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Overview
BaCkg rou nd @ QU ESTION S « How do caregivers to a person diagnosed with developmental and epileptic encephalopathy (DEE) define “normal” and “disruptive” symptoms?

Developmental and epileptic encephalopathies (DEES) have a profound impact on How do disruptive symptoms affect other domains involved in quality of life? - Bl Seizures, always disruptive
the quality of life (QoL) of patients, their primary caregivers, and their siblings! 300- mm Sleep, always disruptive

« Some individual DEE studies have examined the affected areas of daily living in mm Disruptive behavior multiple times daily

Lennox-Gastaut syndrome (LGS),2 SCN2A-related DEEs,3 and S7TXBP1-related %ﬁ INVESTIG ATION Q‘ RESU LTS

Figure 3. Symptoms Described as Always Disruptive by Caregivers

< Disruptive behavior once a day
DEEs* E
« However, caregiver definitions of “normal” and “disruptive” symptoms in . An internet-based anonymous survey was distributed via « Of 524 total respondents, 489 caregivers consented, completed the study, and were included in the analysis £ 00
individuals with any DEE, and their impact on QoL, have not been ient adv websi ial media, an ien « 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 =
) patient advoCacy webpsItes, SOoCla edia, a patie
extensively explored 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 =
« DEEs are characterized by high seizur_e burden angl develo_pm_ental Cllsablllty5 and . Respondents were primary Caregivers to a person '3
can cause sleep problems® and behavioral difficulties,” which in turn can affect diagnosed with DEE =
- - - - - - 1 . . ) ] L E
QoL of patients, their caregivers, and their siblings | | . Survey questions were designed to: fr— S Communication ‘ - 100-
* Activities of daily living (ADLs) are fund_amental s_kllls required for !ndepend(_ent « Define, for each individual, normal and disruptive :
IIVI(;]?[ e?lncg_ pe8rsonal care, including feeding, dressing, personal hygiene/bathing, seizures, sleep, and behavior
andtoneting® _ _ - - «  Normal seizures and sleep were defined as the typical
- Cr:)mmtlj-mcfatlop, while C||1o’rc1|r_1clfude_?! as an ADL, is an important ability for daily experience during the current phase of DEE Sleep o
s (Gl @ pRlts TS el el letllies _ _ - Disruptive symptoms were defined as those that Seizures Sleep Behavior
. ﬁs genetic Va”af‘cfs assoc(jlat(jgd with DEESD E‘Ee discovered and tlhe diagnostic tools deviate from the typical daily experience DEE, developmental and epileptic encephalopathy.
ecome more widespread, dlagnosis o > can occur at earlier stages _ - Determine, for each individual, how often disruptive
« A s’_cgdy on genetic testing for d_|agn05|s of ep;lepsy found that a genetically symptoms affect communication and activities of daily havior — 2 - Figure 4. Temporary Loss of ADLs or Communication Due to Disruptive
verified diagnosis improved patient outcomes Behaviof living (ADLs) Dre , Symptoms
«  Further, informing patients with neurological disorders improved QoL10 A E
*  Older, L_mdlagnosed, and tre?tment_rGSIStant p_at|ents can now be diagnosed ADLs include feeding, toileting, dressing, and bathing/hygiene. 1 Number of abilities
due to improved understanding of DEE etiologies ADLS, activities of daily living. ADLs, activities of daily living; DEE, developmental and epileptic encephalopathy. 7.6% of individuals with DEE reportedly experienced a ] -0
o b - t_ temporary loss of all 4 ADLs due to at least one disruption. 300 1 300 - 297
ective -
c [=
J o ammm For a copy of ui -3 ui
. . . T . © aEmmD h w w
- To characterize normal and disruptive symptoms of each individual with DEE and gt CONCLUSIONS e poster scan . . -~ 207 e
their caregiver, and to understand the effects on daily life 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 s =
» 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 E E
h d Understanding the individual definitions of normal and disruptive symptoms would allow tailored treatments and experiences for families based on their needs 3 1001 3 100 .
An internet-based anonymous survey (63 questions, English), codeveloped in
consultation with Dravet syndrome (DS) and LGS communities, was distributed for 7 o 0 At loast 1 ’ Feeding Toileting  Bathing _Dressing Communicating
weeks beginning in March 2024 via patient advocacy websites, social media, and patient Respondent locations included 36 countries across 6 continents (Figure 2), with a Number of Abilities Temporarily Lost Ability Temporarily Lost
i LGS first 75C genetic variant SCNI1A genetic variant CDKL5 genetic variant SYNGAPI genetic variant SLC6A1 genetic variant ILAE introduces DEE Cr F H : —
Com-?;up?égylr]e;igt:d demographics defining normal seizure and sleep patterns 1965 clinically described linked to epilepsy linked to epilepsy 2001 linked to epilepsy (CDD) linked to epilepsy linked to epilepsy 2016 terminology maJOI‘Ity I|V|ng in the Unlted States (n—359, 7340/0) ADLS, activities of daily living; DEE, developmental and epileptic encephalopathy.
® . ’ ’ | | |
i i i ior* Ni i ili Aicardi first PCDH19+elated DEE Dup15g genetic variant SCN1A genetic variant STXBP1 and PCDH19 KCNT1 genetic variant CACNA1A genetic variant . .
frequenc_y Of dlSFUptIVG Selzure’ Sleep’ and b_ehaV|or, deﬂnmg ty_plcal ablllty to clinically described first clinically described linked to epilepsy linked to DS, genetic variants linked to epilepsy linked to epilepsy; F|gure 2_ Geograph|ca| Spread Of Respondents =
communicate and perform ADLs; and assessing the effects of disruption on SCN2A genetic variant linked to epilepsy Genetic testing in childhood ConC usions
; ; linked to epilepsy epilepsy begins to rise ) . . . o . . )
COI'\:'ImUHIC-:atIF)n and ADLS . . DEEs reported as the primary diagnosis for >1 individual in this survey are included in this figure. NorthCAme;ca ot Eum':e o i ¢ EaCh deVIduaI Wlth DEE and thelr famlly S eXperIence IS unlque
» Actively distributed by the CACNA1A Foundation, Dravet Syndrome Foundation, References by timeline order: Aicardi clinically described!t; LGS clinically described!2; Clinically described PCDH1913; TSC!: Dup15q1S; SCN1A6,17; SCN2ALS; CDKL51%; STXBP12%; PCDH19 gene?!; SYNGAP122; KCNT123; SLC6A124: Genetic testing w/ NGS25; CACNALA®S; ILAE classification.?’ ] : Ma“_a = ”‘2 S - A holistic approach has been suggested in improving outcomes for individuals with
i i P i CDD, CDKL5 defici disorder; DEE, devel | and epilepti hal hy; DS, D d ; ILAE, I ional L Against Epil ; LGS, L -G d ; TSC, tub | i lex. BXICO IS Belgium, n=1
DUp15q _Alllance, Internatlonal Foundatlon for CDKLS Research,_ KCNT]. Epllepsy eficiency disorder evelopmental and epileptic encephalopathy, ravet syndrome nternational League Against Epilepsy ennox-Gastaut syndrome tuberous sclerosis complex - 381 U e Cmitia! - DEE28
Foundation, Lennox-Gastaut Syndrome Foundation, PCDH19 Alliance, SLC6A1 R esu It S - = Estonia, n=1 «  Better understanding of caregiver definitions of normal and disruptive experiences
Connect, STXBP1 I_=oundat|on, Syngap Research Fund, and Tuberous Sclerosis : T s " Smam, n=11 can help researchers and providers prioritize areas of focus to improve outcomes
] ) ] . . _ 0 _ 0 N ! _ ] rance, n= . . . 0 0 .
. E(r)i?;[r)ilae?( p(:i-;(;)r fgfrr;;?ver to, or helps care for, a person diagnosed with DEE In total, 524 responses were collected; 489 were included in the analysis ;g_f(;%g EﬁE%rétledl grir‘;énlgidli?-zof)es were LGS (n=67, 13.7%), SLC6AI (n=67, 13.7%), and \ = New Zealand, n=2 S e - The effect of disruptive experiences on domains important to QoL in
: i i - Reasons for exclusion: responder did not consent (n=3), was not a caregiver to a patient with —o% 13,170, g 80- 7 Asia m Grascs, ne3 individuals with DEE and their families also informs prioritization
Definitions of experiences for individuals with DEE included in the survey: rare epilepsy or DEE (n=26), or reported a non-qualifying disorder (n=5); or was a replicate In total, 84 (17.2%) caregivers reported a secondary DEE diagnosis £ = Georgi, = o © CITOITIAN BIRERE oF ELs L TpIes GILEEees i) el i € 1niges or
(n=1) « LGS (n=58, 69.0%) and DS (n=2, 2.4%) were the most common secondary DEE diagnoses s st . ne6 additions to endpoints in clinical research _ N
IS Normal: the typical daily experience during the current phase of the DEE * 323 (66.1%) individuals with DEE reportedy ived with at least one sibiing reported e ot of the average age of DEE diagnosis i ikely skewed
ormal: the typical daily experience during the current phase of the journey : . . : , « Caregivers also reported non-DEE secondary diagnoses, including autism (n=3, 3.6%) o B SAURSERDEn- Netherlands, n=5 *
Median age at DEE diagnosis and at the time of the survey was 3y and 8 y, respectively 0 N DRl N NEREE) - Aging individuals with undiagnosed DEESs are often not genetically tested even
« Diagnoses at the youngest ages were observed in individuals with primary diagnosis of TSC 40- S g as the importance of diagnostic genetic testing is recognized*®
. . ortugal, n= q 0 are a 0
Disruptive: a deviation from the normal dailv exoerience (0'y), STXBPI, DS, CACNA1A, KCNT1, and Dup15g (0.1 y each); diagnoses at the oldest Figure 1. Primary DEE Diagnosis as Reported by Caregiver _ = Chile, net H R s - Further analyses of the data from this survey will focus on specific domains and their
ptive: Y €Xp ages were observed in individuals with primary diagnosis of SYNGAPI-related DEE (64 y), 5 - — effects on communication and ADLs
DS (36 y), LGS, and SLC6AI (35 y each; Table 2) oo Other 20- o — Slovakia, n=1 «  The upcoming results from this study may be useful in creating clinical
- ii:;’:'\s - _ — ; Tunisia, n=1 e assessments and support tools to improve QoL, with a focus on the symptoms
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