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CASE REPORT

Monocytosis and Clonal Hematopoiesis in
Peripheral Blood as Indicators of Myeloid Neoplasm in
Erdheim-Chester Disease
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SUMMARY

Background: Erdheim-Chester disease (ECD) is a rare non-Langerhans histiocytosis, with ~10% of cases showing

myeloid neoplasms (MNs).

Methods: A 70-year-old woman with cardiac arrhythmia and right atrial mass was diagnosed with ECD by biopsy.
Complete blood count showed persistent monocytosis. Targeted next-generation sequencing (NGS) of peripheral
blood (PB) for evaluating clonal hematopoiesis (CH) was performed.

Results: The NGS revealed ASXL1 Asn893Cysfs*12 (variant allele frequency [VAF]: 37.2%), TET2 His1031
GInfs*11 (VAF: 49.0%) and TET2 Tyr1255* (VAF: 47.5%). Bone marrow examination confirmed concomitant

chronic myelomonocytic leukemia.

Conclusions: NGS using PB needs to be considered in ECD for the detection of CH and for the diagnosis of coex-

isting MNs.

Clin. Lab. 2026;72:xx-xx. DOI: 10.7754/Clin.Lab.2025.250912)

Correspondence:

Hee-Jin Kim, MD, PhD

Department of Laboratory Medicine & Genetics
Samsung Medical Center

Sungkyunkwan University School of Medicine
81 Irwon-ro, Gangnam-gu, Seoul

Korea 06351

Phone: +82 2-3410-2710

Fax: +82 2-3410-2719

Email:  heejinkim@skku.edu

Hyun-Young Kim, MD, PhD

Department of Laboratory Medicine and Genetics
Samsung Medical Center

Sungkyunkwan University School of Medicine
81 Irwon-ro, Gangnam-gu, Seoul

Korea 06351

Phone: +82 2-3410-1338

Fax: +82 2-3410-2719

Email:  hysck.kim@gmail.com

Case Report accepted September 6, 2025

Clin. Lab. 8/2026



Supplementary Data
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Supplementary Table. Variants detected by targeted next-generation sequencing of peripheral blood in a patient with ECD.

Gene Locus Transcript Exon | Variant ID Coding AT EE VAF Variant
change effect

ASXL1 chr%i:g%éogg,llgz- NM 0153385 | 12 | COSM131571 | c.2677_2686delAACAGTTCTT | p.Asn893Cysfs*12 | 37.2% Fgﬁ'i"][‘te'

chr4:106,158,192- ) . . * % Frame-
TET2 106,188 104 | NM_001127208.2 | 3 ¢.3093_3095delTCTinsA pHis1031GInfs*11 | 49.0% | T
TET2 | chr4:106,164,896 | NM_0011272082 | 6 | COSM211719 c.3764dupA p.Tyr1255* 47.5% sl\tle?]rs]e

VAF - variant allele frequency, ECD — Erdheim-Chester disease.
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