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For the older group, Physical functioning still had the highest scores, followed by Emotional and School functioning with no differences between these two dimensions, then Social functioning having the next lowest scores, and Cognitive functioning with the lowest scores.Next, we explored sex and age group differences for each dimension (see Tables 3, 4). Parents consistently reported across all gender and age
groups that their children experienced the highest QoL in Physical functioning and the lowest QoL in Cognitive functioning. Medical Care, 37(2), 126–139. The United States Food and Drug Administration (FDA) has stated that QoL as a general concept implying evaluation of the effect of all aspects of life on general well-bring is too general to be considered appropriate when evaluating the efficacy or effectiveness of
treatment. Preliminary analyses found no age X sex interactions for any study measures.Principal components analyses conducted separately for the Caregiver QoL items and the Family QoL items found that the Caregiver QoL items and Family QoL items were each reduced to one factor (Eigenvalues 3.85 and 1.63; Percentage of variance explained 64.18% and 81.52%, respectively) with high inter-item reliabilities
for each factor as indicated by the Cronbach’s alpha (see Table 1). Quality of life instruments for children and adolescents with neurodisabilities: How to choose the appropriate instrument. 2009; Kamp-Becker et al. One such measure, the Pediatric Quality of Life Inventory (PedsQL) 4.0 Generic Core Scales (Varni et al. For each regression, sex and age group were entered on the first step as control variables and all
five dimensions of health were entered for the second step. Friendships and social participation as markers of quality of life of adolescents and adults with fragile X syndrome and autism. Yet, HRQoL and overall well-being are rarely systematically evaluated in clinical or research settings. Psychological well-being of mothers of youth with fragile X syndrome: Syndrome specificity and within-syndrome variability.
[PubMed] [CrossRef] [Google Scholar]Barker ET, Hartley SL, Seltzer MM, Floyd FJ, Greenberg JS, & Orsmond GI (2011). We describe QoL data gathered using the Pediatric Quality of Life Inventory (PedsQL) completed online by 364 parents of youth with FXS. 2014), validity, and reliability (Varni et al. Additionally, HRQoL was found to be lower in children with autism and intellectual disability compared to typically
developing peers (Kuhlthau et al. Circle Pines, MN: AGS. 10.1111/j.1469-8749.2009.03324.x. [PubMed] [CrossRef] [Google Scholar]Wheeler AC, Skinner DG, & Bailey DB (2008a). [PubMed] [Google Scholar]Varni JW, Seid M, & Kurtin PS (2001b). Higher scores (better QoL) in Physical, Emotional, and Cognitive functioning for the child were positively associated with Caregiver QoL. Autism, 23(2), 383–393. Healthrelated quality of life in children with autism spectrum disorders: Results from the autism treatment network. The order of dimensions—i.e. the dimensions of health ranked from highest HRQoL/functioning to lowest HRQoL/functioning by mean score—only slightly differed depending on sex. Cognitive development following pediatric solid organ transplantation. [PMC free article] [PubMed] [Google Scholar]Desai AD,
Zhou C, Stanford S, Haaland W, Varni JW, & Mangione-Smith RM (2014). We then conduct a pilot examination of the scale characteristics when used in this population.Three-hundred fifty-five parents completed the PedsQL online via SurveyMonkey. Cognitive.33***.37***.52***.62***–.906. [PMC free article] [PubMed] [Google Scholar]Waters E, Davis E, Ronen GM, Rosenbaum P, Livingston M, & Saigal S (2009).
Using a parent survey to advance knowledge about the nature and consequences of fragile X syndrome. Mullen scales of early learning. In addition, eight items measured the QoL of the caregiver’s family as a result of the affected child’s health across two dimensions: Daily Activities (3 items) and Family Relationships (5 items; referred to as “Family QoL”).All items across the three measures used are scored using a

five-point Likert scale: 0 = never a problem, 1 = almost never a problem, 2 = sometimes a problem, 3 = often a problem, 4 = almost always a problem. [PMC free article] [PubMed] [Google Scholar]Esbensen AJ, Rojahn J, Aman MG, & Ruedrich S (2003). (2002). 2) for all the study measures. The Journal of Clinical Investigation, 122(12), 4314–4322. In the Parent Report versions of the measures, a parent/caregiver
proxy-reporter answers questions about their child’s functioning, their own functioning, and their family’s functioning to capture a comprehensive view of HRQoL. PedsQL 4.0: Reliability and validity of the Pediatric Quality of Life Inventory version 4.0 generic core scales in healthy and patient populations. For the younger group (ages 5–10), the order of the dimensions from highest to lowest HRQoL/functioning was
the same as the total group (i.e. Physical, Emotional, School, Social, Cognitive functioning), but there were slight differences in the order for the older group (ages 11–17). Previous trials in FXS have focused on several caregiver proxy report measures of behavior and psychiatric symptoms including the Aberrant Behavior Checklist-Community Edition (ABC-C) (Aman et al. Literature review: Health-related quality of
life measurement in pediatric oncology: Hearing the voices of the children. [PubMed] [Google Scholar] Journal of Pediatric Psychology, 32(9), 1151–1163. Higher scores (better QoL) in Emotional, Social, and School functioning for the child were positively associated with Family QoL. (2006). [Google Scholar]Hess LG, Fitzpatrick SE, Nguyen DV, Chen Y, Gaul KN, Schneider A, et al. Journal of Intellectual Disability
Research, 59(12), 1108–1120. 2001a, b), future studies still are needed to study the PedsQL and potential HRQoL measures in families impacted by FXS directly compared to other groups of individuals. Medical Care, 39(8), 800–812. In choosing an instrument for use, in this case the PedsQL, it is appropriate to understand the strengths and potential weaknesses of the instrument to aid in results interpretation in our
pilot work in FXS. 2017; Berry-Kravis et al. While the original purpose of the PedsQL was the evaluation of HRQoL, the focus of the measure on functioning is not directly related in all cases to QoL. Health-related quality of life measurement in pediatric clinical practice: An appraisal and precept for future research and application. Caregiver.44***.46***.46***.53***.50***–.967. [PubMed] [Google Scholar]Sparrow SS,
& Cicchetti DV (1985). Conceptualization, measurement, and application of quality of life for persons with intellectual disabilities: Report of an international panel of experts. 2002). Drug development for neurodevelopmental disorders: Lessons learned from fragile X syndrome. [PMC free article] [PubMed] [Google Scholar]Varni JW, Limbers C, & Burwinkle TM (2007a). Consistent with the ratio of males to females
with full mutation FXS, more surveys were completed by parents of males with FXS (n = 294, 80.8%) compared to females with FXS (n = 70, 19.2%).The measures included the Parent Report for Children versions of the PedsQL 4.0 Generic Core Scales and Cognitive Functioning Scale, as well as the PedsQL Family Impact Module. Overall, older children with FXS had increase QoL ratings in the domains of School
and Cognitive function.Keywords: Fragile X syndrome, Quality of life, Developmental disabilityFragile X syndrome (FXS) is a neurodevelopmental disorder caused by a CGG trinucleotide repeat expansion (> 200 repeats) within the 5’ untranslated region of the fragile X mental retardation gene (FMR1) on the X chromosome (Pieretti et al. 1995), Anxiety Depression and Mood Scale (ADAMS) (Esbensen et al. [PubMed]
[Google Scholar]Lounds J, Seltzer MM, Greenberg JS, & Shattuck PT (2007). Our report also does not annotate the presence or absence of comorbid medical conditions/diagnoses that could impact HRQoL outside of FXS. In the future the establishment of QoL or HRQoL measures with strong psychometric properties measuring personal and family well-being in the FXS field hold promise as potential outcome
measures in treatment development.Waters et al. Preliminary analyses found no significant three-way interaction between age, sex, and dimension. Despite being a single gene disorder, FXS is marked by a heterogeneous presentation of significant cognitive, language, sensory, behavioral, and emotional impairments, and autism-like symptoms or a comorbid diagnosis of autism spectrum disorder (ASD).Given the
complex phenotype, individuals with FXS often present to clinical settings for numerous concerns, including intellectual disability (ID), hyperarousal to sensory stimuli, anxiety, aggression, sleep issues, hyperactivity, and social and communication difficulties among other concerns (Berry-Kravis and Potanos 2004). Thus, a principal components analysis was conducted separately for the items for each of these
measures with inter-item reliabilities tested using Cronbach’s alphas. 2017). [Google Scholar]Berry-Kravis EM, Lindemann L, Jønch AE, Apostol G, Bear MF, Carpenter RL, et al. First, due to the nature of the online survey, we were unable to confirm diagnosis. Notably, caregivers consistently reported across all sex and age groups that their children experienced the highest HRQoL in Physical functioning and the
lowest HRQoL in Cognitive functioning. 10.1002/mrdd.20007. American Journal on Mental Retardation, 113(3), 159–177. Moving from the quality of life concept to a theory. American Journal on Mental Retardation, 100(3), 283–292. (2016). [Google Scholar]Pieretti M, Zhang FP, Fu YH, Warren ST, Oostra BA, Caskey CT, et al. 2011; Fitzgerald et al. The generally less impaired phenotype in females with FXS may
have translated to higher Family HRQoL. ADHD Rating Scale-IV: Checklists, norms, and clinical interpretation. Health-related quality of life in adolescents and young adults with high functioning autism-spectrum disorder. There were significant group differences for both Caregiver HRQoL and Family HRQoL variables (t (326) = 3.45, p < .01; t (326) = 2.44, p < .05, respectively). The Aberrant Behavior ChecklistCommunity: Factor validity and effect of subject variables for adults in group homes. This is consistent with most studies in ASD on the impact of a child’s age on parental stress (Barker et al. This is due, in part, to the difficulty the FXS field faces in identifying appropriate standardized outcome measures (Erickson et al. [PubMed] [Google Scholar]Kamp-Becker I, Schröder J, Remschmidt H, & Bachmann CJ (2010).
Finally, further work with significant additional data collection and substantial additional analyses will be required to thoroughly establish the psychometric properties of the PedsQL in FXS including work to establish test-retest reliability, validity, and factor structure in this population.Examining QoL among individuals with FXS is particularly important given the lifelong impact of the disorder, and its influence
across contexts and various forms of functioning. American Journal on Intellectual and Developmental Disabilities, 115(6), 447–460. 10.1001/jamapediatrics.2014.1600. A randomized, double-blind, placebo-controlled trial of low-dose sertraline in young children with Fragile X Syndrome. We only provided the Parent Report version for the online survey. Quality of Life Research, 23(4), 1069–1085. In contrast, the FDA
has affirmed that HRQoL as defined above can be evaluated as an outcome measure of change with treatment.To date, no studies have systematically evaluated HRQoL in FXS. Next, a within-subjects ANOVA tested mean differences across the five dimensions of QOL testing the within-subject main effect (i.e. the five dimensions), a sex X within-subjects interaction, and a sex X within-subject interaction. Using a
variety of measures, several previous studies have examined the HRQoL of mothers of children with FXS (Abbeduto et al. Nature Reviews Drug Discovery, 17(4), 280. This study aims to evaluate the HRQoL of individuals with FXS, their parents, and their families using the PedsQL 4.0 Generic Core Scales, Cognitive Functioning Scale, and Family Impact Module. 2014; Varni et al. Thus, our study was able to
demonstrate the potential of using the PedsQL in this population, but future studies establishing the test-retest reliability over brief time periods, the developmental trajectory of HRQoL in individual youth with FXS, and evaluation of HRQoL in adults with FXS are needed.Funding This work was supported by the Cincinnati Children’s Hospital Medical Center Research Foundation (CAE, EVP) and the Division of Child
and Adolescent Psychiatry at Cincinnati Children’s Hospital Medical Center (CAE, EVP, KCD).Conflict of interest No authors have a conflict financially or otherwise related to the content of this manuscript.Ethical Approval This research using online survey report involved analysis of deidentified data and therefore according to our local IRB does not constitute human subjects research requiring consent and local IRB
approval and was determined to be exempt from such oversight.Abbeduto L, Seltzer MM, Shattuck P, Krauss MW, Orsmond G, & Murphy MM (2004). Physical–.842. We also found that families of females with FXS had higher reported Family HRQoL scores than families of males with FXS. [PMC free article] [PubMed] [Google Scholar]Varni JW, Seid M, & Kurtin PS (2001a). Fragile X syndrome: Economic burden and
health-related quality of life of patients and caregivers in France. [PubMed] [Google Scholar]Fitzgerald M, Birkbeck G, & Matthews P (2002). Only deidentified data was analyzed in this report and the project was determined to be exempt from IRB review by our local IRB. Mental Retardation, 40(6), 457–470. 2004) measures the impact of pediatric chronic health conditions on parents’ own health related quality of
life and the family overall functioning. To date, health related quality of life (QoL) has not been systematically evaluated in youth with fragile X syndrome (FXS), the most common single gene cause of autism and the most common inherited form of developmental disability. Health-related quality of life and cognitive functioning from the perspective of parents of school-aged children with Asperger’s Syndrome
utilizeing the PedsQL™. For example, cognitive and gross-motor delays generally in children have been demonstrated to negatively impact HRQoL in youth (Alonso and Sorensen 2009; Hsieh et al. 2010; Limbers et al. JAMA Pediatrics, 168(12), 1114–1121. 1) and age differences (Fig. Family.35***.48***.45***.52***.44***.76***.94Correlations between all study measures in Table 1 show significant associations.
Journal of Intellectual Disability Research, 49(10), 699–706. Although more recent trials have begun to utilize physiological measures such as eye tracking, electroencephalography (EEG), and changes in various blood protein levels for more objective measures of treatment efficacy and target engagement (Erickson et al. Journal of Autism and Developmental Disorders, 33(6), 617–629. Cell, 66(4), 817–822. Overall,
the strongest correlation was between the Caregiver QoL and Family QoL. These common clinical issues associated with FXS can have a lifelong impact on the affected child, parent(s), and the overall well-being of the family of the child (Wheeler et al. The older group had significantly higher scores for both School and Cognitive functioning than the younger group.Mean differences across the five dimensions of
HRQoLDimensionsQuality of lifeMSDPhysical63.48a21.5Emotional57.55b19.3Social47.19d21.1School53.96c18.8Cognitive38.57e21.4Finally, we examined sex and age group differences for both the Caregiver HRQoL variable and the Family HRQoL variable. Specifically, two stepwise linear regressions were conducted. Some data is available describing HRQoL in persons with idiopathic autism and with non-specific
developmental delay. [PubMed] [Google Scholar]Cummins RA (2005). Journal of Developmental and Behavioral Pediatrics, 37(8), 619. For males, the order was the same as the total group with a significant difference between each dimension. Finally, independent t tests tested sex (Fig. Combined, the PedsQL 4.0 Generic Core Scales and Cognitive Functioning Scale include twenty-nine items measuring five core
dimensions of health: Physical Functioning (8 items; example, “problems with…walking more than one block”), Emotional Functioning (5 items; example, “problems with…feeling afraid or scared”), Social Functioning (5 items; example, “problems with…getting along with other children”), School Functioning (5 items; example, “problems with…paying attention in class”), and Cognitive Functioning (6 items; example,
“problems with…difficulty remembering what people tell him/her”). 2017), the association between changes in these physiological measures and improvements in functioning level or quality of life is less clear. Maternal burden in families with children with autistic spectrum disorder. The older group had higher Caregiver HRQoL (M = 55.13, SD = 20.2) and Family HRQoL (M = 49.40, SD = 25.1) scores than the
younger group (Caregiver HRQoL M = 47.65, SD = 19.3; Family HRQoL M = 43.03, SD = 22.3).This study describes HRQoL and its associations among the dimensions of health in youth with FXS, their parents/caregivers, and their families, as reported by caregivers on the PedsQL. Interestingly, Caregiver and Family HRQoL scores were higher for the older group (11–17) than the younger group (5–10). American
Journal on Mental Retardation, 112(6), 401–417. [PMC free article] [PubMed] [Google Scholar]Kuhlthau K, Orlich F, Hall TA, Sikora D, Kovacs EA, Delahaye J, et al. The focus on functioning and impairment does elicit some concern that negative wording involved with reporting using the PedsQL could threaten self-esteem. Ten years on: A longitudinal study of families of children with autism. Journal of Intellectual
and Developmental Disability, 27(3), 215–222. 2001a, b, 2007a). In children, examining HRQoL and global functioning is particularly important for the evaluation and optimization of their health and development (Varni et al. 2015; DaWalt et al. 2008a, b) and of patients with FXS (Chevreul et al. These reports were on 364 youth with full mutation FXS (7 parents reported on two children; 1 parent reported on 3
children). (2011). Likewise, our project eliciting a large sample of HRQoL reports may indicate the feasibility of using the measures in this population. A 6-week, randomized, multicenter, double-blind, parallel, flexed-and fixed-dose study of MDX (Metadoxine Extended-release; MG01CI) Compared with Placebo in Adolescents and Adults with Fragile X Syndrome. Originally developed to focus on HRQoL, the PedsQL
does largely focus on functional status which may not be synonymous with well-being. The PedsQL™: Measurement model for the pediatric quality of life inventory. Fragile X targeted pharmacotherapy: Lessons learned and future directions. Likewise, HRQoL measures like the PedsQL may provide a more complete view of the health of children and their family and could be important components of natural history
study to assess HRQoL over time. Fragile X syndrome: Causes, diagnosis, mechanisms, and therapeutics. 2012). Arthritis and Rheumatism, 46(3), 714–725. Emotional.34***–.723. (2010). [PubMed] [Google Scholar]Lewis P, Abbeduto L, Murphy M, Richmond E, Giles N, Bruno L, et al. [PubMed] [Google Scholar]Schalock RL, Brown I, Brown R, Cummins RA, Felce D, Matikka L, et al. Developmental Medicine & Child
Neurology, 51(8), 660–669. Thus, all Caregiver QoL items and all Family QoL items from the Family Impact Module were summed and averaged to create a summary Caregiver QoL score and a summary Family QoL score.Correlations and inter-item reliabilities across all study measures and subscalesDimension123456Reliability1. It will be important in future use of the PedsQL in FXS to evaluate parental and when
possible individual patient reactions to use of the measure.Although the primary aim of this study was to evaluate initial feasibility and descriptive characteristics of use of the PedsQL in the FXS population, we note several limitations. American Journal of Mental Retardation, 113(3), 159–177. [PubMed] [Google Scholar]Limbers CA, Heffer RW, & Varni JW (2009). The PedsQL 4.0 Generic Core Scales consist of four
scales measuring HRQoL in four domains: Physical, Emotional, Social, and School functioning. The PedsQL: Measurement model for the pediatric quality of life inventory. Journal of Paediatrics and Child Health, 49(2), E116–E121. American Journal on Mental Retardation, 109(3), 237–254. The PedsQL Cognitive Functioning Scale is a symptom-specific instrument to measure the impact of cognitive function on
HRQoL. Validity and responsiveness of the pediatric quality of life inventory (PedsQL) 4.0 generic core scales in the pediatric inpatient setting. [PubMed] [Google Scholar]Varni JW, Burwinkle TM, & Lane MM (2005). The Caregiver and Family QoL variables were outcome variables. Science Translational Medicine, 3(64ra61), 64ra61. Quality of life and impact of children with unclassified developmental delays. For the
purposes of this report, we included the surveys of parents of children with self-reported full mutation FXS ages 5 to 17 years old (mean age = 10.41, SD = 3.7). [PubMed] [CrossRef] [Google Scholar]Erickson CA, Davenport MH, Schaefer TL, Wink LK, Pedapati EV, Sweeney JA, et al. Parents completed the PedsQL as proxy reporters for their children. 2017) and lack of validated measures of QoL in FXS that may be
sensitive to intervention. Females with FXS also showed the highest HRQoL in Physical functioning and lowest HRQoL in Cognitive functioning like males and the total group, but there were no significant differences found between HRQoL scores for Emotional, Social, and School functioning.Analyses testing differences across the means of the five health dimensions for the total sample and across sex and age
groupSexAgeTotalMaleFemalet test5–1011–17t
testMeanSDMeanSDMeanSDMeanSDMeanSDPhysical63.48a21.563.46a21.063.56a23.60.3261.58a21.065.59a21.81.65Emotional57.55b19.358.45b18.953.77b20.61.6555.71b18.659.58b20.01.92Social47.19d21.146.07d20.651.86b22.52.04*45.91d20.648.60c21.71.04School53.96c18.853.64c18.555.30b20.00.4649.23c18.559.18b17.72.96**Cognitive38.57e21.438.02e20.540.86c24.91.1435.02e21.842.49d20.43.44**Within subjectsF-valuesWithin-subjectsF (4,1376) = 22.16***Sex X within-subjectsF (4,1376) = 4.41**Age X within-subjectsF (4,1376) = 3.64**There were also differences in the order of dimensions from highest to lowest QoL between age groups. Social.48***.44***–.824. [PubMed] [Google Scholar]Varni JW, Sherman SA, Burwinkle TM, Dickinson PE, & Dixon P (2004). We also did not include additional parent-report
measures of functioning or other clinical relevant variables that may impact HRQoL. [PMC free article] [PubMed] [Google Scholar]Bailey DB, Raspa M, & Olmsted MG (2010). 2004; Lewis et al. In 62nd Annual Meeting, 2015: AACAP. The PedsQL™ family impact module: Preliminary reliability and validity. For example, a comparison of age and IQ-matched youth with idiopathic ASD or developmental delay without
ASD could be appropriate comparison groups for the FXS sample in additional to a more traditional typically developing match control group. Journal of Psychoeducational Assessment, 24(2), 172–178. It also may be that over time treatment may improve HRQoL including ongoing educational, behavioral, occupational, speech therapies, and potentially pharmacotherapy alone or in combination thus resulting in our
finding of enhanced HRQoL in the older youth cohort.Overall, our PedsQL results provide a window into where the greatest perceived impairments are with FXS and how those impairments affect the HRQoL of patients and their caregivers/families. The National Fragile X Foundation facilitated survey completion with a nationwide email that directed families impacted by FXS to the survey link. [PubMed] [Google
Scholar]Varni JW, Seid M, & Rode CA (1999b). We first use the scale to describe the impact of having a child with FXS on HRQoL, and the role that sex and age of the child may play on HRQoL. 2006; Wheeler et al. Journal of Pediatric Psychology, 10(2), 215–225. Then, correlations and stepwise linear regressions were conducted to test associations between the study measures resulting from the principal
components analyses. [Google Scholar]Gray DE (2002). [Google Scholar]Pappas D (2006). [PubMed] [Google Scholar]Aman MG, Burrow WH, & Wolford PL (1995). Journal of Neurodevelopmental Disorders, 9(1), 7. [PubMed] [Google Scholar]Varni JW, Seid M, & Rode CA (1999a). 2016). Developmental Psychology, 47(2), 551. Higher scores indicated higher QoL/functioning.For all analyses, subjects were divided into
two groups based on a median age split (median = 10), which resulted in a younger group (ages 5–10, n = 189, 51.9%) and an older group (ages 11–17, n = 175, 48.1%). Females with FXS (M = 52.96, SD = 23.4) had higher Family HRQoL scores than males (M = 44.47, SD = 23.7; t (326) = 2.54, p < .05). In clinical trials for children with FXS, assessing the HRQoL of subjects could help identify and evaluate the
efficacy of the interventions beyond treating a specific symptom(s) that may present in differing intensity across youth. Journal of Autism and Developmental Disorders, 40(6), 721–729. Transition and change in adolescents and young adults with autism: Longitudinal effects on maternal well-being. 2003), Vineland Adaptive Behavior Scale (VABS) (Sparrow and Cicchetti 1985) and ADHD Rating Scale-IV (Pappas
2006), among others, as well as direct assessments of patient functioning, including the Mullen Scales of Early Learning (MSEL) (Mullen 1995), as primary study outcome measures (Jacquemont et al. For the total sample, the dimensions of health went from highest mean score (higher QoL/functioning) to lowest mean score (lower HRQoL/functioning) in the following order: Physical functioning, Emotional
functioning, School functioning, Social functioning, and Cognitive functioning; i.e. Physical functioning was the least affected and Cognitive functioning was the most affected. All analyses were conducted in SPSS Version 23 (IBM Analytics). The PedsQL in pediatric rheumatology: Reliability, validity, and responsiveness of the Pediatric Quality of Life Inventory Generic Core Scales and Rheumatology Module. [PMC
free article] [PubMed] [Google Scholar]Berry-Kravis E (2015). [PubMed] [Google Scholar]Varni JW, Limbers CA, & Burwinkle TM (2007b). [PubMed] [Google Scholar]Ikeda E, Hinckson E, & Krägeloh C (2014). (2009) have provided a thorough evaluation of instrument use focused on HRQoL evaluation in the neurodisabilities field in youth including specific evaluation of the PedsQL. 1999a, b, 2001a, b, 2002).
[PubMed] [Google Scholar]Wheeler AC, Skinner DG, & Bailey DB (2008b). [PMC free article] [PubMed] [Google Scholar]Hsieh RL, Hsueh YM, Huang HY, Lin MI, Tseng WC, & Lee WC (2013). [PubMed] [Google Scholar]Varni JW, Seid M, Smith Knight T, Burwinkle T, Brown J, & Szer IS (2002). There was only one sex difference found for the five dimensions. [PMC free article] [PubMed] [Google Scholar]Berry-Kravis
E, & Potanos K (2004). 2008a, b; Bailey et al. For correlations between the five dimensions of health for the child, the strongest correlation was between Cognitive functioning and School functioning, and the weakest between Cognitive functioning and Physical functioning. 2013). Between age groups, which included both males and females, there were two significant differences for the five dimensions. Although the
PedsQL has been widely used to assess HRQoL in patients with ASD and ID (Ikeda et al. While a parent likely can provide the best outside report of their child’s experience, we remain unable to capture the individual perspective of the vast majority of youth with FXS who lack the ability to self-report using a measure such as the PedsQL. There were no sex differences for the Caregiver HRQoL measure (t (329) =
0.65, p ns). Health and Quality of Life Outcomes, 2(1), 55. The Irish Journal of Psychology, 33, 17. Subscale scores were determined as the sum of the item scores divided by the number of items answered (to account for missing data). Trajectories of emotional well-being in mothers of adolescents and adults with autism. Females with FXS had higher scores in Social functioning than males. Also, we did not include a
direct comparison control groups matched to our FXS sample. Epigenetic modification of the FMR1 gene in fragile X syndrome is associated with differential response to the mGluR5 antagonist AFQ056. [PubMed] [Google Scholar]Bagni C, Tassone F, Neri G, & Hagerman R (2012). Health and Quality of Life Outcomes, 5(1), 1. PedsQL demonstrated high reliability and construct validity in both health and acute- and
chronic-disease pediatric populations, responsiveness to clinical changes, and may be applicable in clinical trials (Desai et al. GMS Psycho-Social-Medicine, 7, 1–10. [PubMed] [Google Scholar]DaWalt LS, Usher LV, Greenberg JS, & Mailick MR (2017). Journal of Intellectual Disability Research, 50(12), 894–904. Previous studies robustly have demonstrated the measures’ responsiveness to clinical changes (Desai et al.
Health and Quality of Life Outcomes, 3(1), 1. [PubMed] [Google Scholar]Mullen EM (1995). 2007), suggesting that families and parents adapt to the behavior and capabilities of their child over time and/or youth with FXS improve in functioning over time thus enhancing Family HRQoL. Preliminary analyses found very high correlations between the subscales within the Caregiver QoL and within the Family QoL (r’s >
.60). Assessment of quality of life in children and youth with autism spectrum disorder: A critical review. 2014), this is the first report to date that has used the Peds QL to systematically evaluate HRQoL of patients with FXS and their families.Despite numerous clinical trials of potential targeted treatments, there is no FDA-approved medication for FXS to date. [PubMed] [Google Scholar]Alonso EM, & Sorensen LG
(2009). 1991). Current Opinion in Organ Transplantation, 14(5), 522–525. 1999a, b) is an instrument for measuring HRQoL in children and adolescents ages 2 to 18 using a child self-report version and/or a parent-proxy report version. 10.1352/1944-7558-115.6.447. 2010).Utilization of health-related QoL (HRQoL) instruments, which allow for comparisons across chronic and healthy conditions, has significantly
increased in the past two decades (Varni et al. Mental Retardation and Developmental Disabilities Research Reviews, 10(1), 42–48. PedsQL™ 4.0: Reliability and validity of the Pediatric Quality of Life Inventory™ Version 4.0 Generic Core Scales in healthy and patient populations. Based on standard scoring practice, all responses were reverse-scored and then linearly transformed to a 0–100 scale (0 = 100,1 = 75, 2
= 50, 3 = 25, 4 = 0). 2005). Both the Caregiver QoL and Family QoL summary scores showed the strongest correlation with the child’s School functioning, and the weakest correlation with the child’s Physical functioning out of the five dimensions of health.Table 2 provides the findings for each regression. Psychopharmacology in fragile X syndrome-present and future. (2017). Sex and age group did not moderate any
of the main effects of the dimensions of health in either regression.Findings of stepwise regressions examining the associations between each of the five health dimensions and parent reporter and family variablesbt-valueβΔR2Parent reporter Step 1.04***
Age1.043.51***.19
Sex2.520.10***.05 Step 2.38***
Physical0.163.37***.18
Emotional0.244.70***.24
Social0.091.64.09
School0.121.65.11
Cognitive0.223.96***.30PedsQL family impact model Step 1.04***
Age0.842.35*−.13
Sex8.672.58*−.14 Step 2.37***
Physical0.050.84.04
Emotional0.365.67***.29
Social0.152.26*.13
School0.303.42***.23
Cognitive0.121.75.10Based on the parent/caregiver report for each child on the PedsQL 4.0 Generic Core Scales and Cognitive Functioning Scale, the within-subject measures ANOVA
found a significant main effect for QoL within each dimension of health, as well as two interaction effects: sex X dimension and age group X dimension (see Table 3). Psychological well-being and coping in mothers of youths with autism, down syndrome, orfragile X syndrome. Although the normative PedsQL healthy, acutely ill, and chronically ill child samples had consistently numerically higher mean QoL scores
across all domains compared to our FXS youth cohort (Varni et al. [PubMed] [CrossRef] [Google Scholar]Chevreul K, Berg Brigham K, Brunn M, & Portes V (2015). Perceived quality of life in mothers of children with fragile X syndrome. 2002; Gray 2002; Lounds et al. [PubMed] [Google Scholar]Jacquemont S, Curie A, Des Portes V, Torrioli MG, Berry-Kravis E, Hagerman RJ, et al. The Parent Report versions used in
this study assess parents’ perceptions of their child’s HRQoL by asking how much of a problem their child has had with specific activities within each dimension of health in the past month.The PedsQL Family Impact Module (PedsQL Family) includes twenty-eight items measuring HRQoL of the caregiver across six dimensions of health: Physical Functioning (6 items), Emotional Functioning (5 items), Social
Functioning (4 items), Cognitive Functioning (5 items), Communication (3 items), and Worry (5 items; referred to as “Caregiver QoL”). We were additionally unable to evaluate the specific potential impact of pharmacotherapy on QoL in youth with FXS. 2010). Absence of expression of the FMR-1 gene in fragile X syndrome. The PedsQL Family Impact Module (Varni et al. 2011; Berry-Kravis 2015; Hess et al.
Diagnostic uses of the Vineland Adaptive Behavior Scales. Parent proxy-report of their children’s health-related quality of life: An analysis of 13,878 parents’ reliability and validity across age sub-groups using the PedsQL™ 4.0 Generic Core Scales. School49***.47***.54***–.775. Journal of Autism and Developmental Disorders, 39(11), 1529–1541. This expansion leads to methylation and subsequent reduction or
absence of fragile X mental retardation protein (FMRP), which is important for synaptic plasticity and experience-dependent learning (Bagni et al. Reliability and validity of an assessment instrument for anxiety, depression, and mood among individuals with mental retardation. In addition to online completion of the PedsQL survey, parents self-reported the age of their child with full mutation FXS in years and the sex
of their child. (1991). Thus, the severity of these clinical issues and, in turn, the quality of life (QoL) of the child and family may be important outcome measures following intervention.Health-related quality of life (HRQoL) is a multidimensional concept involving physical, psychological, social, and cognitive aspects of life (Cummins 2005; Schalock et al. Many of the current treatment targets for patients with FXS
involve and influence the dimensions of health that comprise HRQoL, including physical, social, and adaptive functioning. 2007b).
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