
Quotation of the Week


If we do not rise to the challenge of our unique capacity to shape our lives, to seek the kinds of growth that we find individually fulfilling, then we can have no security: we will live in a world of sham, in which our selves are determined by the will of others, in which we will be constantly buffeted and increasingly isolated by the changes round us. -- Nena O'Neil














THE CHALLENGES


The effects of Fragile X can range from subtle to profound.  Generally speaking, girls are less severely affected than are boys.  The Gale Encyclopedia of Childhood and Adolescence – 1998 lists the following as some of the more common characteristics of the disorder.


Intellectual Impairment


This is one of the most significant symptoms of Fragile X.  It is estimated that most sufferers are moderately cognitively impaired, having an IQ average range of 35-55. (100 is average in the general population).


Physical Features


There are a number of physical features that occur in this disorder, more often in boys than in girls.  These include: connective tissue problems, ear infections, enlarged ears, long face, prominent chin and forehead, enlarged testicles, flat feet, skeletal problems and double-jointedness.


Behavioral Characteristics


These vary a great deal according to severity, but can include attentional difficulties, speech and language deficits, hand biting, hand flapping, poor eye contact and tactile defensiveness.





Special education is almost always needed for individuals with Fragile X.  Speech and language therapy, occupational therapy, behavioral training and/or therapy, and medical intervention are common supports for families facing this challenge.  Sadly, many sufferers are not able to attain independent living and reside in group homes or assisted living situations. 





X  MARKS THE SPOT?


Remember having to learn all about genetics in high school?  Remember those dominant and recessive genes?  Well, if it’s a bit distant, here is a refresher.





Typically, there are 46 chromosomes in every cell in the human body.  These are arranged in pairs, making a total of 23 pairs in each cell.  Each chromosome contains genetic material commonly known as DNA that is used in the production of proteins.  These proteins then lead to the growth of the human body, including both physical and intellectual development.  Gender is determined by one of those pairs of chromosomes, with males having an X and a Y, while females have two X chromosomes.





On the long arm of the X chromosome lies a gene known to scientists as FMR1.  This consists of DNA that varies in length from one person to another. This gene gives rise to a protein that is crucial in building connections between brain cells underlying memory and learning.   A “premutation” can occur when the length of that area of DNA is longer than normal.  Any person can have a premutation and never have any signs of a disorder or problem.  However, as that gene is passed along to children, it can stretch to the point at which it becomes a “mutation”.  The individual with a mutated gene will manifest the signs and symptoms of a disorder.  In this case, when the FMR1 gene mutates, the proteins necessary for establishing the connections between brain cells is absent, and Fragile X Syndrome results. 





Fragile X is the single most commonly inherited cause of mental impairment.  Prior to the 1990’s, individuals with the symptoms of Fragile X Syndrome were typically incorrectly diagnosed as autistic, mentally handicapped or learning disabled.  It is thought that this disorder occurs in 1 of every 4000 female births, and 1 in every 2000 male births.  Males born with this mutated gene will manifest symptoms quite severely, as they only have the one X chromosome.  Females with the disorder are less severely affected due to the two X chromosomes.  It is thought that 1 in every 259 women carry the Fragile X gene, while male carriers are about 1 in 800.





Fragile X Syndrome appears in all ethnic groups and socioeconomic levels.  There is a great need for further research in this area.  Currently there are three main areas of research being undertaken to further the understanding and minimizing the problems associated with Fragile X. In 1992, a blood test was developed that can detect Fragile X. Once detected, special education is essential.  Other areas being considered in the research include gene therapy, gene repair and psychopharmacology.  There are some medications available that reduce the symptoms of Fragile X, however they are still in the testing stages and are not readily available to the general public.


Comments?          � HYPERLINK "mailto:trish-blair@eureka.redwoods.cc.ca.us" ��mailto:trish-blair@eureka.redwoods.cc.ca.us�



























































































































































DISABILITY NEWS
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