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Dystrophie Myotonique (de Steinert)
• Répétition CTG dans le gène DMPK (19q13-2)


• Autosomique Dominante (1-5/10000)


• Plus le CTG est répété et plus sévère est la 
maladie


• <34 normal


• 35-50: asymptomatique


• 50-150: légère


• 150-1000: classique


• >1000: congénitale


• Effet de « anticipation » héréditaire, surtout 
mère-enfant
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disproportion is varied with both autosomal recessive and 
autosomal dominant patterns of inheritance reported. A 
number of disorders, such as congenital myopathies (nema-
line rod, centronuclear, and multimini core), EMD, myo-
tonic dystrophy 1, rigid spine syndromes, CMD (SEPN1), 
LGMD2A, severe spinal muscular atrophy, and congenital 
myasthenia subtypes, might show small type I fibers and 
should be excluded. The diagnosis of congenital fiber-type 
disproportion should be made only in the presence of nor-
mal-sized or enlarged type II fibers and not in cases where 
both type I and type II fibers are small. Serum CK has been 
normal to less than 3 times the upper limit of normal.

Patients typically present with infantile hypotonia and 
delay in gross motor milestones. The severity has been 
noted to be variable, but it is generally nonprogressive or 
improves with time. Limb weakness of variable severity can 
be diffuse or affect mainly proximal muscles. Muscle stretch 
reflexes are reduced. Ophthalmoplegia, facial weakness, 
and bulbar weakness are rare findings but can be associ-
ated with more severe cases. Intelligence is normal. There is 
generally short stature and low weight. Patients can exhibit 
a long narrow face, high arched palate, and deformities 
of the feet, including either flat feet or occasionally high 
arched feet. Kyphoscoliosis has been reported. Although 
restrictive lung disease is rare, severe respiratory deficits 
have been reported.

Myotonic Disorders

Myotonic Muscular Dystrophy 1. DM1 is an autosomal 
dominant multisystem muscular dystrophy with an inci-
dence of 1/8000.42 It represents the most common inher-
ited neuromuscular disease of adults. The disorder affects 
skeletal muscle, smooth muscle, myocardium, brain, and 
ocular structures. Associated findings include baldness and 
gonadal atrophy (in males), cataracts, and cardiac dysrhyth-
mias. Insulin insensitivity can be present. The gene has been 
localized to the region of the myotonin–protein kinase 
(DMPK) gene at 19q13.3. Patients demonstrate expansion 
of an unstable CTG trinucleotide repeat within the region. 
Molecular genetic testing is available for diagnosis. Normal 
individuals generally have fewer than 37 repeats, which are 
transmitted from generation to generation. DM1 patients 
can have 50 to several thousand CTG repeats with remark-
able instability. The age of onset is inversely correlated to 
the number of repeat links.61 Mild, late-onset DM1 usually 
is associated with 50 to 150 repeats; classic adolescent or 
young adult-onset DM1 shows 100 to 1000 repeats; and 
congenital DM1 patients show more than 1000 repeats. 
The expanded CTG repeat further expands as it is trans-
mitted to successive generations, providing a molecular 
basis for genetic anticipation. Both maternal-to-child and  
paternal-to-child transmission occurs. Repeat size in off-
spring exceeding 1000 CTG repeats is generally seen in 
maternal rather than paternal transmission. Affected fathers 
seldom transmit alleles larger than 1000 copies to offspring 
because of a lack of sperm containing such alleles.

Several characteristic facial features of DM1 can be noted 
on inspection (Figure 48-8). The adult with long-standing 
DM1 often has characteristic facial features. The long thin 
face with temporal and masseter wasting is drawn and has 
been described by some as “lugubrious.” Adult males often 
exhibit frontal balding.

Myotonia, which is a state of delayed relaxation or sus-
tained contraction of skeletal muscle, is easily identified in 
school-aged children, adolescents, and adults with DM1. 
Grip myotonia can be demonstrated by delayed opening of 
the hand with difficult extension of the fingers after tight 
grip. Percussion myotonia can be elicited by percussion 
of the thenar eminence with a reflex hammer, giving an 
adduction and flexion of the thumb with slow return (see 
Figure 48-2). Symptomatic myotonia can be treated with 
agents such as mexiletine or membrane stabilizers such 
as carbamazepine or phenytoin sodium, which have been 
shown to affect the symptoms. The treated patients, how-
ever, have shown little functional gain.122

A

B

FIGURE 48-8   Typical facial characteristics in myotonic muscular dystro-
phy (MMD). A, A mother with MMD and an infant with congenital MMD; the 
symptomatic mother has 560 trinucleotide CTG repeats at the DM protein 
kinase (DMPK) gene loci in chromosome 19q13.3, whereas the infant has 1330 
repeats. B, An adult man with MMD and temporal wasting, receding hairline, 
long drawn face, and myopathic tenting of the mouth.
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FIGURE 37.1 The uppermost panel of this three panel figure shows

photographs of a father and son both afflicted with myotonic dystrophy

type 1 (DM1). The left photo is of the father (age 77 years) and the right
is of the son (age 41 years). Both patients have had cataract surgery,

right eye lens implant for the father and left eye for the son. Ptosis, bifa-

cial weakness, wasting of the sternocleidomastoid, temporalis, and mas-

seter muscles as well as frontal balding is apparent in the son and
difficult to detect in the father. The middle panel shows the forearms of

both father and son. There is greater severity of forearm muscle wasting

(forearm flexor compartment being more wasted than forearm extensors)

in the son (lower forearm photo) compared to the father (upper forearm
photo). The bottom panel shows the lower extremities of the father (left)

and son (right). The son shows more wasting of the leg musculature. The

shaved areas on the anterior lateral regions of both thighs in the son rep-
resent the sites for needle muscle biopsies that were obtained in associa-

tion with a research study in which the patient participated. Reprinted

from Moxley (1992)3 with permission from Elsevier.

FIGURE 37.2 Mother and her son are the same individuals described

in Case Example 37.1 in the text (left panel). At the time of this photo-
graph, she was 27 years old and he was 8 months of age. The infor-

mation in Case Example 37.1 also includes discussions of video clips of

myotonia in the mother and floppiness in the infant. The right panel
shows a 4 year old with congenital DM1 riding his tricycle. This child is

described in Case Example 37.2 in the text.

FIGURE 37.3 Mother, who has mild to moderate myotonic dystrophy

type 1, with her two daughters, both of whom have congenital DM1.
At the time of the photograph, the mother was 34 years old and the

daughters were 9 and 5 years old. The mother is now 49 years old, per-

forms all activities of daily living well, cares for the daughters, has mild

facial and distal limb weakness, and has left bundle branch block on her
electrocardiogram. The older daughter is 24 years old, ambulatory, goes

horseback riding each week, has no difficulty with feeding, lives with

her parents, performs activities of daily living, and participates in house-

keeping activities. Her electrocardiogram is normal. The younger, more
severely affected daughter with severe CDM is 20 years old, still has a

tracheostomy, and receives G-tube feeding and night-time ventilation.

She is ambulatory, using ankle-foot orthoses during the day, and is off
ventilator support. She climbs stairs and rides a bike. She attends a day

program and receives weekly physical therapy, occupational therapy,

and speech therapy. The younger daughter has regular follow-up care

with pulmonary, cardiology, and otolaryngology consultants. Both
daughters along with their mother have regular neuromuscular physician

evaluations. Reproduced from Moxley and Meola (2000),4 with permis-

sion from S. Karger AG.
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PRÉVALENCE

▸ DM1: 11/100000 (36?) 

▸ DM2: probablement 
comme DM1 (en Europe 
même plus). À suspecter 
dans les diagnostic de 
fibromyalgie, cataracte, 
ptose 

▸ Suominen T et al. Eur J 
Hum Gen 2011



Dystrophie Myotonique
• Atteinte initiale dans certains muscles:


• Fléchisseurs cou-tête


• Fléchisseurs profonds doigts


• Releveurs, fléchisseurs plantaires


• Abdominaux, diaphragme


• En suite d’autres muscles sont touchés



DMCataracte, Ptose 
palpébrale 

Myotonie Oculaire

DysphagieDysarthrie

Troubles 
Cognitifs 

Retard mental 
Troubles 

Psychiatriques

Somnolence 
Narcolepsie

Apnées Sommeil 
Insuffisance Toux 
Hypoventilation

Arythmies 
Insuffisance 
Cardiaque

Constipation 
Douleurs 

abdominaux

Altération test 
hépatiques

Diabète

Hypothyroïdie

HypogonadismePilomatricome

Hypogammaglobulinémie, 
infections



DYSTROPHIE MYOTONIQUE: UN PARADIGME DE PRISE EN CHARGE

▸ En s’agissant d’une maladie SYSTEMIQUE une prise en charge multidisciplinaire 
s’impose 

▸ Difficultés d’organisation: 

▸ Plusieurs professionnels 

▸ Compétences 

▸ Récolte des informations 

▸ Patients difficiles*



CE QUE J’AI APPRIS DANS MES 20 ANS DE RÉHABILITATION

DYSTROPHIE MYOTONIQUE EST…

Difficulté

Variabilité

Complexité



DYSTROPHIE MYOTONIQUE

MUSCLES

Solbakken BMC Neurol 2021

Wenninger Front Neurol 2018

▸ Faiblesse musculaire 
▸ Exercice? 

▸ Douleurs (surtout DM2) 
▸ Chaleur, étirements, AINS, 

paracétamol  
▸ Myotonie 
▸ Mexiletine 150-200 mg 3x/j: 

améliore la myotonie mais pas la marche 
▸ Logigian EL et al. Neurology 2010 

▸ Heatwole C et al. Neurology 2021 

▸ Flecainïde (Tambocor) 50-100 mg 2x/j



RESPIRATOIRE
▸ Apnées sommeil 

▸ CPAP 

▸ Insuffisance toux 

▸ Cough-Assist 

▸ Insuffisance diaphragme  

▸ BiPAP 

▸ Suivi souvent complexe (paralysie 
faciale, compliance…)



COEUR
▸ Troubles du rythme. 30-75% patients 

▸ Suivi, Holter-ECG 

▸ Pace-Maker 

▸ Groh WJ et al. NEJM 2008 

▸ Insuffisance cardiaque. Signes US 20% patients, mais cliniquement visible <2% 

▸ Bakhta D et al. Am Heart J 2004 

▸ Echocoeur 

▸ ECG chaque 1-2 ans; au moins 1 ECG >40 ans. Consultation cardiologique 
chaque 1-3 ans 

▸ Mc Nally EM et al. Hearth 2011



DÉGLUTITION - ALIMENTATION

▸ Dysphagie: troubles de la phase pharyngée 

▸ Difficultés phase orale (paralysie faciale, paralysie linguale, 
myotonie) 

▸ Myotonie oesophagienne  

▸ Référer le patient au spécialiste phoniatre aux premiers 
symptômes!



TROUBLES INTESTINAUX

▸ Problème fréquent et peu étudié 

▸ Bellini M et al. World J Gastroenterol 2006 

▸ Incontinence, constipation, diarrhée paradoxale, douleurs 
abdominaux sont parmi les problèmes plus handicapants 

▸ Petty RKH et al. Neuromuscul Disord 2019 

▸ Pour l’incontinence, procainamide (300 mg 2x/j), mexiletine 
ou flecainide (rôle myotonie?) 

▸ Pelliccioni G et al. JNNP 1999



TROUBLES NEUROPSYCHOLOGIQUES
▸ Hypersomnie centrale 

▸ Modafinil 200-400 mg/j 

▸ MacDonald JR et al. Neurology 2002 

▸ Fatigue:  

▸ La thérapie Cognitivo - Comportementale peut améliorer la fatigue (10-14 séances) 

▸ Okkersen K et al. Lancet Neurol 2018 

▸ Difficultés comportementales, émotionnelles:  

▸ Trbs de la personnalité (évitante) sont décrits aussi chez les patients avec QI normal. 
Attention à la paralysie faciale  

▸ Delaporte C et al. Arch Neurol 1998



TROUBLES NEUROPSYCHOLOGIQUES
▸ Les troubles NPS peuvent apparaître ou s’empirer avec la progression de la 

maladie 

▸ Plus fréquentes dans la forme congénitale. Dans la forme tardive et classique, 
pas de corrélation avec le nCGT 

▸ Les plus fréquentes: 

▸ Trbs Exécutifs 

▸ Trbs Attentionnels 

▸ Trbs Visuo-spatiaux 

▸ Pattern de vieillissement accéléré (progeric pattern) 

▸ Gallais B et al. Neuromusc Disord 2017



TROUBLES NEUROPSYCHIATRIQUES

▸ Trouble de la personnalité 
évitante 

▸ Difficultés de socialisation 

▸ Difficulté avec le suivi 
médical 

▸ Traitement difficile 
(psychothérapie) 

▸ Callus E et al. Front Neurol 
2018



COGNITION SOCIALE ET DM1
▸ Plusieurs études récents ont montré que le trouble plus 

fréquent (80-100%) est une altération de la cognition 
sociale: 

▸ Reconnaissance de la rage et du dégoût  

▸ Difficultés à traiter les émotions négatives 

▸ Serra L et al. Front Neurol 2020 

▸ Labayru G et al. PLoS ONE 2018 

▸ Okkersen K et al Cortex 2017 

▸ Ces troubles sont liés à un dysfonctionnement de certains 
réseaux cérébraux (cortex inférieure temporale G et 
fronto-cérébelleux) 

▸ Serra L et al. PLoS ONE 2016

Serra et al. Social Cognition Deficits in DM1 Brains

FIGURE 1 | Cortical thickness in DM1 patients compared with HS. This figure reveals that patients with DM1 compared to healthy subjects showed a significant

decrease in cortical thickness in several brain areas. In particular, the cortical thickness is significantly decreased in the precuneus, the angular gyrus, the superior

temporal gyrus and the medial frontal gyrus bilaterally, the right precentral gyrus, the right posterior and anterior cingulate cortex, and the left superior parietal lobule.

The statistical comparisons were overlapped on MRIcron ch2bet template (https://www.nitrc.org/projects/mricron). DM1, myotonic dystrophy type 1; HS, healthy

subjects; R, right.

TABLE 4 | Comparison between patients with DM1 and HSs in cortical thickness.

Brain areas Side Size Z MNI coordinates

x y z

Precuneus R 350 3.99 8 −59 46

Angular gyrus R 809 4.74 45 −50 35

Sup. temporal gyrus R 179 4.16 55 −32 12

Precentral gyrus R 155 4.09 23 −10 62

Fusiform gyrus R 174 4.08 38 −50 −11

Inf. parietal lobule R 120 3.88 47 −68 31

Med. frontal gyrus R 143 3.83 49 16 32

Sup. frontal gyrus R 160 3.80 21 17 53

Sup. temporal gyrus L 502 4.89 −49 −41 19

Precuneus L 324 4.69 −35 34 24

Med. frontal gyrus L 681 4.51 −33 5 34

Paracingulate gyrus L 234 3.97 −11 8 53

Angular gyrus L 340 3.91 −51 −55 33

Precentral gyrus L 214 3.76 −19 −19 67

Sup. parietal lobule L 315 3.75 −27 −49 65

Sup. frontal gyrus L 244 3.54 −14 17 64

This table illustrates the brain areas in which DM1 patients show decreased cortical thickness compared to HS. Side, cluster size, statistic, and MNI coordinates are reported. DM1,

Myotonic dystrophy type 1; HS, healthy subjects; Inf., inferior; L, left; Med., medial; MNI, Montreal Neurological Institute; R, right; Sup., superior.

the right angular gyrus, and in themedial frontal gyrus bilaterally.
They also showed negative correlations between performances at
the Social Situations Test and cortical thickness in the bilateral
precuneus, in the right superior parietal cortex, and in the left
lateral temporal and occipital cortex.

DISCUSSION

The present work shows a widespread impairment of SC
in patients with DM1, involving Emotion Attribution, Social
Situation, and Moral Judgment. Theory of Mind deficits were
previously documented in DM1 patients and associated with

abnormal functional connectivity in specific brain networks (16).
More recently, face emotion recognition was found impaired
in a cohort of DM1 patients with prominent difficulties for
faces showing negative emotions such as anger and disgust, and
crucially deficits were more extensive than expected (19). In our
current work, we confirmed the conclusions drawn by Labayru
et al. (19), and we contributed to clarify the neurobiological
substrates of SC deficits in DM1 patients, especially for their
emotion processing and moral/non-moral judgments abilities.
We have indeed confirmed the presence of difficulties in emotion
processing (mainly for negative emotions) with our patients
scoring below the normality cutoff when required to recognize

Frontiers in Neurology | www.frontiersin.org 5 February 2020 | Volume 11 | Article 113



CAPACITÉ PROFESSIONNELLE, CONDUITE
▸ Au Québec, 20% patients DM1 travaillent, 14% n’ont jamais 

travaillé et 66% ont arrêté. Parmi qui travaille le 44.5% rapporte 
une insatisfaction et difficultés 

▸ Laberge L et al. Clin Genet 2007 

▸ Conduite: troubles NPS, cataracte, somnolence (centrale et 
périphérique), paralysie distale peuvent limiter la capacité de 
conduite. Avec la forme classique, une minorité des patients 
conduit. Attention aux troubles visuo-spatiaux avec le 
vieillissement 

▸ Labayru G et al. J Neuropsychol 2020



CAPACITÉ PROFESSIONNELLE, CONDUITE

▸ Les patients avec forme late-onset montrent un déclin 
cognitif (et moteur) après les 50 ans. Il s’agit de personnes 
qui sont dans le premier marché du travail, sans troubles 
cognitifs présumés 

▸ Vieillissement anticipé (10-20 ans) 

▸ Gallais B et al. Neuromusc Disord 2016 

▸ Labayru G et al. J Neuropsychol 2020



EXERCICE PHYSIQUE

▸ Objectifs 

▸ Améliorer la santé globale 
(santé: état subjectif de bien-
être) 

▸ Prévention complication 
secondaires (surpoids, 
NIDDM, ostéoporose, bien-
être mentale, chutes) 

▸ Maintenir les capacités 
fonctionnelles

Guidelines OMS 2020: 150-300 min/sem 
activité à intensité modérée ou 75-150 intensité 
élevée.  

Pour les personnes avec handicap pas 
d’évidence de diminuer les temps (adapter 
l’activité - APA). Eviter l’inactivité. 

Bull FC et al. Br J Sports Med 2020



EXERCICE PHYSIQUE
▸ Dans un modèle animal (souris) de DM1, l’exercice améliore la force, l’endurance 

et diminue la toxicité de l’ARN 

▸ Manta A et al. J Physiol 2019 

▸ L’exercice aérobic peut améliorer la résistance à l’effort et à la charge sans 
risques chez les patients avec DM1 

▸ Ørngreen MC et al. Ann Neurol 2005 

▸ Etudes retrospectifs montrent que l’exercice peut améliorer la force (grip 
strength, extenseurs genou, +24%) chez des patients avec forme typique 
(100-500 CTG reps) 

▸ Brady LI et al. Am J Phys Med Rehabil 2014 

▸ L’exercice peut être recommandé pour améliorer la résistance pendant la 
marche. Par contre l’exercice n’améliore pas la force ni améliore la fatigue. 

▸ Gianola S et al. Front Neurol 2020*



EXERCICE : EXEMPLES
▸ Exercice aérobic: vélo, marche, aquagym, danse, jardinage. Intensité: 

doit augmenter la fréquence cardiaque et respiratoire mais le patient doit 
être capable de parler 

▸ Exercice de résistance: intensité modérée (50-60% 10RM) 

▸ Equilibre: Tai-Chi, Yoga 

▸ Minimiser la sédentarité: timer, alarmes téléphone…. 

▸ Limiter les barrières à l’activité physique:  

▸ Motivation: planifier; activité de groupe, activity monitors (FitBit, 
portables…) 

▸ Fatigue: convaincre, motiver; planifier dans les horaires plus propices



MOYENS AUXILIAIRES

▸ Attelles: les attelles tibiales sont utiles surtout pour le 
déficit des releveurs; Di-Ky…. 

▸ Cannes 

▸ Scooter, fauteuil roulant électrique 

▸ Aides: manches rembourrés, velcros, boutons pression,…



LOGOPÉDIE

▸ Déglutition: pas d’études de bon niveau sur la possibilité 
de traiter la dysphagie.  

▸ Le renforcement des mm. expiratoires améliore la toux (5/
sem x 32 sem) 

▸ Allen J et al. Neuromuscul Disord 2020 

▸ Troubles articulatoires: voix nasale, diminution du 
volume, difficulté avec interdentaires (t, d,…)  

▸ Traitement?



CONCLUSIONS

▸ Pathologie systémique 

▸ Patients complexes 

▸ Indispensable un case-manager 

▸ Indispensable une coordination 

▸ Nécessité de modifier la fréquence du suivi selon sévérité, 
besoins et âge, pour garder une bonne alliance 
thérapeutique
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Abstract
Purpose of review
Myotonic dystrophy type 1 (DM1) is a severe, progressive genetic
disease that affects between 1 in 3,000 and 8,000 individuals
globally. No evidence-based guideline exists to inform the care of
these patients, andmost do not have access to multidisciplinary care
centers staffed by experienced professionals, creating a clinical care
deficit.

Recent findings
The Myotonic Dystrophy Foundation (MDF) recruited 66 in-
ternational clinicians experienced in DM1 patient care to develop
consensus-based care recommendations. MDF created a 2-step methodology for the project using
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Opinion statement

Myotonic dystrophy (DM1) is the most common form of adult muscular dystrophy. It is a
multisystem disorder with a complex pathophysiology. Although inheritance is autosomal
dominant, disease variability is attributed to anticipation, a maternal expansion bias,
variable penetrance, somatic mosaicism, and a multitude of aberrant pre-mRNA splicing
events. Patient presentations range from asymptomatic or mild late onset adult to severe
congenital forms. Multiple organ systems may be affected. Patients may experience early
cataracts, myotonia, muscle weakness/atrophy, fatigue, excessive daytime sleepiness,
central/obstructive apnea, respiratory failure, cardiac arrhythmia, insulin resistance,
dysphagia, GI dysmotility, cognitive impairment, Cluster C personality traits, and/or mood
disorders. At present, there is no curative or disease-modifying treatment, although
clinical treatment trials have become more promising. Management focuses on genetic
counseling, preserving function and independence, preventing cardiopulmonary compli-
cations, and symptomatic treatment (e.g., pain, myotonia, hypersomnolence, etc.).
Currently, there is an increasing international consensus on monitoring and treatment
options for these patients which necessitates a multidisciplinary team to provide compre-
hensive, coordinated clinical care.

Introduction

Myotonic dystrophy is the most common form of adult
muscular dystrophy with an estimated prevalence of
1/8000. It is a multisystem disorder historically named
for two prominent features, myotonia and muscular
dystrophy. Myotonic dystrophy type 1 (DM1, Steinert’s
disease) is caused by a CTG (cytosine, thymine, and
guanine) repeat expansion in the 3’ untranslated region

of the myotonic dystrophy protein kinase (DMPK) gene
on chromosome 19 [1•]. The gene produces a myosin
kinase found in skeletal muscle.

DM1 follows an autosomal dominant inheritance
pattern with patient presentations ranging from a less
prevalent, severe congenital form to mild late-onset
adult or asymptotic forms. Disease variability is
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ÉVALUATION CLINIQUE MULTIDIMENSIONNELLE: UN OUTIL

FONDATION DYSTROPHIE MYOTONIQUE  |  GUIDE PRATIQUE 73

DM1 – GUIDE CLINIQUE DE SUIVI DES SYMPTÔMES 
Reprinted from Neuromuscular Disorders, Health supervision and anticipatory guidance in adult myotonic dystrophy type 1, 20(12), Gagnon, C, Chouinard, M.C., Laberge, 
L., Veillette, S., Bégin, P., Breton, R., Jean, S., Brisson, D., Gaudet, D., Mathieu, J. Appendix 1. Copyright (2011), with permission from Elsevier. 

  Description des systèmes    INTERVENTIONS

Système nerveux central     

 Atteinte cognitive  QI Normal  QI bas  Déficience intellectuelle  Évaluation requise  ______________________________________
 Dépression  Absente  Évaluation/traitement requis   ______________________________________
 Somnolence excessive  Absente  Symptômes légers  Évaluation/traitement requis  ______________________________________  
 Fatigue  Absente Symptômes légers  Évaluation/traitement requis  ______________________________________  
 Système visuel     

 Ptosis  Absente Présente  Moderate  Évaluation requise  ______________________________________   
 Cataractes Absent /aphakie  Présent  Évaluation requise  ______________________________________  

 Système respiratoire     

 Pneumonie  Absent  Une ou plus dans les 6 derniers mois   ______________________________________
 Insuffisance respiratoire chronique  Absent  Radiographie et test de fonctions respiratoires requis  ______________________________________  
 Perturbation du sommeil  Absent  Insomnie  Apnée du sommeil  Oxymétrie/PSG requis  ______________________________________
 Vaccination  Vaccin annuel Influenza  Vaccin Pneumovax  Annuel  ______________________________________  
 Risques d’anesthésie  Information fournie   
Système cardiovasculaire     

 Troubles du rythme  Absent  Anomalie ECG asymptomatique   Évaluation cardiologie  ______________________________________
   Pacemaker  Année   Pacemaker/défibrillateur  Année  ______________________________________  
 Hypotension artérielle  Absente  Asymptomatique     ______________________________________
 
 Système musculaire       
 Myotonie  Absent  Légère, non dérangeante  Intervention requise  ______________________________________
 Faiblesse musculaire      MIRS grade      ______________________________________
 Limitation à la marche  Sans risque de chute  Évaluation physiothérapie/équipement requis  ______________________________________  
 Difficultés pour les transferts   Sans difficulté  Évaluation thérapeutique occasionnelle/Aides techniques requises ___________________________________  
 Nécessité d’un fauteuil roulant  Non requise                             Intervention requise     _____________________________________
 Système gastro-intestinal     

 Dysphagie  Absente  Présente, mais pas besoin d’intervention  Intervention requise  _____________________________________  
 Gastroparésie  Absente  Léger, occasionnel, N/V   Intervention requise  ______________________________________  
 Cholélithiase  Absent/cholécystectomie  Évaluation requise  Intervention requise  ______________________________________
 Douleur abdominale  Absente  Légère/ douleur occasionnelle  Intervention requise  ______________________________________  
 Constipation/diarrhée  Absente  Légère/ constipation ou diarrhée occasionnelle  Intervention requise ____________________________________  
 Incontinence anale  Absente  Légère/ incontinence occasionnelle  Intervention requise  ______________________________________
 Malnutrition  Absente  Légère perte de poids   Intervention requise  ______________________________________  
 Système génito-urinaire et sexuel     

 Incontinence urinaire  Absente  Incontinence ≤ une/mois   Intervention requise  ______________________________________
 Dysfonction érectile  Absente/NA  Présente mais ne dérange pas  Intervention requise  ______________________________________
 Infertilité chez l’homme  Absente/NA  Intervention requise    ______________________________________  
 Problèmes gynécologiques  Absente/NA  Légère douleur menstruelle/dysménorrhée  Intervention requise ____________________________________  

  Système métabolique et endocrinien     
 Obésité  Absente  BMI ≥30  BMI >45  Poids (kg)  Taille (cm)  ______________________________________  
 Diabète  Absent  Présent   Dernier résultat/ année    ______________________________________
 Hypothyroïdie  Absent  Présent  Dernier résultat/ année    ______________________________________
 Hypogonadisme  Absent  Présent  Dernier résultat/ année    ______________________________________
 Dyslipidémie  Absent  Présent  Dernier résultat/ année   
 Dysfonction hépatique chronique  Absent  Présent   
  Génétique

     
 Conseil génétique  Information  Arbre familial complété  
 Planning familial  NA  Contraception appropriée    Counselling génétique requis  ______________________________________  
 Risque pour membres de familles  NA  Counselling génétique requis   ______________________________________
 Autres systèmes

     

 Utilisation inappropriée de la médication  Absente  Douteux  Supervision requise   ______________________________________
 Abus de drogues  Absent  Usagé occasionnel  Abus de drogue /ADL  ______________________________________  
 Tabagisme  Non-fumeur  ≤ 40 pqts/année  > 40 pqts/année  ______________________________________  
 Soins personnels  Sans difficulté     Avec difficulté sans assistance  Évaluation requise  ______________________________________
 Douleur  Absente  Examen et traitement requis   ______________________________________
 Enjeux de fin de vie  N/A  Discussion sur directives préalables faite  ______________________________________  
 Besoins d’information  Informations sur la maladie, la recherche et les groupes de support ont été données ___________________________________   
 Environnement social     
 
 Éducation   Niveau de scolarité_________________________________                ______________________________________  
 Emploi  Jamais travaillé  Travaille    Assistance requise      
 Revenu  Sans problème  Assistance requise    ______________________________________
 Maison  Sans difficulté     Acceptable                     Intervention requise  ______________________________________
 Réseau familial et social  Environnement normal  Acceptable  Insatisfait  ______________________________________
 Soins parental  Absent/NA  Douteux  Évaluation requise  
 Conduite automobile  NA  Sans difficulté  Évaluation requise    ______________________________________  
 Loisirs  Normal  Insatisfaisant  Services appropriés requis  ______________________________________  
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