e Development of the APBD-SQ, a Novel Patient-Reported Outcome for

&U Langone APBD

Health Health-Related Quality of Life in Adult Polyglucosan Body Disease [g Sttt

Genevieve E. Wilson?; Deberah S. Goldman, PhD?; Harriet Saxe?, Natacha T. Pires, MS, MBBS?; Xiaochun Li, PhD3; Judith D. Goldberg, ScD3; Heather A. Lau, MD, MS?; Nicolas J. Abreu, MD?

1 - Division of Neurogenetics, Department of Neurology, NYU Grossman School of Medicine; 2 — Adult Polyglucosan Body Disease Research Foundation; 3 — Division of Biostatistics, Department of Population Health, NYU Grossman School of Medicine

INTRODUCTION RESULTS DISCUSSION AND CONCLUSIONS

 Our results for age at symptom onset
and initial symptom presentation
corroborate data reported in the
majority of existing APBD literature.

Adult polyglucosan body disease (APBD)

« Ultra-rare neurogenetic disorder on the
glycogen storage disease type IV

spectru m Non-responders

 Hallmark feature: polyglucosan bodies or decliners (n=10)
in the nervous system, due to deficiency
In glycogen branching enzyme (GBE)

« Symptoms typically appear in adulthood
and commonly include neurogenic
bladder (loss of control of bladder), gait
difficulties, sensory loss, and cognitive * 90% of participants reported one or

Impairment Surveys excluded more motor symptoms at onset of
(non-APBD patient; n=1) disease.

« 71% of participants experienced onset
between 40-59 years of age with no
significant differences between males

Survey completers (n=37) and females

« Most commonly reported symptoms

ond e at onset: bladder/urine control
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To design a PRO specific to APBD that = = I t >Obtaining adequate natural history
serves as a sensitive tool for measuring % ’ o 8 - i data with appropriate PROsisan
health-related quality of life (HR-QOL) by z : ﬂg} . essential first step before clinical trials
assessing the symptoms and activities of = @7 ! - : of investigational therapies can take
daily living (ADLs) that are most relevant to 2 —i— g & - ‘ place and are important in defining the
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METHODS

Figure 4. Distributions of Composite Disease Severity (n=29) and HR-QOL Scores (n=34). Among disease severity and HR-QOL
assessments without missing data (29 and 34 assessments, respectively), the average composite disease severity score was 69 (out of 138)
(SD=20; median=71; range: 23-107) and the average composite HR-QOL score was 64 (out of 132) (SD=28; median=62.5; range: 22-121),
2018 where scores of 138 and 132 would reflect maximum disease severity and poorest HR-QOL, respectively. FULL PAPER:
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Final question set (23 questions)

Figure 5. Correlation Between Composite Disease Severity and HR-QOL Scores (n=28). The two composite scores are highly correlated (Pearson

correlation coefficient = 0.809; 95% Cl: 0.625, 0.908), revealing internal consistency between symptom burden/disease severity and HR-QOL. RE F E RE N C ES
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