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Myotonicka dystrofie 1. typu:
kdyz neschopnost odlozit telefon z ruky je spojena se
zvysenym rizikem nahlé srdec¢ni smrti
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Bratrr. 1983

e HFrEF (EF LK 25 — 30 %) dg. 10/2023
—  SKG 2023 negativni

e primoimplantace kardiostimulatoru 5/2017
—  st.p. synkopé, AV blok II. st., 2:1, dle dokumentace mozny AV lll. st., LBBB

e |aboratorni znamky hepatopatie

e chronické zmény mekkych tkani kolem C patere, blokada Th patere
patere, klinovitost a skolioza

e FA: kyselina ursodeoxycholova
e RA: otecv 69 letech implantovany KS
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Bratrr. 1983

e Stézuje si na namahovou dusnost, NYHA Il. Od implantace KS synkopu neprodélal.

e ... uddvd bolesti bederni pdtere, poruchy citi hornich koncetin, neschopnost rychlého
nataZeni flektovanych prstu ruky, napr. kdyz chce odlozit telefon
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Bratr r. 1987

e AV blokada I. st., Il. st. wenckebachova typu, nespecificka porucha

nitrokomorového vedeni, presynkopy, palpitace

— RFA 7/2023: empirickd modifikace pomalé drahy AV uzlu, HV interval 63 ms
— MRI9/2023: EF LK 60 %, bez edému ¢i LGE

e |aboratorni znamky hepatopatie, dyslipidémie
e FA: atorvastatin, fenofibrat
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Bratr r. 1987

e Obtize se objevily kolem 15 let, predtim zadné nemél.

e Vsimal si ztuhlosti prstu rukou pri tenise, déle trvd neZz narovnad ohnuté prsty. Je na obtize
adaptovany, neni omezeny v bézném Zivoté. Otvird spatné ruku z pésti, miva probléem i pri
potreseni rukou. Nékdy mad ztuhlost i kolem ust, ale to vyjimecné.

[ R

VSEOBECNA FAKULTNI . . i .
NEMOCNICE V PRAZE video autora, publikovano se souhlasem pacienta




Myotonicka dystrofie I. typu

e prevalence 3-15 /100 000

e gen DMPK (myotonic dystrophy protein kinase)
— chromosom 19q13.3

— autozomalné dominantné

— opakované sekvence CTG norma do 35 ndsobkd

| KS v 69 letech
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KS v 34 letech
/ KS v 37 letech

— kongenitalni projevy az pozdni nastup

— fenomeén anticipace :
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Symptomy

e respiracni

e muskuloskeletanni
e oftalmologické

* neurogenni

e endokrinni

e gastrointestinalni
e dermatologické

e ... kardiovaskularni

bratr r. 1983 bratr r. 1987

e alopecie, katarakta v mladi, palpitace/synkopy, komplikovana anestezie u cholecystektomie, poruchy svalové relaxace
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Kardialni postizeni

e 40 % umrti

e poruchy vedeni
— prodlouzeny PQ
— AV blokady
— rozSireny QRS
e tachyarytmie
— supraventrikulani — fibrilace sini

— komorové tachykardie — mono-/polymorfni, fascikularni

e srdecni selhani
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Doporucené postupy ESC

+

Recommendations for cardiac pacing in rare diseases

Recommendations Class® Level®

In patients with neuromuscular diseases such as

myotonic dystrophy type 1 and any second- or

third-degree AVB or HV >70 mg ! ¢
symptoms, permanent pacing is indicated.

In patients with neuromuscular disease such as

myotonic dystrophy type 1 with PR >240 ms or b C

QRS duration >120 ms, permanent pacemaker

implantation may be considere

d c 600,603,604

AVB = atrioventricular block; CRT = cardiac resynchronization therapy; HV =
His—ventricular interval; ICD = implantable cardioverter-defibrillator.

?Class of recommendation.

®Level of evidence.

“Whenever pacing is indicated in neuromuscular disease, CRT or an ICD should
be considered according to relevant guidelines.
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2021 ESC guidelines on cardiac pacing and cardiac resynchronization therapy
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Implantation of an ICD over a permanent

pacemaker may be considered in myotonic b C
dystrophy patients with additional risk factors® for

VAs and SCD.

“Factors favouring ICD implantation: Age,>®""' CTG expansion,””'>'® SD or family
history of SD,”> ECG conduction abnormalities,"® PR prolongation,”® LBBB,” atrial
arrhy‘chmias,é‘16 non-sustained VT, LV dysfunction,17 structural abnormalities in
CMR14,15,18

2022 ESC Guidelines for the management of patients
with ventricular arrhythmias and the prevention of sudden cardiac death



Bratrr. 1983

 extrakce puvodniho systému
* implantace CRT-D biventrikularni

e e . A by ey
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Bratr r. 1987

e implantace CRT-D stimulace prevodniho systému

PQ 270 ms, QRS 130 ms
... jiz prvné indikovan
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Dispenzarizace

e v zavislosti na klinickém stavu
e srdecni postizeni: dispenzarizace minimalné kazdych 6 mésicu
e asymptomaticti: kazdorocni EKG, EKG holter, ECHO

Nase centum:
e 14 patientu (8x MD1)
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Zav

e multisystémové onemocnéni

e typické symptomy

e dlouha doba do diagnozy — bratri vysetreni celkem v 5-ti nemocnicich
e nevylécitelné onemocnéni - prevence nahlé smrti

e dlraz na implantaci KS/ICD

e geneticky vazané - perspektivni budoucnost

e nevysvéetlena AV blokada — duvod k zamysleni
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