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* Limb girdle muscular dystrophies (LGMDs) are a group of rare, genetically and phenotypically « Differences in symptoms and impacts emerged  Ambulatory Non-ambulatory  All of the participants (N=23; 100.0%) reported that a LGMD treatment which maintained
heterogeneous disorders involving progressive shoulder and pelvic girdle musculature weakness by ambulation status (Figure 1). LOWER EXTREMITY FUNCTION their current functioning would be beneficial.
; inning -
and wasting.! * No differences were found by LGMD subtype or Upand DUWR,: !:‘::t + The majority of participants (n=20; 87.0%) reported that a treatment which slowed the
 Estimated prevalence of LGMD is 0.9 to 2.3/100,000.2 adult vs. child participants. Walking worsening of their symptoms would be beneficial.
* Sarcoglycanopathy subtypes, a group of LGMDs caused by genetic defects in the sarcoglycan Balancing * When asked which symptoms they would like to improve first when considering a new LGMD
proteins, represent about 15% of LGMDs in the United States (US).? * Ambulatory participants identified difficulty Standing treatment, ambulatory participants desired improvement in physical strength and fatigue,
* To date, only a handful of qualitative studies have identified and described symptoms and with complex physical activities (e.g. running, Wwadding Gait - EEHE 0 while were interested in improved upper extremity mobility
impacts that matter most to patients with LGMD and their caregivers.% 5 &7 climbing stairs; n=11, 78.6%), upper and lower General Leg Movement and function and other health conditions (Figure 3).
« This study provides qualitative evidence about patients’ experience of living with extremity wea.kness ("=12j 85.7% and.n=1l, Walkingon E:;:i: ::‘ g
sarcoglycanopathy subtypes 2C, 2D, and 2E (recently renamed R3-R5)8 and their perceptions of 78.6% respectively), and difficulty getting off Hopping / Jumping 0 Figure 3. Symptoms of LGMD to Improve First

the floor (n=10, 71.4%)

overall health, disease course, and treatment expectations and goals. UPPER EXTREMITY FUNCTION

* “Now I prefer not to use stairs. If | have the Resching 60
METHODS opportunity not to, | don’t. Because, it’s like Bending at Torso 5 | %00
literally every — I have to do one step and then my fine M(‘)‘Or Skills 444
« This cross-sectional, qualitative interview study was conducted with individuals with LGMD other foot has to come up and then one —literally Head and Neck Movement 0 357 333
subtypes 2C, 2D, or 2E with or without their caregiver in the US. one step atat/meandthats—/mwl?m out by PHYSICAL STRENGTH ®30
L . ) ) N the time I get wherever | need to go.” [SAR010] 222 214 o
* Participants were recruited by Schlesinger Group, from their profiled panel members; Upper Extremity Weakness 20 = Ambulatory
recruitment was supplemented with outreach via patient advocacy groups, a sponsor-provided < Al discussed Lower Extremity Weakness o 111 71 111 Non-Ambulatory
registry list, and a genetic counseling database. Schlesinger screened interested parties. difficulty with transfers (e.g. getting in/out of . Lifting 00 00 ] 00
e L e . N . o " N > arrying o
« Eligible, consenting individuals participated in one 60-minute semi-structured video interview bed), problems with activities of daily living Pulling Physical Strength  Fatigue  Lower Extremity Upper Extremity Other Health Activi
between February 8 and May 4, 2021. (ADLs),and upper extremity mobility (n=9, ABILITY TO TRANSFER Mobilityand ~ Mobilityand ~ Conditions
* Interviews were recorded and professionally transcribed for analysis. 100.0%), particularly reaching (n=8, 88.9%) and Into/Out of Bed Function Function
fine motor skills (n=6, 66.7%) Off the floor Conceptual Model of LGMD
RESULTS * “Well, yeah now there’s no muscle there in my Into/Out of Chair
arms. It’s a little bit but | can now I can...I'm not Position in Bed . . " . "
i i ithi i i able to use a screwdriver or anything like that. Into/Out of Car * Difficulty with physical strength is experienced
« Conceptual saturation was achieved within 18 of the 23 interviews. e ° ” throughout all phases of disease progression.
P . N Yeah, not so much pain it’s just | can’t do it Into/Out of Bath € ) !
* Fourteen ambulatory and 9 non-ambulatory individuals participated in the study. [SAR003] 0On/Off Toilet * Fatigue and difficulty with lower extremity Figure 2. LGMD Conceptual Model
 The majority of individuals with LGMD were adult (n=18 out of 23; 78%). Other participant « “Yeah, | get up, well, | wake up, | have my ACTIVITIES OF DAILY LIVING g\\zblhtv and f”"::s’::;e ;rgﬁortant through:austes
characteristics are shown in Table 1. attendant help me with getting dressed and help Getting Dressed " Y v . yP ’
me wipe my eyes and get my respirator ready and Bathing * The ability to transfer becomes important as
Table 1: D hics and Clinical Ct istics of Participants with LGMD my wheelchair ready for the day.” [SAR008] Meals ambulation wanes and is important throughout
Adults Children Total Chores the non'ambublatorv Qﬁas& )
Characteristics 5) (n=5) ) « Pain was the most common symptom reported roleting * Upper extremity mobility and function becomes
Age, mean (SD) [range] 40.9 12.6 348 by both ambulatory and Drinking important in the non-ambulatory phase.
(12.14) [18,63] (2.97) [8,16] (16.08)(8,63] participants (n=19, 82.6%) Brushing Teeth A‘;hm:_gh pain w:s comrrt'lonlv reptoged, pain
Gender identity, n (%) * “But with, like, the past few years when | started Brushing Hair reduction Waslm Leq“e" y fePfof edas a
Male 9(50.0) 1(20.0) 10 (43.5) etting the hip pain, the buttock pain, the foot Medical Management treatment goal. The concept of pain warrants
g g 8 getting p pain, pain, further investigation to better understand its Upper Extremity Mobility and Function
Female 8(44.4) 4(80.0) 12(52.2) pain, like it’s eye-opening, it’s like oh, crap, is this OTHER SYMPTOMS/IMPACTS pathophysiology, origin, and type among patients
Transgender female 1(5.6) 0(0.0) 1(4.4) that pivot point where you just never know how Pain with LGV\;D. By, ' Y
Race, n (%) the disease will progress, could this be, I'm only Mood Disturbance
White 14(77.8) 5(100.0) 19(82.6) 35, and there’s still so much we want to do.” Fatigue
Asian 1(5.6) 0(0.0) 1(4.4) [SAR015] Social Impacts CONCLUSIONS
I
Black or African American 2(11.1) 0(0.0) 2(87) sleep Disturbence
Prefer not to answer 1(5.6) 0(0.0) 1(4.4) * This study provides qualitative evidence of the core signs, symptoms, and impacts of LGMD
Hispanic, n (%) 2(11.1) 0(0.0) 2(8.7) “Worst” or Most Bothersome Symptoms across the ambulatory spectrum of disease progression.
Age of symptom onset, mean (SD) [range]® 11.9 6.5 10.5 * These findings are vital to informing patient-centered measurement strategies in clinical studies
(10.26) [0,41] (3.08) [2,10] (9:21) [0,41] When asked about their “worst” current symptoms... by highlighting disease concepts most relevant and important to individuals with LGMD.
Age of diagnosis, mean (SD) [range]* 28.0 8.2 235 « Ambulatory participants (n=14) most commonly reported lack of physical strength, including lower extremity weakness e
- (12.37) [6,49] (1.92) [6,11] (13.76) [6,49] (n=7, 50.0%) and upper extremity weakness (n=4, 28.6%), followed by pain (n=7, 50%). 2 Worki sl rgaizato,nterntions Clsificston f Disesesversian 11, 8C70.4 i girle muscar dysrophy. s/, ety 87807212, Acessed 0 uy 20203
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20/R3 11(61.1) 1(200) 12(52.2) mobility and function, including difficulty walking (n=3, 33.3%). s simi prceptons ofthe Tistion fom Receung e gt d ytos dofr pport and Using I
s Wi K. Young aduls’experinces of ving wit rcessive lime-grcle muscula dystrophyfrom 2 salutogenicorientation: n nterview study. Disabiltyand Rehabiltation
ZE/RA. 5127.8) 21400) AEDE) Acknowledgements & Disclosures s i K. Experiencesof being ot fyoung s Iingwith ecessiv i g uscar ysrohy rom a saluogen ective. Neuromuscular Disorders.
Ambulation Status, n (%) s e e e ¢ ystrop € P
Ambulatory 10(55.6) 4(80.0) 14 (60.9) ak Foundation, Kurt + Peer ! 53 B oM werkehop s o (LR 250 A ket aysrotienementsrs snd sfomed dasication, s, The
Non-Ambulatory 8 (44.4) 1(20.0) 9(39.1) orther ecruitment effrts

Presented at ISPOR 2022



