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I ntrOd U Cti on Table. Retrospective studies of del(5q) with MPN
driver mutations

Myeloid neoplasms harboring both an isolated deletion of chromosome

5q (del(5q)) and a driver mutation in JAK2, CALR, or MPL represent a

myelodysplastic syndrome (MDS) and myeloproliferative neoplasm (MPN) .-.-

diagnostically and therapeutically ambiguous subgroup, blending

features (Figure 1). oo e T e
Despite growing recognition of these cases, their classification, optimal hmegakalrv?C)Vtic ot
. . . . . . yperplasia
management, and prognostic implications remain poorly defined due to
Ilmited aggregated data' gggg)?;]al. ?o(:ell([)?q]HAKz :_eot\JAlierri;Ii(cOf thi:;(tification
This study explores clinicopathological characteristics, treatment transformation
responses, and disease outcomes from published cases to better
H g H H Patnaik et al. 5 del[5q]+JAK2, Low risk of Risk
understand their position within the MDS/MPN spectrum. ot Eriwn iyl i D
1 transformation
del[5q]+JAK2+M JAK2+ linked to
PL (of 190) worse OS (HR
. - 2.1, p=0.04)
Objectives
Tc_> describe the cllnlcopatho_loglc features of del(5g) myeloid neoplasms S ——— P R I —
with JAK2/CALR/MPL mutations. (2020)(4] del(5q)+JAK2(of  20% AML MPN
. " . . . 47) progression progression
To summarize treatments (esp. lenalidomide) and outcomes, including
AML transformation.
Conclusions
A systematic review was conducted following PRISMA guidelines, o _
encompassing PubMed and Google Scholar searches for cases of This first case-level systematic
myeloid neoplasms with isolated del(5q) (with <1 additional cytogenetic review highlights that myeloid
abnormality excluding -7/del(7q)) and confirmed JAK2, CALR, or MPL neoplasms with isolated del(5q) and

MPN driver mutations exhibit
consistent clinicopathological
overlap between MDS and MPN, high
but heterogeneous sensitivity to
lenalidomide, and significant
progression risk.
While these findings provide
preliminary insights, the rarity of
cases and retrospective nature of
~ available data underscore the need
for prospective, multicenter
collaboration to define diagnostic
and therapeutic paradigms for this
patient subset.

mutations.

Data extraction included demographics, laboratory/cytogenetic/molecular
findings, treatment details, and outcomes.

Descriptive statistics were used for analysis given the heterogeneity of
case-level data.
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Results
From 20 publications (2006—-2021), 24 patients were identified (median age
70.5 years; 17/24 [70.8%] female).
Hybrid MDS/MPN features were universal: thrombocytosis (median References
platelets 735%x10°/uL), macrocytic anemia (median hemoglobin 9.6 g/dL, 1. Ingram W, Lea NC, Cervera J, Germing U, Fenaux P, Cassinat
MCV 108 fL), megakaryocytic hyperplasia (16/17 [94.1%] cases), universal ﬁ;”Kmj‘Ja:KJ;'\y;‘{';inrxiuléa‘t\if;t:if‘doevr‘ihf;e\évaesstlmo?gu“Bc;fAl\"/lngs
dysplaSia (20/20 [100%] assessable cases), and marrow fibrosis (1 0I14 pat.ients with isolated deletion 5g and a proIifiratiSe bone
[71 _4%] cases)_ marrow. Leukemia. 20_06Jul;20(7):1319—21.
JAK2 V617F predominated (22/24 [91.7%] cases; median VAF 24.8%). e ot o e Chirose
Lenalidomide induced hematologic responses in 15/17 [88.2%] patients ; Leﬁke_f;im 'VmethTfTak _20k09 CJEA” (15:50(8t)=il3i3-5- i
(14/17 [82.4%] complete) and cytogenetic responses in 14/16 [87.5%] " Holtan 56, Pardanani A, Knudson RA, Ketterling R, Chen D,
patients (8/16 [50.0%] complete), though JAK2 clearance occurred in only HolverijaV:/F;O-def;r;ed ‘myelodysplastic syndromelvsith

isolated de ‘in consecutive patients: survival data,
4/13 [308%] cases. leukemic tra(ns?%rmation rates and IC|c))revalence of JAK2, MPL
Transformation to acute myeloid leukemia occurred in 5/24 [20.8%] and IDH mutations. Leukemia. 2010 Jul;24(7):1283-9.

. . 4. Sangiorgio VF, Geyer JT, Margolskee E, Al-Kawaaz M,
patlents (medlan 3 years). Mathew S, Tam W, Orazi A. Myeloid neoplasms with

Comparative analysis of four retrospective cohorts revealed a 5-15% isolated del (5q) and JAK2 V617F mutation: a “grey zone”

. - . . . . combination of myelodysplastic and myeloproliferative
prgvalence of JAK2 mutations in del(5_q) M_DS, with variable lenalidomide features?. Haematologica. 2020 Jun:105(6)-276.
efficacy (43-100%) and AML progression risk (0—20%)(Table 1).
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