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- The clinical complications and medical impacts of achondroplasia Demographic/Health Characteristics for Children of Parent

RESULTS

(ACH) in children and adults are well studied'? Participants Figure 2. Major impacts on children’s school participation among

- Frequent complications of ACH in childhood include recurrent ear  Demographic/health characteristics for the children of parent school-agedichilcren

Infections (otitis media), sleep apnea, hearing loss, teeth crowding/ participants are shown in Table 2. % of parents reporting impactissue
misalignment, and speech delay or articulation problems, while

frequent complications in adulthood include chronic back and leg
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- 30.6% of parent participants (n=11) had children aged 2 to <b
years with achondroplasia, 36.1% of parents (n=13) had children

pain, spinal stenosis, sleep apnea, and obesity** aged b to <9 years, and 33.3% of parents (n=12) had children Wlesee senosl days/ine B -
* Research has also shown that infants and young children with aged 9 to <12 years
.ACH experience delays_m S0OMme developmgnta_l mllestones,. * Nineteen children (52.8%) were female and 17 (47.2%) were male Participation in physical scucationoyr [ T, -
including gross motor, fine motor, communication, and feeding . ) ) pationin pny o
milestones4® * Twelve parents (33.3%) reported child’s health status as “excellent,
14 (38.9%) reported as “very good,” 7 (19.4%) parents reported

- Less is known about the broader impacts of ACH on children’s
lives, including impacts on functioning and daily life, emotional
well-being, and social well-being

as “good,” and 3 parents (8.3%) reported as “fair” Participation in class/schoolwork D

Table 2. Demographic/health characteristics of children of parent participants
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_ Child age, n(%)

Restricted to parents of children aged 5 to <12 years (n=25).

_ _ _ 2 to <5 years 5(45.5) 6(24.0) 11(30.6)
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semi-structured interview guide was developed to elicit parents’ model identitied four c_onceprt]ua domains for the Impacts o , as Worried/scared || 2>
experiences related to ACH. well as major impacts in each domain: -
Concept elicitation sample inclusion criteria: - Functloplng and dallly life, including school participation:
+ an adultaged 18 years or older E - ?ajon Imp|a|C[J;S '(Flgures e Figure 4. Major impacts on children’s social well-being
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- parent of a child (<18 years of age) diagnosed with ACH; and — 7 major impacts (Figure 4) Difcuty particpating I N .
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o ] ] ] ] : . : younger than age ¢
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to take part in a telephone interview or focus group T s I '
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. . . other cnilaren elr age
parents of children with ACH <18 years of age, and this study MAJOR MINOR MAJOR MINOR PACTS
o ' ' gafcics COWEETIGE | oHmReiEmEe ol Sl . e ing stigmatt I 567
focused only on parent participants with children aged 2 to <12 years. ke e el e R _— Being stigmatized by others e
o : : fluid in ears) (eg, congestion)  +Difficulty walking  *Missed any « Limited F:‘“Ctlon'“g e
«Pai ' . i i *Long-term =38
Individual tglephone interviews ar)d 1 parent focus group were back, 1955, Srobieme.” s igﬂaﬁ'ifn“e t‘f .Bﬁﬁ?jﬁfiﬁ‘kﬁﬁg/ TpacE
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Interview and focus group transcripts were analyzed for content ‘Lowstamina  .Numbness/  -Probloms toileting _ Participatingin  getting around work igure 5. Major impacts: need for assistance/adaptive devices
d d d b h . | . | . f (tiring easily) tingling/ themselves class/school work . Problems eating/ performance/
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Impacts must be proximal (rather than distal) =0 A physically with - Treated as child) | - The ACEM - Impact was designed as an observer-reported
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Once the ACEM - Impact measure was developed, cognitive debriefing problems. -3?’%@3%3 .gliegyrﬁarized . - Reduced outcome (ObsRO) measure to be completed by parents of
interviews were conducted with an additional 16 parents in the US e emmEn perticpatingin  others “Positive Impacs e children aged 2 to <12 years with ACH
. . FVsical ol e *Decreased .. : . . . . .
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Need for Assistance/Adaptive Devices

. Nesd assistancs - Nesd other The ACEM - Impact is a validation-ready parent ObsRO designed to
RESULTS Bnptatve dovices  adoptatonsat f;a?'i1zstress/ assess the impacts of ACH on the functioning and well-being of
e taaonool ohey!teg more divorce children aged 2 to <12 years with ACH.

« Need i time)
. o from othersiuse
Parent Participant Sample Description adaptative devices
Participant sample characteristics are shown in Table 1.  OTENTIALMODIEIERS
- Average age of parents was 41.5 years (SD, 6.6; range, 32-68) CONCLUS'ONS
. + Child’s age * HCP understanding/ * Degree of family * School level of
- Thirty-one parents were mothers (86.1%), and b parents were - Gender knowledge ~ support support/
- Parent/sibling about achondroplasia - Coping strategies accommodations . . -
fathers (13.9%) achondroplasia - Severity of + Level of social providec - The study provides evidence to support the content validity for
status achonaroplasia acceptance * Parent’s access to . .
» Most participants were married (80.6%, n=29), 8.3% were partnered * Socio-economic T ST e D0 Chae apout the validation-ready ACEM —Impact parent ObsRO measure to
- I I " t 't . t 't -t ell . . . . .
(n=3), 5.6% were divorced (n=2), and 5.6% were single (n=2) S i condition assess the impacts of ACH on daily functioning and emotional
—/, . —<£/, . - - Insurance coverage severity of people with * Use of adaptative . | ”_ . . hl d 2 2
S ts (19.4%). all i n the US al had 3 d'agnos's  Healthcare system/ co-morbidities achondroplasia devices and social we bemg In children dage to <12 years
‘ even pareﬂ S . o/, dll resSl Iﬂg N e , dlSO Nd | | structure * Degree of social
of ACH agEessinlity, support - A future psychometric validation study of the ACEM — Impact is
needed to further assess measure validity and reliability
Table 1. Parent participant demographic characteristics i 1. Maior i - hildren's function d dailv lif o | o
igure 1. Viajor Impacts on children's functioning and caily it€ - As new treatments for pediatric ACH are being developed, it is
9% of parents reporting difficulty/issue critical for clinicians to understand and assess the impacts of
Age meaniso! A ) o 0% 0% 20% 30% 40% 50% 60% 70% 80%  90%  100% ACH on children’s general functioning and well-being that may be
Relationshi hild, n(% i i
ooy P to child (%) 8(72.7) 23(92.0) 31(86.1) L e ] - improved with treatment
fath 3(27.3) 2(8.0) 5(13.9)
Mariimesrtatus, n(%) Toileting self I 67 %
single 2(18.2) 0 2(5.6)
married 6(54.5) 23(92.0) 29(80.6) Bathing/grooming I 58%
partnered 3(27.3) 0 3(8.3)
divorced 0 2(8.0) 2(5.6) Running I 569
Education, n(%)
less than high school 2(18.2) 1(4.0) 3(8.3) Walking I 50%
high school or equivalent 4(36.4) 2(8.0) 6(16.7)
college degree 5(45.5) 12(48.0) 17(47.2) Being physically active I 47 %
post-graduate school 0 10(40.0) 10(27.8)
Work St?tus' n(%) Dressing/undressing self I 4 7% 1. Pauli RM. Achondroplasia: a comprehensive clinical review. Orphanet J Rare Dis. 2019;14(1):1.
fu”'t”:ne 6(54.5) 10(40.0) 16(44.4) - . . 2. Hunter AG, Bankier A, Rogers JG, Sillence D, Scott Cl, Jr. Medical complications of achondroplasia:
part-time 3(27.3) 3(12.0) 6(16.7) Difficulty with stairs or steps [ NG 12% a multicentre patient review. J Med Genet. 1998;35(9):705-712.
3. Wright MJ, Irving MD. Clinical management of achondroplasia. Arch Dis Child. 2012;97(2):129-134.
f:tjf:sgt 8 ?:igi ?Egg; Prolonged sitting I 120 4. Irf_alz_agn(; PJ, Donagghey S, McGill J, Qt%l. Devtelopm_ent in. cphildren with achondroplasia: a prospective
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Difficul h K 5. Ireland PJ, Johnson S, Donaghey S, et al. Developmenta estones ants and young
Parent has ACH fi%elﬁlﬁjc;[%/o\r/vsltkill?s Srequirmg . 39% Australasian children with achondroplasia. J Dev Behav Pediatr. 2010;31(1):41-47.
n(%) yes 0 7(28.0) 7(19.4)
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