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LETTER TO THE EDITOR 
We read with interest the article by Golagha et al. 

on a case series of two patients with Erdheim-

Chester disease (ECD), clinically affecting the 

Achilles tendon, abductor hallucis muscle, and 

medial thigh muscles (patient-1), as well as in the 

external obturator muscle, extending to the left 

pectineus and right quadratus femoris muscle 

(patient-2) [Golagha, M. et al., 2024]. Patient-1 

initially experienced lower leg pain and pituitary 

dysfunction and patient-2 had a history of 

myasthenia and ECD initially manifested in the 

form of inhomogeneous osteosclerosis [Golagha, 

M. et al., 2024]. The study is impressive, but some 

points require further discussion. 
 

The first point is that ECD is usually a multisystem 

disease, either at the onset of the disease or only as 

the disease progresses [Benson, J. C. et al., 2023]. 

Multisystem involvement can manifest clinically 

or subclinically [Drier, A. et al., 2010]. Therefore, 

it might be helpful to screen patients with ECD for 

multisystem involvement, particularly the heart 

and brain. In the heart, ECD manifests as 

infiltration of the atrio-ventricular groove (atrial 

mass), stenosis or occlusion of the coronary 

arteries, aorta, or venae cava, or as myocarditis and 

pericarditis with pericardial effusion [Finsterer, J, 

2023]. In the brain, ECD can manifest as multiple 

cerebral artery stenosis or occlusion and therefore 

can be complicated by ischemic stroke. FDG-PET 

may not be sufficient to assess multisystem 

involvement because it may miss arterial 

involvement. 
 

The second point is that both patients were not 

genetically tested for the presence of the BRAF 

variant V600E, which can be found in more than 

half of the ECD patients [Nelson, D. S. et al., 

2015]. In addition, mutations in histiocyte genes 

such as KRAS, NRAS, MAP2K1, or PIK3CA 

[Bartoli, L. et al., 2022], are known to be 

associated with ECD [Nelson, D. S. et al., 2015]. 

CD68 positive histiocytes are a nonspecific finding 

as they can also occur in Hodgkin lymphoma, 

xanthogranulomatous disease, Rosai Dorfman 

disease, or Kikuchi-Fujimoto disease and are 

therefore not diagnostic, but only an indication of 

ECD [Benson, J. C. et al., 2023]. 
 

The third point is that the association with 

myasthenia in patient-2 was not discussed further. 

Of particular interest is how myasthenia was 

diagnosed and whether the orbital masses already 

had proliferating, foamy histiocytes and whether 

the myasthenia was actually myasthenia or simply 

the initial manifestation of ECD. Therefore, we 

should know whether antibodies to postsynaptic 

acetylcholine-receptor, muscle-specific kinase 

(MUSK), LRP4, or titin were elevated, whether 

low-frequency repetitive nerve stimulation showed 

an abnormal decremental response, whether 

thymoma was present, and whether the tensilon-

test was positive. It is also imperative to report the 

treatment the patient received for myasthenia. In 

addition to glucocorticoids, did he receive acetyl-

choline esterase inhibitors, azathioprine, 

mycophenolate mofetil, or rituximab?  
 

The fourth point is that the long-term results and 

outcome of the two patients have not been 

reported. Knowledge of the long-term disease 

course is crucial in order to be able to assess 

whether the treatment used (alpha-interferon) 

actually had a benefit in both patients [Golagha, 

M. et al., 2024]. The treatment of choice for ECD 

is currently vemurafenib. Have any of the patients 

ever been switched to this BRAF-kinase inhibitor? 
 

In summary, the interesting study has limitations 

that put the results and their interpretation into 

perspective. Removing these limitations could 

strengthen and support the study’s message. ECD 

patients require a comprehensive workup for 

multisystem disease, and ECD may initially mimic 

ocular myasthenia.  
 

 

 

 



  

 
 

102 
 

Finsterer, J. Sarc. Jr. Med. Sur. vol-3, issue-6 (2024) pp-101-102 

Copyright © 2022 The Author(s): This work is licensed under a Creative Commons Attribution- NonCommercial-NoDerivatives 4.0 
(CC BY-NC-ND 4.0) International License 

Publisher: SARC Publisher 
 

REFERENCES 
1. Golagha, M., Dehghani Firouzabadi, F., Millo, 

C., Nikpanah, M., Ahlman, M. A., Dave, R. 

H., Estrada-Veras, J. I., O'Brien, K. & 

Malayeri, A. A. "Erdheim-Chester disease 

with tendon and muscle involvement: Reports 

of a rare presentation." Radiol Case Rep, 19.5 

(2024): 1866-1871. 

2. Benson, J. C., Vaubel, R., Ebne, B. A., Mark, 

I. T., Peris Celda, M., Hook, C. C., Tobin, W. 

O. & Giannini, C. "Erdheim-Chester Disease." 

AJNR Am J Neuroradiol, 44.5 (2023): 505-

510. 

3. Drier, A., Haroche, J., Savatovsky, J., 

Godenèche, G., Dormont, D., Chiras, J., 

Amoura, Z. & Bonneville, F. "Cerebral, Facial, 

and Orbital Involvement in Erdheim-Chester 

Disease: CT and MR Imaging Findings." 

Radiology, 255.2 (2010): 586-594. 

4. Finsterer, J. "Double Subclavian Steal 

Syndrome As Initial Manifestation of 

Erdheim-Chester Disease: A Case Report." 

Cureus, 15.12 (2023): e50427. 

5. Nelson, D. S., van Halteren, A., Quispel, W. 

T., van den Bos, C., Bovée, J. V., Patel, B., 

Badalian-Very, G., van Hummelen, P., Ducar, 

M., Lin, L., MacConaill, L. E., Egeler, R. M. 

& Rollins, B. J. "MAP2K1 and MAP3K1 

mutations in Langerhans cell histiocytosis." 

Genes Chromosomes Cancer, 54.6 (2015): 

361-368. 

6. Bartoli, L., Angeli, F., Stefanizzi, A., Fabrizio, 

M., Paolisso, P., Bergamaschi, L., Broccoli, 

A., Zinzani, P. L., Galiè, N., Rucci, P., Foà, A. 

& Pizzi, C. "Genetics and clinical phenotype 

of Erdheim-Chester disease: A case report of 

constrictive pericarditis and a systematic 

review of the literature." Front Cardiovasc 

Med, 9 (2022): 876294. 

 

Source of support: Nil; Conflict of interest: Nil. 
Cite this article as: 

Finsterer, J. "Myasthenia and Erdheim-Chester Disease: Causal Relationship, Misdiagnosed, or Accidentally 

Associated?." Sarcouncil Journal of Medicine and  Surgery 3.6 (2024): pp 101-102. 

 


