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Overview

Figure 3. Symptoms Described as Always Disruptive by Caregivers
@ QUESTIONS « How do caregivers to a person diagnosed with developmental and epileptic encephalopathy (DEE) define “normal” and “disruptive” symptoms? '

Background

Developmental and epileptic encephalopathies (DEEs) have a profound impact on the
quality of life (QoL) of patients, their primary caregivers, and their siblings!
» Some individual DEE studies have examined the affected areas of daily living in Lennox-

Gastaut syndrome (LGS),? SCNZ2A-related DEEs,® and STXBPI-related DEEs* %ﬁ INVESTIG ATION Q\ RESU LTS

B Seizures, always disruptive

How do disruptive symptoms affect other domains involved in quality of life?

3004 Bl Sleep, always disruptive
B Disruptive behavior multiple times daily

< Disruptive behavior once a day

« However, caregiver definitions of “normal” and “disruptive” symptoms in individuals m
with any DEE, and their impact on QoL, have not been extensively explored . An internet-based anonymous survey was distributed via « Of 524 total respondents, 489 caregivers consented, completed the study, and were included in the analysis g

- DEEs are characterized by high seizure burden and developmental disability> and can A0 Se, patient advocacy websites, social media, and patient * Lennox-Gastaut syndrome (n=67/, 13.7%), SLC6A1 (n=67, 13.7%), and STXBPI (n=64, 13.1%) were the most common primary diagnoses reported s 29
cause sleep problems® and behavioral difficulties,” which in turn can affect QoL of S <¢,. community events « The median patient age at diagnosis and at the time of the survey was 3 y (0-64 y) and 8 y (0.2-67y), respectively L
patients, their caregivers, and their siblings! » Respondents were primary caregivers to a person 3
« Activities of daily living (ADLs) are fundamental skills required for independent living and diagnosed with DEE Feedin 2
personal care, including feeding, dressing, personal hygiene/bathing, and toileting® - Survey questions were designed to: Communication =

- NI : : Seizures e ¢ ) Toileting 100+
« Define, for each individual, normal and disruptive ve |

seizures, sleep, and behavior

« Normal seizures and sleep were defined as the typical
daily experience during the current phase of DEE

« Determine, for each individual, how often disruptive
symptoms affect communication and activities of daily
living (ADLs)

» Disruptive symptoms were defined as those that

« Communication, while not included as an ADL, is an important ability for the QoL of
patients and their families

» As genetic variants associated with DEEs are discovered and the diagnostic tools become
more widespread, diagnosis of DEES can occur at earlier stages

« A study on genetic testing for diagnosis of epilepsy found that a genetically verified
diagnosis improved patient outcomes®

« Further, informing patients with neurological disorders improved QoL1°
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Seizures Sleep Behavior

DEE, developmental and epileptic encephalopathy.
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« Older, undiagnosed, and treatment-resistant patients can now be diagnosed due to Behaviot deviate from the typical daily experience - | LIS et Figure 4. Temporary Loss of ADLs or Communication Due to Disruptive Symptoms
improved understanding of DEE etiologies « ADLs: feeding, toileting, dressing, bathing/hygiene RISy =R A B
o b - t' ADLs, activities of daily living. ) ) o )
Jec Ive ADLs, activities of daily living; DEE, developmental and epileptic encephalopathy. 7.6% of individuals with DEE reportedly experienced a Number of abilities
temporary loss of all 4 ADLs due to at least one disruption. 1 = 0 297
+ To characterize normal and disruptive symptoms of each individual with DEE and their . f 300 1 3001
caregiver, and to understand the effects on daily life o oracom e c ' -2 c
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» Disruptive seizures, disruptive behavior, and disruptive sleep patterns are defined individually by families of an individual with DEE — no two individuals or caregivers experience the same disruptions, or their effects on daily life or visit [=] 2 200 - 5 g 200 o 20 195
MethOdS « These disruptive symptoms affect communication or at least one of the aspects of daily living in over 70% of the individuals with DEE according to their caregivers ES S
. . . . T . . . . . o= . . . ore . UCBposters.com/AES2024 0 n
_ _ _ _ _ « Understanding the individual definitions of normal and disruptive symptoms, and corresponding definitions of significant improvement, would allow tailored treatments and experiences for families based on their needs Poster ID: AES2024-1.498 S S
An internet-based anonymous survey (63 questions, English), codeveloped in consultation 3 2
with Dravet syndrome (DS) and LGS communities, was distributed for 7 weeks beginning in T 100 T 100+ 2
March 2024 via patient advocacy websites, social media, and patient community events
) g?sﬁlucps)t:cglzgiez?]}edeg;:a%%rag:écsb,eﬂgc::)Ip'g dg(igiLTnag; S;;g;?:&ﬁ;liigﬁﬁeﬂ;’aﬁsgﬁznw of Respondent locations included 36 countries across 6 continents (Figure 2), with a majority
! r < ! . _ o LGSfirst T5C genetic variant SQVIA genetic variant DKL genetic variant linked SYNGAPI genetic variant SLC6AI genetic variant introd living in the United States (n=359, 73.4% 0- T 0 - - - -
perform ADLS, and assessi ng the effeCtS Of dlsruptlon on Communlcatlon and ADLS 1965 clinically d:srscrlbed |,nk§Srﬁo gp'\fggg{) |,nke3%‘8 e&ggg?” 2001 toggpg}legs;//?r&?)nD)m linked grép'féﬁ'saya” linke Eagepl)ﬁevgsr;an 2016 ILAEttlarr]mi)n&ggyDEE F' g 2 G h' | (S d’ f R ) d 0 At least 1 Feeding Toileting Bathing Dressing Communicating
« Actively distributed by the CACNA1A Foundation, Dravet Syndrome Foundation, Dup15q cIin@acllayr(gji st ﬂég%ﬁlllgérﬁl/adt%gclaggd DUﬁr{I%]dgteongt&cle\gasr;"ant SQVIA genetic variant STXBP1 and PCDH 19 genetic KCNT1 g%geécii)c”g[a)g?nt linked CAQVA1A genetic grjant linked igure 2. Geographical Spread of Respondents Number of Abilities Temporarily Lost Ability Temporarily Lost
Alliance, International Foundation for CDKL5 Research, KCNT1 Epilepsy Foundation, SV geneti variant linked to epilepsy Geggﬁg;seys{gggiﬁgcgﬂgggod North America Europe ADLs, activities of daily Iiving; DEE, developmental and epileptic encephalopathy.
Lennox-Gastaut Fou ndation, PCDH19 Allia nce, SLC6A1 Con nect, STXBP1 Foundation, DEEs reported as the primary diagnosis for >1 individual in this survey are included in this figure. 1 Gl D=E] AN
. . References by timeline order: Aicardi clinically described!!; LGS clinically described!?; Clinically described PCDH1913; TSC4; Dup15q!5; SCN1At6.17; SCN2A!8; CDKL519; STXBP120; PCDH19 gene?!; SYNGAP122; KCNT123; SLC6A124; Genetic testing w/ NGS25; CACNA1A26; ILAE classification.2” 381 B Mexico, n=2 Belgium, n=1 =
Syngap Research Fu nd, and Tuberous Sclerosis Com pleX (TSC) Alliance CDD, CDKL5 deficiency disorder; DEE, developmental and epileptic encephalopathy; DS, Dravet syndrome; ILAE, International League Against Epilepsy; LGS, Lennox-Gastaut syndrome; TSC, tuberous sclerosis complex. PPN United States, n=359 Croatia. =1 Co nCI USIOn S
- Criteria: primary caregiver to, or helps care for, a person diagnosed with DEE B . ) _ . _ L
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In total, 524 responses were collected; 489 were included in the analysis The top reported primary diagnoses were LGS (n=67, 13.7%), SLC6A1 (n=67, 13.7%), and sresmer = Germany, n=2 - Better understanding of caregiver definitions of normal and disruptive experiences can
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