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Introduction Take-home messages

 The advent of targEtEd therapies has ChangEd the natural hiStory of Spinal muscular atrophy (SMA) o Digestive Symptoms resurface in the new phenotypes of SMA treated patients'
* New phenotypes have emerged with new challenges and goals. However, some classical

complications as gastrointestinal symptoms (Gls) are still common, making multidisciplinary
approach crucial for proper clinical care and follow-up of SMA patients.

* Our questionnaire is an easy to apply tool that has allowed to highlight the practices of
physicians in charge of SMA patients and the gastrointestinal (Gl) needs in France.

* Preliminary results have shown that although most of the symptoms were monitored their
follow-up was not always optimal, confirming the need for consensus on standards of care
and systematic Gl, nutritional and endocrine-metabolic monitoring in patients with SMA.

 The aim of our study was to evaluate the current medical approach and remaining unmet needs
regarding Gls in French SMA patients.

* In asecond stage, we intend to develop national guidelines to ensure a proactive and systematic
follow-up for the Gls.  This first survey has some limitations, as it only assessed digestive symptoms. Growth

charts, nutritional and hydration status as well as metabolic complications will be included

in future versions of the questionnaire.

 To improve the current situation and to ensure a proper clinical care for SMA patients, our

* French multicenter survey collecting data from SMA healthcare professionals (child and adult study group will design a user-friendly Gl symptoms (Gls) questionnaire, which can be

neurologists and pediatricians). easily conducted during multidisciplinary follow-ups and distributed within the SMA
 Data were collected through an online questionnaire sent via the French neuromuscular network

(FILNEMUS, http:// filnemus.fr).
* This preliminary questionnaire included 9 short questions concerning the observed Gls, ancillary

medical community.

e Systematic assessment of Gls and appropriate treatment could prevent serious complications,
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tests and global management in children and adults with genetically confirmed SMA. improve patients’ quality of life and potentially reduce the burden on caregivers.
Physicians population and their patients Clinical management of symptoms
. . * Figures 3-8 show the practices of the SMA healthcare experts during their routine follow-up
) a-Types of physicians e 32 physicians from French Neuromuscular ,
6% . . concerning the SMA Gls.
= Neurologists (NM) Centers answered the questionnaire . o . o .
u Child neurologists +  59% of participants were child neurologists e We ol.oser.ve tha:c the attl.ttfo.le pf the experts (rr.monltorlng untl.l the next VISI.t [Fig. 3], requesting complementary

Physical and rehab. medicine ooy [Eemyo by NIV Gy examinations [Fig. 4] or initiating treatment [Fig. 5]) varies widely depending on the symptom.

Pediatricians (Figure 1 a-c). * Interestingly, more than 50% of physicians preferred waiting until next visit in case of excessive
gastric belching and abdominal bloating (Fig. 3), which are specific gastrointestinal symptoms that
require advice from an expert gastroenterologist, with high probability of resorting to

3% b-Active patient file complementary tests.
< 5 patients c-Patients followed-up * The same attitude was observed in case of decreased amplitude of mouth opening, even if treating
5-10 patients = Adults patients it early is primordial (infections, risk for intubation...).

m 11-20 patient . . _ . . .

oo Ezt::tz Pediatric patients  As expected, most of physicians seemed to care about vomiting, which can be a life-threatening

= 51-100 patients = Adult and pediatric patients event in SMA with the risk of inhalation, dehydration and hypoglycemia. More than 75% asked for

% = > 100 patients o an expert gastroenterologist advice (Fig. 6).
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Figure 2. Clinical practices concerning the evaluation of GIs and during follow-up. Breakdown of answers to the questions: “For all advice”. the treating physician”.
the SMA patients you follow, in what percentage of patients do you find the following chronic symptoms?” ; N=32 physicians.
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