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      Sean – age 10 months





What is Galactosemia? 








What is Classic Galactosemia? 





Classic Galactosemia is a rare genetic, metabolic disorder which is inherited by a gene from each parent, who are carriers.  


Normally when a person consumes a product containing lactose, like milk, cheese, and 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  to convert galactose into glucose. This accumulation of galactose is a poison to the body and can cause serious complications such as an enlarged liver, kidney failure, cataracts, and brain damage. Up to 75% of infants will die, if left untreated.





Diagnosis is usually made within the first weeks of life by a blood test that is part of the newborn screening process. 





Treatment requires the strict limitation of lactose/galactose from the diet. Even though galactosemic children are started on diet restriction at diagnosis, 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.  








Sean’s Story





Like many newborns, Sean became slightly jaundiced after he was born.  So, after coming home, we took him back to the hospital for daily bilirubin checks.  When the levels kept going up, Sean was readmitted to the intensive care nursery for treatment.  However, unlike many newborns, his jaundice required more than phototherapy treatment. When he was 5 days old, Sean was diagnosed with this rare metabolic disorder.  He was no longer allowed to nurse, and was given soy based formula.  The disorder had already affected his liver and made him a high risk for infection.  He stayed in the hospital for 11 days to receive a plasma transfusion, antibiotics, and treatment under the phototherapy lights.  





Sean was fortunate to be diagnosed early,  and although we don’t know if he will have complications in the future, today he is an active, growing toddler.   We have learned so much since Sean was born.  We know that his story is one of the better ones.  Some babies have many complications in the newborn period.  Some die because of these and others go on to have long-term challenges as they develop and grow.  Galactosemia may be more common than reported and many people have never heard of this condition.   





Our goal:  to raise awareness about galactosemia and help support the mission of GANES.  We want to help GANES to help other families, through providing support and information and to help to fund medical professionals in their important research efforts.








GANES is a nonprofit organization based in southern New Jersey, serving individuals and families in the northeastern region of the United States. Every dollar raised adds up to help those affected by galactosemia , a rare genetic, metabolic disorder.  GANES is run by parents, families, and volunteers, so 100% of the money raised goes directly to support our mission: 





To create and strengthen networking of individuals and families affected by galactosemia along with health care providers, and to support education and research.





Contact Us:       toll-free:          1-877-795-4895			    GANES, Inc.


		  email: 	galactosemia@ureach.com 	    P.O. Box 479


		  website:	www.galactosemia.com	    Woodbury, NJ  08096
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