose-4-epimerase (GALE). Hypergalactosemia, accumulation of galactitol 
and galactose-1-phosphate in the body lead to the development of intracellular edema, dysfunction 
of red blood cells, liver cells, brain and other organs

The aims and objectives of the study: to study the frequency and clinical features of 
galactosemia in children.

Material and methods
To solve the set tasks, we conducted a study of clinical, anamnestic and laboratory and 

instrumental examination parameters in children with galactosemia.
Results and discussion.
In the study, according to the literature, galactosemia occurs equally often in both boys and girls 

[1,5]. Among the patients in our study group, boys predominated 7 (71,2%). All the studied patients 
were born full-term, without signs of asphyxia at a gestational age of 37-39 weeks, with normal 
parameters of physical development. Average indicators: body weight – 3,295±181,61 g, height – 
51,8±1,44 cm, head circumference – 33,6±0,51 cm, chest circumference – 33,5±0,21 cm.

When studying the pre- and perinatal history of children with galactosemia, it was determined 
that the average age of mothers was 20,5±28,5 years; of these, 6 (45,5%) women were somatically 
healthy; 4 (30,3%) had chronic pathology of the urinary and cardiovascular systems and two women 
suffered from immune-inflammatory diseases. Sick newborns were more often (4; 66,6%) born 
to women who were pregnant again and giving birth again with a complicated gynecological and 
obstetric history (abortion - 3; stillbirth - 1; colpitis, adnexitis - 6, myoma - 1 case). Complicated family 
history of genetic pathology was not found.
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Pathological pregnancy was detected in 4 (60%) of the eleven examined mothers: intrauterine 
infection (IUI) - in 4, preeclampsia - in 2, threatened miscarriage, chronic fetoplacental insufficiency 
(CFPI) and isthmic-cervical insufficiency (ICI) - in 2.

Thus, we were unable to identify any characteristic features of the pre- and perinatal history in 
children with hypogalactia.

All newborns were immediately put to the mother’s breast after birth and were breastfed until 
the diagnosis of galactosemia was established): up to 9-16 days - 4 children, up to 32 days and up 
to 4 months - 7 cases each. In the study, in all sick children, the GAO indicators in the blood taken 
on the 4th day of life were significantly higher than the normal values and ranged from 13,4 to 106,7 
ng / ml (58,7±4,05). When repeating the GAO study (retest) against the background of ongoing 
breastfeeding, an increase in this indicator in all patients was noted by an average of 12,84±7,6% 
(1,9-31,3%) and the manifestation of clinical manifestations of galactosemia. The most frequent and 
first symptoms of galactosemia, appearing in newborns in the first days after milk intake, are vomiting 
(37%) and diarrhea, early developing cataracts are typical (42%). In addition, hepatomegaly (90%), 
jaundice (78%), anorexia and weight loss (54%), abdominal distension (20%), lethargy (16%), ascites 
(14%), splenomegaly, dark urine, pallor (7%), hemorrhagic syndrome (5%), edema, cholelithiasis, 
acholic stool, dysuria (2%) are typical.

The basis of pathogenetic therapy of galactosemia is lifelong diet therapy with lactose-free 
products for newborns - the use of therapeutic lactose-free breast milk substitutes. This normalizes 
galactose levels in the blood and relieves acute symptoms of the disease. Without treatment, death 
is possible from sepsis and multiple organ failure during the first days of life, before the diagnosis of 
galactosemia is established [1,3,4]. If the diet is not followed, residual damage to the central nervous 
system (CNS) develops: delayed psychomotor development, impaired motor skills. Cataracts and 
blindness may develop, and the function of the sex glands may be impaired. With late diagnosis and 
late initiation of diet therapy, severe and irreversible damage to the liver and brain is possible [2].

Conclusion
Thus, the data we obtained on the clinical course of galactosemia are fully consistent with the 

literature data. We have determined that the age, health of the mother, her obstetric and gynecological 
history, the peculiarities of the course of pregnancy and childbirth do not play a significant role in the 
development of galactosemia in newborns. All sick infants were born on time, in satisfactory condition, 
with optimal indicators of physical development. In all the children studied, against the background 
of breastfeeding during the first week - first months of life, increasing dyspeptic disorders were noted 
(vomiting, regurgitation, refusal of the mother’s breast with the formation of postnatal hypotrophy), as 
well as varying degrees of severity of signs of depression of the central nervous system (hypotension, 
hyporeflexia), then - a delay in neuropsychic and speech development. Jaundice syndrome with 
clinical, laboratory and instrumental signs of liver damage was recorded much less often. The most 
severe and rare manifestation of galactosemia in newborns is sepsis with an unfavorable outcome 
due to the development of multiple organ failure.
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