Fragile X: Genetics links mental impairment and autism
California celebrates second Fragile X Awareness Day on April 18, 2007
 By Erica Holloway
UNION CITY ---- Jane Jones grew up knowing her sister Margaret Fiedler was mentally impaired and doctors assumed it was brain damage from scarlet fever. So Jones never considered that it maybe a genetic condition that she would one day pass onto her son, Alex. But when Alex also experienced developmental delays at the age of three, doctors eventually diagnosed him with a little-known disease called Fragile X syndrome.
“I didn’t really think that it was hereditary, but it was a flash in my mind that there were similarities to Margaret,” said Jones, the resource group leader for the Northern California Fragile X Association. “But we weren’t searching for a genetic answer.”
Though most people have probably never heard of it before, Fragile X is a family of genetic conditions, which can impact individuals and families in various ways. These genetic conditions are related in that they are all caused by gene changes in the same gene, called the FMR1 gene. Fragile X includes: Fragile X syndrome (FXS), the most common cause of inherited mental impairment and most common known cause of autism; Fragile X-associated tremor ataxia syndrome (FXTAS), a condition that affects balance, tremor and memory in some older male gene carriers; and Fragile X-related premature ovarian failure (POF), a problem with ovarian function which can lead to infertility and early menopause in some female gene carriers.
On April 18, California will celebrate its second Fragile X Awareness Day with a rally at 11 a.m. on the North Steps of the State Capitol bringing together advocates from throughout the state in the hopes of raising public awareness of this condition. Jones, a featured speaker for the event, has been advocating for greater public awareness of Fragile X since her son was diagnosed with FXS 16 years ago. Senator Dennis Hollingsworth, R-Murrieta, is hosting the event and is the author of SCR 65 from 2006, which designated the annual awareness day.
Despite its low profile, research suggests one in less than 260 women carry the Fragile X defect. And due to the hereditary aspect, typically more than one family member tests positive for the disease when it is discovered – as was the case for Alex and his aunt. When a genetic connection was made, Jones sent a letter to her entire family. As her family members were tested by blood or DNA – the list of Fragile X carriers in her family grew. Her nephew Aaron Fiedler, 30, tested positive for FXS.
Alex’s mental impairment symptoms were typical of Fragile X syndrome and included speech and motor skill delays, and a short attention span, Jones said. Fragile X children may not show much appearance difference from any other child. A few of the typical signs are having elongated faces and large ears, but even those distinctions are not always obvious. At the time of Alex’s diagnosis in 1991, Jones was living in Colorado . She met with Dr. Randi Hagerman, who was working at the Children’s Hospital in Denver , to discuss her son’s case and learn more about the disease.
Hagerman now lives in California and is the endowed chair of Fragile X research at the UC Davis M.I.N.D. Institute. Hagerman is a published author and has become renowned by the Fragile X community for her industry-leading research. She will be speaking at the Fragile X Awareness Day for a second time. Hagerman said the medical community has come a long way since she first met Alex Jones.
“We now have a number of medications that are helpful for many of the behavioral problems associated with the full mutation and we are beginning trials of new targeted treatments for Fragile X this year,” Hagerman said. “We are hopeful that these new treatments will improve cognition and behavior in both children and adults affected by Fragile X. “We are also initiating newborn screening for Fragile X which will open the way for more intensive early interventions and appropriate counseling for many family members who may be carriers or affected themselves,” Hagerman continued. “We now understand the molecular mechanism that leads to FXTAS and premature ovarian failure in carriers and we hope to have new treatments for these disorders in the near future. This is a very exciting time for our clinical work and research in Fragile X.”
Senator Hollingsworth said he hopes knowledge and awareness grows with the help of advocates, like Hagerman and Jones, and California Fragile X Awareness Day. “The lack of public education has isolated Fragile X-impacted families,” Hollingsworth said. “I hope that this awareness day will help bring Fragile X out of the shadows and help families throughout the state realize they are not alone in their struggles.”
Jones echoed the need for positive steps to improve the familiarity with Fragile X, and said she believes that families affected by the disease can be grassroots advocates for change. “You don’t have to have a huge platform at the State Capitol or on TV,” Jones said. “It can be just showing up at your kid’s school and sharing a little bit of information with the staff to let them know what Fragile X is. I’m a grassroots kind of person and I think we can see some success in that. Any step forward is one toward a cure.”
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EDITOR’S NOTE: Interviews or more information available; contact Erica Holloway in Hollingsworth’s office at (619) 596-3136. For a local contact in a Fragile X organization, visit http://www.nfxf.org/html/masterlist.htm. 
 

