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Fragile X Syndrome and Infertility
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A case review of a female patient who was treated for infertility of unknown reasons and
became pregnant with a set of triplets. During pediatric years, all three children showed
developmental delays and were diagnosed with Fragile X syndrome. The female patient then
discovered that she was in fact a carrier for Fragile X syndrome.

Fragile X syndrome is the most common form of inherited intellectual disability. Females who
are premutation carriers of Fragile X syndrome not only have an up to 50% risks to have affected
children; they are also at increased risks for primary ovarian failure and late-onset tremor and
ataxia. In addition to a family history suggestive of Fragile X syndrome, guidelines from professional
medical societies also recommend women with unexplained ovarian insufficiency or failure or an
elevated follicle-stimulating hormone level before age 40 years be offered Fragile X syndrome
carrier screen. Preconception or prenatal genetic testing can identify affected embryos or fetuses
prior to birth.

Recent statement put forth by the American Congress of Obstetrician and Gynecologists
regarding Fragile X carrier screen, as well as a review of this genetic condition are included in this
newsletter.
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[ Fragile X Syndrome X % ¢ #% 377 ]
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http://www.genes-at-taiwan.com.tw/genehelp/database/disease/FXS 940328.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record 38.htm
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http://www.tfrd.org.tw/tfrd/library b2/content/category id/1/id/2
GeneReviews — FMR1-related Disorder
https://www.ncbi.nIlm.nih.gov/books/NBK1384/

Genetics Home Reference — Fragile X syndrome
https://ghr.nlm.nih.gov/condition/fragile-x-syndrome
National Fragile X Foundation

https://fragilex.org/
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