What is Classic Galactosemia? 

Classic Galactosemia is a rare genetic metabolic disorder. The child with classic galactosemia inherits a gene for galactosemia from both parents, who are carriers. Patients who inherit the classic galactosemia gene from each parent are sometimes described as having the genetic makeup "G/G".  Normally when a person consumes a product that contains lactose (e.g., dairy products such as milk, cheese, butter), the body breaks the lactose down into galactose and glucose. Glucose is the sugar used by the body for energy. Galactosemia means too much galactose in the blood caused by the individual "missing" the enzyme (known as GALT) to convert galactose into glucose. This accumulation of galactose is a poison to the body and can cause serious complications such as the following and if untreated, as high as 75% of infants will die: 

· an enlarged liver 

· kidney failure 

· cataract 

· brain damage 

Diagnosis is made usually within the first week of life by blood test from a heel prick as part of a standard newborn screening. Treatment requires the strict exclusion of lactose/galactose from the diet. Although galactosemic children are started on diet restriction at birth, there continues to be a high incidence of long-term complications involving speech and language, fine and gross motor skill delays and specific learning disabilities. Ovarian failure may occur in girls. Prenatal diagnosis by amniocentresis is also available.
Fruktose Intolarance Syndrom (FI)
FI results from a deficiency of aldolase B activity in the liver, kidney, and intestine. The disease is inherited as an autosomal recessive trait and most parents of FI patients are unaffected and exhibit wild-type aldolase B activities. These repercussions of fructose ingestion are most dire for the newborn infant. Undoubtedly some of the many cases of undiagnosed liver failure in infancy may be due to FI. Those individuals that survive develop a permanent and powerful protective aversion to sweet-tasting foods. However, even later in life acute exposure of FI subjects to the noxious sugar can lead to liver failure and death .

Aldolase B is the major aldolase isozyme in the liver and functions in both fructose metabolism, using fructose 1-phosphate as a substrate, and in gluconeogenesis, producing fructose 1,6-bisphosphate from the two triose phosphates, glyceraldehyde-3-phosphate and dihydroxyacetone phosphate. In the absence of appreciable aldolase B activity, as in FI patients, fructose challenge results in a rapid accumulation of fructose 1-phosphate in the liver, causing sequestration of inorganic phosphate. This drop in the intracellular phosphate pool activates AMP deaminase, leading to degradation of adenine nucleotides . The concomitant hypoglycemia is brought on by competitive inhibition of phosphorylase a by fructose 1-phosphate . These potentially serious manifestations of FI arise from the inability of the body to degrade fructose and the subsequent impairment of glucose homeostasis. 

The treatment for FI is the exclusion of fructose, sucrose, and sorbitol from the diet and results in complete alleviation of most symptoms and a normal life span . Complete exclusion of fructose is often difficult, however, and many FI patients develop a syndrome of chronic fructose intoxication characterized by retarded growth, chronic liver disease, and hepatomegaly. 

