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Self-report questionnaires are regarded as the primary method of mea-
suring HRQoL, but there are very few instruments with a self report form
for children under 8 years old, so usually HRQoL is evaluated by proxy
report. The SOLE questionnaire is a new and original self-administered
questionnaire for the study of HRQoL in children with neuromuscular dis-
orders (NMDs) and allowed us to compare parent’s and children’s
answers and evaluate the agreement between them. Evaluate the agree-
ment between child and parent reports on children’s health-related quality
of life (HRQoL) using a new instrument: The Strips Of Life with Emoti-
cons (SOLE) questionnaire. The data were collected from a group of 78
NMD’s patients aged 5-12 years and a group of 81 healthy children of
the same age. Both children and parents answered to a specific form of
the SOLE questionnaire and children’s answers were compared with those
of their parents using Kappa agreement analysis. In our sample all Kappa
values were under a 0.6 significance level. For most of the questions the
Kappa value was from —0.2 to 0.2 that means disagreement or “‘casual”
agreement; only for few questions, mainly related to medical aspects
and physical health/independence, there was a trend towards agreement
(Kappa ~ 0,25). In our group Kappa values were not sufficiently high
for any of the questions demonstrating a substantial disagreement between
children and their parents. These results follow those highlighted in liter-
ature: parents are more able to rate the child’s HRQoL in relation to phys-
ical functioning compared with less concrete areas such as social or
emotional aspects. We therefore underline how self-report is fundamental
to assess HRQoL also under 8 years of age and we promote the use of
questionnaires that can provide this kind of assessment. This project
was supported by Telethon UILDM Grant GUP 030556.
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ACTIVLIM, a self-report scale of activity limitations, was recently
developed and validated in children and adults with neuromuscular disor-
ders. The purpose of the present study was to investigate the responsive-
ness of this questionnaire. It is of interest when considering the
progressive course of the neuromuscular disorders and the new therapeutic
possibilities for these patients. The activity limitations of 127 NMD
patients were assessed twice with a delay of 21 +4 months using the
ACTIVLIM questionnaire. The responsiveness was evaluated by using a
paired t-test between the two evaluations and by correlating the measure
provided by ACTIVLIM and the subjective impression of the patient. A
significant difference in the ACTIVLIM measures was observed between
the first and the second evaluation (# = 6.6, p < 0.001). The patients tend
to have a lower activity level at the second evaluation. The measure

changes were significantly but moderately correlated with the patient’s
impressions (r = 0.42, p <0.001). Moreover, the activity limitations were
significantly higher in patients reporting a subjective impression of deteri-
oration (¢ = 3.1, p =0.002). These results suggest that the ACTIVLIM
questionnaire presents a good sensitivity to changes indicating that it
can be used to characterize the disease evolution and to objectively follow
the NMD patients. Moreover, ACTIVLIM has a good potential to mea-
sure the effects of new therapeutic interventions.
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LGMD2I in a North American population
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There is a marked variation in clinical phenotypes that have been asso-
ciated with mutations in the FKRP gene, including severe congenital mus-
cular dystrophies, Walker—Warburg syndrome, muscle-eye-brain disease,
a severe form of limb-girdle muscular dystrophy type 21 (LGMD?2I), and
a mild form of LMGD2I. The FKRP gene encodes the Fukutin-related
protein (FKRP) and is believed to participate in the glycosylation of
a-dystroglycan in the muscle fiber. There is also evidence which suggests that
the FKRP protein localizes to both the Golgi apparatus and the endoplas-
mic reticulum, with some debate over the possibility that mislocalization
of FKRP plays a role in the pathogenesis of disease. It has been shown
in several populations (UK, Germany, Denmark, Brazil) that the FKRP
mutation, ¢.826C > A, p.L276I, is by far the most common mutation caus-
ing LGMD?2I, either in homozygote form or as part of a compound het-
erozygote genotype. In this study, we screened the FKRP gene in two
cohorts totaling 97 patients with the LGMD phenotype by PCR analysis
followed by direct sequencing on the 3730 DNA analyzer of the entire cod-
ing region of the FKRP gene. The common mutation, c.826C > A, p.L2761
appeared to be homozygous in six patients; the seventh patient was a com-
pound heterozygote. One patient who appeared to have the homozygous
mutation had early onset at 3 years, while the other patients, including
the compound heterozygote, had later onset. We have similarly found that
LGMD2I is common among a sample of previously undiagnosed cases of
LGMD from the United States. These findings raise the possibility that
LGMD2I is as common in North America as in Europe. Therefore this
diagnosis should be considered early in the evaluation of LGMD.
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