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* Progressively symptomatic 2020 — 2023, NYHA Il

* No ICD shocks, but pre-syncope

* Exercise intolerance, especially after a meal

e Heat and alcohol intolerance



EKG
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— peakG at rest 108mmHg

TIS1.0 MI 0.6

+Med E" Vmax 6.50 cm/s
:xMed E° Vmax 5.42 cm/s
E/med E’ 27.3




Genetics

2. Resultat:
Accession-Nr. - - .
Gen LRG-Nr rs D Variante Zygotie Erbgang Klassierung
MYBPC3 NM_000256.3 NV Deletion der het AD wahrscheinlich
LRG_386i1 Exons 1-5 pathogen

AD: autozomal dominant; AR: autosomal rezessive; het heterozygot, Klassiernung gemass ACMG-Kriterien (Richards 5 et al. 2015,
Genet Med 17 : 405-424). ACMG = American College of Medical Genetics and Genomics. NV Nicht verfligbar






CPET

 Would not tolerate exercise for more than 4 minutes, so exam
was cancelled



Mavacamten treatment and response

August 2023 February 2024 June 2024
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[ELinker Ventrikel
EDV 132 ml
ESV 56 ml
EF 58 %
EDL 92cm
ESL 14cm
SV 76 mi
HI X ) Imin/m?2
ED-Masse 200g

# Linkes Atrium

¥ HF

# Sonstige

Randeinstellungen

[E  Aktuell Standard
ED 60 60
ES 30 30




Follow-up
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Lab

* NTproBNP: 2828pg/mL August 2023 Mavacamten 2,5mg
 NTproBNP 2700pg/mL February 2024 Mavacamten 10mg

* NTproBNP 1586pg/mL June 2024 Mavacamten 15mg



Follow-up CPET

Leistungsparameter: Istwert Referenzwert % Referenz
Wmax 167 118 (99 ) 142
Wmax Normgewicht 167 118 ( 21) 141
VO2max, L/min 1,77 1,58 (21) 112
VO2max Normg., L/min ¥ 1,88 ( 21) 112
VO2max, mi/kg/min 29,5 264 (9) 112
VO2/W, mli/W 9,1 >=0

VT1, %VO2max Soll 80 40 -70

HF an VT1 127

Watt an VT1 105

VT2, %VO2max Soll 100

HF an VT2 145

Watt an VT2 139



Lessons learned




Pitfalls im TTE
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Vmax 377 cmis

Max PG 57 mmHg
AV VR 2.20
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LVOTO als pathognomonisch fur eine Angulation CW Doppler / Ml Signal LVOTO ist Dynamisch!
HCM interpretieren
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Abbasi et al. JASE 2024




Post-prandial LVOT obstruction provocation

La Canna et al. Am J Cardiol 2020;125(11):1688-1693
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74%

Doppler
Echocardiography

Post-prandial

Rest Re-Test
- Fasting Exercise

Fasting

Valsalva Maneuver
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bSSFP cine native T1-map
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Marholdt et al. Clinical Research Cardiology, 2021



Ein Goldstandard der Irrefiihrend
sein kann:

Pitfalls
Endomyokardbiopsie

Mitochondriopathien, Dannon, und
andere noch seltenere
Speichererkrankungen werden in
der Regel in der EMB nicht erkannt!

Re-examination of right ventricular myocardial biopsy specnmens
Hematox lin-Eosin _ PAS—reactlon_ .

The endocardvum is sclerosed Myocardlum wnth irregular hypertrophy of cardiomyocytes, large foci of

sclerosis. Cardiomiocytes with «empty» cytoplasm in perinuclear zone and clusters of glycogen granules

under cytolemma. Individual cardiomyocytes completely filled with PAS+ material. Van Gieson staining
showed weakly pronounced sclerosis. Congo rot staining is negative with nonspecific staining.

Conclusions: clinical and morphological data (a combination of pathologically changed cardiomyocytes with
PAS+ granule accumulation was found) allow to suspect the storage disease.

Immune electrophoresis of blood and urine proteins with evaluation of immunoglobulin light chains by
|mmunof|xat|on monoclonal secretion was not detected

“Kongo rot (repeat)

15%

larlzmg light
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