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A Case of Hereditary Sideroblastic Anemia

Kyung-Ran Jun, M.D.", Yong-Hak Sohn, M.D.', Chan-Jeoung Park, M.D.", Sung-Su Jang, M.D.",
Hyun-Sook Chi, M.D." and Jong-Jin Seo, M.D.2

Departments of 'Laboratory Medicine and *Pediatrics, University of Ulsan College of Medicine and Asan Medical Center, Seoul, Korea

We experienced a case of pyridoxine refractory hereditary sideroblastic anemia (HSA) in a 4 year-old
girl and; therefore, conducted a study of her family. She was admitted to hospital for anemia, which
was uncorrected by iron treatment. The peripheral blood smears showed hypochromic microcytic anemia.
The results of the biochemical study indicated serum iron of 80 yg/dL, TIBC of 275 ug/dL and serum
ferritin of 67ng/dL. The bone marrow smears showed 80% cellularity, with mild dyserythropoiesis. Many
ringed sideroblasts, 45% of normoblasts and an increased amount of hemosiderin particles were observed
with iron staining. Despite high-dose pyridoxine therapy, the anemia was not corrected. In the peripheral
blood and iron studies conducted on her family members, the mother, maternal aunt and aunt’s son showed
microcytic hypochromic anemia and normal iron metabolism. Her mother’s brother had died of acute
myeloid leukemia that had transformed from myelodysplastic syndrome. From a search of the Korean
literature, this is the first reported case of HSA with pedigree. (Korean J Hematol 2005;40:49-53.)
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Fig. 1. Hypochromic microcytic red blood cells and anisopoi-
kilocytosis (Wright stain in peripheral blood, x1,000).
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Fig. 2. A histiocyte with abundant cytoplasm surrounded by
numerous normoblasts (Wright stain in bone marrow aspirate,
x1,000).
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Fig. 3. Ringed sideroblasts with minute hemosiderin particles
arranged in the perinuclear zone (Iron stain in bone marrow
aspirate, x1,000).
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MDS — AML
6 (Expired after BMT) 2 1
”
1* 2 3 4 5 6
Age/Sex 3/F 7/F 29/F 31/F 39/F 15/M
Hb (g/dL) 9.4 13.0 10.2 9.2 9.7 10.2
MCV (fL) 51.2 80.2 52.3 71.0 55.9 54.9
MCH (pg) 16.0 27.7 16.5 21.0 18.1 17.5
MCHC (g/dL) 31.2 34.6 315 29.6 32.3 31.9
RDW-CV (%) 18.0 12.0 16.5 17.4 20.2 20.1
Reticulocyte (%) 2.6 0.9 1.2 0.6 1.0 1.3
Iron (ug/dL) 80 217 131 22 134 79
TIBC (ug/dL) 275 303 251 348 266 303
Ferritin (g/dL) 67 43 73 3 190 107
Hematologic diagnosis HSA' Normal HSA' IDA¥ HSA' HSA'

Fig. 4. Pedigree of the patient family and hematologic test results of family members. Circles denote female family members;
squares, male family members; fulled circle or square, HSA cases; and symbols with diagonal lines, deceased members.
The patient of this case is denoted by an arrow. Mother's brother of patient which died due to acute leukemia transformed
from myelodysplastic syndrome is denoted by symbol of question. *The patient of this case, 'Hereditary sideroblastic

anemia, *Iron deficient anemia.
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