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Case from the clinic

55 y/o male

1990s
Left thigh tingling and weakness

2008
Right hand tingling
MRI brain lesions

Diagnosed with multiple sclerosis

2017
Difficulty talking and walking
Multiple treatments for MS
Brain biopsy- inflammation



Histiocytic Neoplasms

• Erdheim-Chester disease

• Xanthogranuloma family disorders

• Rosai-Dorfman disease

• Langerhans cell histiocytosis

Chronic (slow growing)

• Histiocytic sarcoma

• Langerhans cell sarcoma

• Interdigitating dendritic cell sarcoma

Aggressive (fast growing)

• Rare (3-5 cases/million/year)

• Growth of abnormal blood cells 
(histiocytes) in organs 

• Can affect any organ system



Manifestations of ECD

Goyal G et al. Mayo Clin Proc. 2019 Oct;94(10):2054-2071



Manifestations of LCH

Goyal G et al. Mayo Clin Proc. 2019 Oct;94(10):2054-2071



Manifestations of RDD

Goyal G et al. Mayo Clin Proc. 2019 Oct;94(10):2054-2071



MAPK pathway mutations in histiocytosis
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Overlap or mixed histiocytic neoplasms

Hervier B, et al. Blood. 2014 Aug 14;124(7):1119-26

O’Malley DP et al. Mod Pathol. 2010;23(12):1616-1623.

Razanamahery J,…Goyal G, et al. Haematologica. 2020 Jan;105(1):e5-e8
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How to diagnose histiocytosis?

Most histiocytic neoplasms



ECDGA Mission

Adapted from https://www.erdheim-chester.org/about-us/

• Early diagnosis of 
ECD

Support 
affected 

individuals



History Archives: LCH

Hand AR. Arch Pediatr. 1893;10:673‐675.
Schuller A. Fortschr Roentgenstr. 1915;23:12‐18.
Christian HA. Med Clin N Am. 1919;3:849‐871.
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History Archives: RDD

P. Destombes. Bull Soc Pathol Exot Filiales. 1965 Nov-Dec;58(6):1169-75
Rosai J and Dorfman RF. Virchows Arch Pathol. 1969 Jan;87(1):63-70.
.
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History Archives: ECD

Chester W. Virchows Arch Pathol Anat 1930;279:41.
Goyal G, et al. Blood (2020) 135 (22): 1929–1945

Average 6 organ systems 
affected

BRAF mutation 65-70% Foamy histiocytes

Touton giant  cells

Xanthogranuloma

Specialist referral

PET/CT scans



Can we achieve early ECD diagnosis?

What does ‘early ECD’ look like?

ECD without bone involvement 
Average 3 organs involved, BRAF ~15%

c
Emile JF, et al. Blood. 2016 Jun 2;127(22):2672-81



Case Conclusion
55 y/o male

Difficulty talking and 
walking

2023
Worsening weakness

Went to another neurologist

2024
Suspicion of ECD

Skin exam showed thigh lesion
Biopsy: Xanthogranuloma 

2024
Diagnosed with ECD
Started cobimetinib

Partial response

Cobimetinib

ECD



UAB Multidisciplinary Histiocytosis Program
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Histio-Care Network



Participate!

If you or your loved one have 

ever been diagnosed with a 

histiocytic disorder

• Goal: To understand the various health problems experienced by patients 
with histiocytic disorders

• Findings from the study will lead to development of guidelines for long-
term care of patients

What does the study involve?

• Answering a survey (45-60 min) about your health conditions

• Survey can be completed online or via paper form

• No need to travel- take the survey from the comfort of your home

Who can participate?

• Adults or children with ECD, LCH, RDD, or JXG

• At least 2 years since diagnosis

• Family members of those who passed away

• English-speaking



Take away suggestions

Many types of histiocytic neoplasms (slow or fast growing)

Diagnosis of ECD is complex- relies heavily on the clinician

Important to know about LCH and RDD due to overlaps

Need to know natural history of ECD or other subtypes

Critical to participate in research (ECD Registry, Histiocytic 
Disorder Follow-up Study)
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