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INTRODUCTION Frequency of Common Clinical Manifestations Following RTT Diagnosis Table 2. Frequency of clinical manifestations among patients with RTT, overall and by pediatric and

« Over a mean observation period of 2.04 years, the most prevalent clinical manifestations among female adult patients
Patients with 21 clinical manifestation (%)

Figure 2. Percentage of patients with yearly supportive therapies by age during the

observation period, all patients

individuals with RTT were neurological disorders (72.8%), primarily driven by epilepsy (52.1%; data not shown),

* Rett syndrome (RTT) is a severe neurodevelopmental disorder that almost exclusively affects girls' followed by gastrointestinal and nutritional disorders (41.9%) and orthopedic disorders (34.6%; Table 2)

+ Patients with RTT often require lifelong care due to a variety of symptoms, ranging from mild to - Based on the panel plot data, the prevalence and number of neurological and gastrointestinal manifestation Stratification by age 0
severe, including neurological, gastrointestinal, cardiac, endocrine, and orthopedic disorders events were generally highest in early childhood (1-3 years of age) before decreasing and reaching a plateau Overall RTT cohort Pediatric (<18 years of age) Adult (218 years of age) 2

* To date, there is no cure for RTT, and current treatment options are aimed at managing symptoms into early adulthood (~26 years of age; Figure 1). Conversely, orthopedic events were highest in adolescence Clinical manifestations® N = 5,940 n=3,078 n =2,862 8 50 18 years old 26 years old

) . T 2
and supporting daily activities (~13 years of age) Observation period,? years, mean  SD [median] 2.04 +0.96 [2.4] 2,04 +0.98 [2.4] 2,04 +0.95 [2.4] <
* There is limited literature on the clinical burden associated with RTT in the United States o =
’ : : : Neurological disorders 4,323 (72.8 2,366 (76.9 1,957 (68.4 T 50 i
representing a much-needed area of study Treatment Patterns Following RTT Diagnosis o gt R e §41 9; . §44 6; o 539 0; 5 A R
. : : : At astrointestinal and nutritional disorders : : : : , : = A \

- To add to the literature on RTT, this study aimed to provide an overview of the patient journey and .Fegc!mg assstarlce was the most pre.valent supportlveotherapy overalll (37-9%) and for pediatric (43-3%) and adult Orthomedic dioord 054 (346 e (363 036 (327 %‘ 5 40 py . b
clinical burden of RTT with respect to baseline characteristics, clinical manifestations, and treatment individuals (32.2%), followed by physical therapy (33.3%) for the pediatric cohort and othgr hgme/hosplce care Opedic disoraers 054 (34.6) 118 (36.3) (82.7) . > hAY N e oo
patterns among female individuals in the US (25..1 %.) for the adult.coljmort. Thoe prevalence0 of speech-language therapy (13.3%) was primarily driven by the Oral disorders® 582 (9.8) 287 (9.3) 295 (10.3) @ % 20 \ ~’ \“’ /,'\\ , . ! tt ‘;

pediatric cohort (pediatric: 21.7%; adult: 4.3%; Table 3) Endocrine disorders 312 (5.3) 88 (2.9) 224 (7.8) 3 3 , o Al Y \“ / v X /‘ ‘\ :-‘\ i :

 Antiepileptic drugs were the rnost.prevalent pharmacological therapy used (54.8%; Table 3), with yse peaking Prolonged QT interval 132 (2.2) % (3.1) 38 (1.3) Q o 20 :.’ \\__\ “\ /_v;’ ‘\_,:" ,\‘,'5"‘:‘\;" ’ ',' :,1: :. %: lll' '% "’r',“

M ETH O DS at 26 yearS of age and sustained into later adulthood (data not ShOWﬂ). Use of other pharmaCOIOQIC agents was aClinical manifestation events were defined as any day during which an /CD-10-CM code for a clinical manifestation was observed; “The follow-up period was defined as the period from the index date (ie, date of the first observed medical claim with a diagnosis of RTT) to g 1 \\ } ,"'" \ ,'\\‘ ,'/\'. | "|,’l E L‘l \ ,', i
genera”y low the earliest of either the end of clinical activity or the end of data availability (ie, October 31, 2019); *Frequency of oral disorders were evaluated using medical benefit claims only and may be underestimated if patients had third-party dental insurance n 1 Mon ~ . / ‘\,’ \ ‘; H ) ! I [H] \

ICD-10-CM, International Classification of Diseases, 10th Revision, Clinical Modification; RTT, Rett syndrome; SD, standard deviation < 10 ,' Ny T Y= TETTN e N ’\,.' ,"\‘ ] | { 'l' !

Data Source » Based on panel plot data, use of physical, speech-language, and occupational therapies was highest during early 2 \ OTARE \

childhood (3—4 years of age) before decreasing in use by over 50% by age 18. Use of feeding assistance grew . . . .y - . - P i O A S R ARV A ('L R LAY

- Administrative healthcare claims data from the IQVIA™ Medical Claims Data (Dx) and Longitudinal over childhood and was most prevalent during adolescence (12—17 years of age), while use of home/hospice care Figure 1. Average number and percentage of patients with yearly clinical manifestations by age during the 0 . 0 20 0 40 0 50 o - 50 %0
Prescription Data (LRx) databases were used to address the study objectives remained relatively stable across all ages (Figure 2) follow-up period, all patients n=10 n =508 n =399 n =242 n=124 n =46 n=24 n=8 n=3 NA

Study Design . . .. L. . . Age (years

y o 9 _ o Table 1. Baseline demographics and clinical characteristics among patients with RTT, 40 100 9e {years)

 Alongitudinal, retrospective, cohort study was used to address the study objectives (November 1, overall and by pediatric and adult patients
2016—October 31, 2019) T 35 18 years old 26 years old 20 ---- Feeding Occupational ---- Physical

« The index date was defined as the date of the first observed diagnosis of RTT Stratification by age = 80 -% ---- Scoliosis surgery Speech Home

 The baseline period was defined as 6 months prior to the index date for patients 21 year old or Pediatric Adult 2 i '@'
from the start of clinical activity to the index date for patients <1 year old and was used to describe Overall RTT cohort (<18 years of age) (218 years of age) Q “. 70 £ >
demographic and clinical characteristics Characteristics N = 5,940 n=3,078 n = 2,862 .2 ", 50 E §

* The observation period was defined as the period from the index date to the earliest of either the end Demographics? % '-| _‘:_? :
of clinical activity or the end of data availability, during which clinical manifestations and treatment , , c \ 50 £ 7
patterns were described Age at index date, years, median (IQR) 17.0 (9-28) 9.0 (5-13) 29.0 (22-37) S ". © _% STU DY LI M ITATION S

Region, n (%) % 40 _I,\:' 2
H (4] -
Study Population South 2,051 (34.5) 1,455 (37.5) 896 (31.3) £ £5 | o |
: : : : : : - - 30 a  Patient enrollment data are not available in the IQVIA Dx and LRx databases. As such, continuous
+ Females with 21 medical claim with a primary or secondary diagnosis code of RTT were included. West 1,373 (23.1) 716 (23.3) 657 (23.0) £ *3 : : : ot ’
Those with medical claims for cerebrovascular disease or brain trauma during the baseline period pr— 1’328 22'4 &8 21'1 680 23.8 § 20 2 enroliment could not be established, and endpoints of interest may be underestimated
were excluded awWes 328 (224) (21.1) (23.8) ‘s 10 o * Reliance on codes associated with medical claims may result in misclassification of patients and endpoints
« Individuals were further stratified into pediatric (<18 years of age on index) and adult (=18 years of Northeast 1,151(19.4) 538 (17.9) 613 (21.4) o of interest
age on index) subgroups Other’ 4(0.1) 2(0.1) 2(0.1) 0 » Study findings may not be generalizable to individuals who have no insurance
- .. . Unknown/unspecified 33(0.6) 19 (0.6) 14 (0.5) 90
Statistical Analysis Insurance plan type, n (%) n =399 n =242 n=124 n =46 n=24 n=8 n=3 N/A
 Description of baseline demographic and clinical characteristics: plantype, n (7o Age (years) CO N C L U S I 0 N S
: - . : i : Unknown/unspecified plan® 1,658 (27.9) 998 (32.4) 660 (23.1)
o Continuous characteristics were summarized using means, standard deviations, and medians . . . . . . : .
Medicaid 1621 (273 858 (27.9 763 (26.7 — Neurological (n) Gastrointestinal (n) —— Orthopedic (n) ---- Neurological (%) Gastrointestinal (%) ---- Orthopedic (%)

o Categorica| characteristics were summarized using relative frequencies and proportions ellEs] ' ( ' ) ( ' ) ( ' ) » Patients with RTT have substantial concomitant disease burden across their Iifespan, as evidenced

- Frequency of common clinical manifestations and treatment patterns following RTT diagnosis: Commercial 1,101 (18.5) 675 (21.9) 426 (14.9) by the high prevalence of clinical manifestations as well as reliance on both pharmacological and

o The prevalences of clinical manifestations and therapies were described using relative Medicare/Medicaid Dual Eligible 895 (15.1) 528 (17.2) 367 (12.8) Table 3. Treatment patterns among patients with RTT, overall and by pediatric and adult patients supportive therapy
frequencies and proportions Medicare 665 (11.2) 19 (0.6) 646 (22.6) Stratification by age » These findings underscore the unmet need for effective therapies to treat RTT, with the potential to reduce
o Clinical manifestations were described by age as the number of clinical manifestation events and Quan-CCl,%¢ mean % SD [median] 0.1£0.4[0.0] 0.1£0.3[0.0] 0.1+0.5[0.0] overall disease burden

: ) . .. : . : Overall RTT cohort Pediatric (<18 years of age) Adult (218 years of age)
the proportion of patients with 21 clinical manifestation per year using a panel plot MECP2 genetic testing,*' n (%) 69 (1.2) 61 (2.0) 8(0.3) Treatment patterns N = 5,940 n=3078 n = 2,862
o Treatment patterns during the observation period were described by age as the proportion of

. . . Rendering provider specialty,*" n (%) Observation period,? years, mean * SD [median] 2.04 +0.96 [2.42] 2.04 +0.98 [2.42] 2.04 +0.95 [2.42] REFERENCES
patients with 21 use of a treatment per year using a panel plot - . , . .
o Extreme values were truncated at the 5th and 95th percentiles to reduce sensitivity to outliers L .y e ,
Pediatrician/pediatric specialist 16 (23.2) 14 (23.0) 2(25.0) Feeding assistance 2,253 (37.9) 1,332 (43.3) 921 (32.2) 2. FuC, etal. BMJ Paediatr Open. 2020;4(1):¢000731.
Genetics/pathology specialist 7(10.1) 7(11.9) 0(0.0) Other home/hospice care 1,482 (24.9) 765 (24.9) 717 (25.1) 3. FuC, et al. BMJ Paediatr Open. 2020;4(1):¢000717.
RES U LTS Primary care 4(5.8) 2(33) 2(25.0) Physical therapy 1,450 (24.4) 1,024 (33.3) 426 (14.9) 4. Quan H, etal. Med Care. 2005:43(11):1130-1139.
Neurologist 1(1.4) 1(1.6) 0(0.0) Speech-language therapy 791 (13.3) 668 (21.7) 123 (4.3)
Study Population Differential diagnosis of RTT," n (%) Occupational therapy 681 (11.5) 508 (16.5) 173 (6.0) ACKNOWLEDGMENTS
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3,078 (52%) comprised the pediatric cohort and 2,862 (48%) comprised the adult cohort Autism spectrum disorder 367 (6.2) 269 (8.7) 98 (3.4) Hydrotherapy 0(0.0) 0(0.0) 0(0.0) Medical writing support was provided by Stuart Murray, MSc, of El -ty
. . . L : Evidence Scientific Solutions (Horsham, UK) and Sewell Creative e L To receive a copy of
Baseline Demographic and Clinical Characteristics Cerebral palsy 413(7.0) 171 (5.6) 242 (8.5) Pharmacologic agents and funded by Acadia Pharm;ceuticals e ) . _,':l.'.':*._, this poster. o OR
« Median age of the overall RTT cohort was 17.0 years (interquartile range: 9—28 years) and most Nonspecific developmental delay 321(54) 284 (9.2) 37 (1.3) Antiepileptic drugs 3,258 (54.8) 1,703 (55.3) 1,585 (54.3) A o code via barcode
individuals were from the South (34.5%). Among specified insurance plan types, Medicaid was most Angelman syndrome 2(0.0) 2(0.1) 0(0.0) Sedatives/hypnotics 407 (6.9) 156 (5.1) 251(8.8) DISCLOSURES E v reader application.
comomon (27.3%). Frequency of MECPZ2 genetic testing prior to the index RTT diagnosis was low Other childhood disintegrative disorder 6 (0.1) 3(0.1) 3(0.1) Prokinetic agents 74 (1.2) 17 (0.6) 57 (2.0) KKS. MM, ND, KS, PL, and WYC are employees of
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