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Background:

Besides solid neoplasms, Down Syndrome (DS) confers a risk of 10 to 20 X of developing acute leukemia (AL).
Hematopoietic Stem Cell Transplantation (HSCT) is an effective therapy in DS patients (pts) with high-risk
malignant diseases and often is the only potentially curative option; however, the number of pts receiving
HSCT is significantly low, making data on the outcomes of allogeneic and autologous transplant scarce, due to
considered suboptimal candidates for associated pathologies, increased chemotherapy toxicity, and concerns
about conditioning intolerance, although recent reports suggest that disease relapse is the main barrier to
successful transplantation in DS pts, rather than HSCT related mortality.

Aims:

To describe characteristics of DS pts with oncohematological diseases who underwent HSCT; and analyze their
outcomes (morbidity, mortality, and transplant-related toxicities).

Methods:

Cases report of 4 DS pts receiving autologous or allogeneic HSCT at Hospital Privado Universitario de Cérdoba,
Argentina, from January 2020 to July 2023; data was obtained by electronic medical records reviewing (clinical
and epidemiological characteristics, HSCT setting and outcomes).

Results:

In a median follow up (f.u) of 17 months, four pts were included (Table 1), median age 5 years old; no sex
predominance. Heart defects were the most frequent congenital abnormality; one pt had transient abnormal
myelopoiesis at birth developing later myeloid AL, and one has congenital hypothyroidism. Median time from
diagnosis to transplant was 8.4 m; three pts received allogeneic HSCT for AL and one autologous HSCT for
neuroblastoma, all received the stem cell graft in first complete remission (1CR); 50% received BM and 50% PB
as cell source. All pts received myeloablative conditioning, with Busulfan full dose; 75% experienced grade =II
mucositis and febrile neutropenia. The average time to neutrophils and platelets engraftment was 14 and 20
days (11 to 22; 13 to 37); none had graft failure. All developed grade I skin graft-versus-host disease (GVHD)
and received topical treatment, one pt developed moderate chronic pulmonary GVHD, receiving systemic and
inhaled steroids. We observed one cytomegalovirus reactivation. Until the end of f.u none relapsed or died.

Summary/Conclusion:

In our pts HSCT was effective and well tolerated; since complications post transplant were transient and
responsive to support treatment, and no transplant-related mortality was observed. Those findings support our
opinion that DS pts should promptly undergo HSCT as a curative treatment if it is indicated, to reduce the
probability of later relapse of their primary disease.
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