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BACKGROUND

* Fragile X syndrome (FXS) is a rare genetic condition characterized by a range of developmental, neuropsychiatric,
and behavioral symptoms’?

— Core FXS clinical symptoms include social avoidance/withdrawal, anxiety, irritability, deficits in learning and
cognition, and sleep difficulties’>*

« FXS symptoms are frequently compounded by comorbid conditions, with autism and attention-deficit/hyperactivity
disorder occurring in an estimated 35% and 54%-59% of male patients with FXS, respectively~®°

* |nitial symptoms and developmental delays are often first recognized by parents, and subsequent clinical diagnosis

Figure 1. Caregiver relationship to child with FXS.
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» The first physician seen was most frequently a primary care physician (family doctor or general pediatrician, 71.4%)
(Figure 4)
* Formal diagnosis of FXS was most often made by a specialist (80.0%) (Figure 5)

Figure 4. First physician consulted.
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* The mean number of treatments children were currently receiving was 1.94

» 77.1% of children were currently receiving counseling/therapy, 45.7% were currently receiving traditional prescription
treatment, and 31.4% were currently receiving nonprescription treatment/supplements

* The most commonly received traditional prescription medications were antidepressants/selective serotonin reuptake
inhibitors and stimulants (Figure 7)

Figure 7. Current prescription medication received for FXS.
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OBJECTIVE

* To characterize the patient journey in FXS surrounding diagnosis and clinical experiences through an online
caregiver survey

METHODS

FXS, fragile X syndrome.

Proportion of Respondents, %

Figure 5. Diagnosing physician.

FXS, fragile X syndrome; SSRI, selective serotonin reuptake inhibitor.

» 77.1% of the children were reported to have comorbid conditions, the most common being autism spectrum disorder
(65.7%) and attention-deficit/hyperactivity disorder (25.7%, Figure 8)

Figure 8. Comorbid conditions.
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PATH TO DIAGNOSIS
* The mean age of children with FXS at the time of diagnosis was 3.0 years (SD, 2.52 years)

* A 30-minute, anonymized, quantitative online survey was conducted in the United States from May 3-June 12, 2019
— Participants were identified via recruiter panels, Facebook groups, and advocacy groups
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Table 1b. Patient Demographics
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