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Bone scintigraphy
(99 Tc)

"Hairy kidney aspect"
and peri-renal infiltration

(96%) (≈ 50%)



Classification taking into account molecular alterations



CNS involvement and treatment with interferon-alpha are independant prognostic
factors in Erdheim-Chester disease: a multicenter survival analysis of 53 patients

Arnaud, Hervier, Haroche, et al. Blood 2011



Arnaud, Hervier, Haroche, et al. Blood 2011



57 to 70 % of ECD patients carry the BRAFV600E mutation, ECD re-
classified as an inflammatory myeloid neoplasm. 

Phenotype and clinical course of ECD are heterogeneous, ranging 
from asymptomatic to life-threatening multi-organ involvement. 

Previous studies report that CNS involvement and interferon-alpha
treatment are independent predictors of survival of ECD. 

Even though IFN α, anakinra, infliximab and cladribine are largely 
used to treat ECD, BRAF targeting treatments are increasingly 
prescribed.

Background

We aimed to determine a genetic-phenotype correlation in a large 
cohort of ECD patients and analyze the factors associated with 
survival in the era of BRAF genotyping.



Series of Pitié-Salpêtrière
(December 2016) 

165 patients (119 M, 46 F) 
(40 abroad mainly EU)

21 patients with LCH + ECD 
1 patient with LCH + ECD + Rosai-Dorfman
1 patient with ECD + Rosai-Dorfman

38 deaths (23%)
Mean age at diagnosis 56.4

14%



BRAFV600E and 165 ECD (no data for 32 pts)

133 patients ECD  « exploitable tissue »

88 patients (65%) mutated

45 patients (35%) WT

2017



165 ECD and MH patients seen at Pitié-Salpêtrière in 2017 (submitted)



submitted



Predictors of poor survival in ECD (multivariate survival analysis using the Cox
proportional hazard ratio). CNS, central nervous system; IFN, interferon
* Adjustment variables
submitted



Global survival (median : 162 months)

In 2016 prognosis of ECD is better than in « older series » 
published in 1996 & 2004 ≈ 60% death at 3 yrs



No difference of survival V600E / WT 
(p = 0.51)

submitted



Treatment with BRAF inhibitors
improves survival (p < 0.0001)

submitted



submitted



Conclusions (I) 

• BRAFV600E mutation is associated with a cardiac and 
neurological phenotype in ECD

• Retroperitoneal involvement, central nervous system and 
lung involvements are associated with a worse survival in 
ECD

• Interferon-alpha and targeted therapies (BRAF and/or MEKi) 
improve survival in ECD.



Conclusions (II) 

• BRAF has no influence so far on the survival of ECD patients
(≠ pediatric LCH)

• LOVE Study : 75% relapse Cohen-Aubart, Blood 2017

• No resistance to BRAF inhibition so far in ECD or MH after
more than 5 y, no resistance to MEK inhibition even if
follow-up only of 2 y
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