Pfeiffer Syndrome
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¥ 1in every 100,000 babies is born with Pfeiffer syndrome.
¥ Pfeiffer syndrome was first described in 1964 by the German geneticist R.A. Pfeiffer.

¥ The genetic mutation is found on the FGFR1 and FGFR2 genes, which stands for Fibroblast Growth
Factor Receptor.

¥ Nearly all cases of Pfeiffer syndrome are spontaneous genetic mutations and are the first case of its
appearance in a family.

¥ There is no cause of Pfeiffer syndrome; there is nothing a parent did or didn’t do to cause its
occurrence.

¥ Pfeiffer syndrome is classified as Type 1, Type 2, or Type 3 mainly based on the severity of

craniosynostosis. Many of the anomalies associated with Pfeiffer syndrome cross over each type.

¥ Inaddition to skull and facial anomalies, a classic physical attribute of Pfeiffer syndrome is broad,
short, wide thumbs and big toes that deviate away from the body.

¥ 50% of children with Pfeiffer syndrome have hearing loss.

¥ Dental issues are common from overcrowding of the teeth.
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