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Abstract: Inherited metabolic disorders are a large class of complex monogenic diseases, which can
cause damage to one or multiple systems due to metabolic disturbance induced by abnormal metabolic
pathways. Diseases of the blood system involve abnormalities in the function and counts of red blood
cells, white blood cells and platelets. Anemia is the most common manifestation, and it could occur
from newborn to elderly people. Current studies have found that many inherited metabolic disorders
could lead to anemia, with different pathogenic mechanisms. Some diseases cause abnormal
metabolism of iron, vitamin B, and folic acid, while others lead to abnormal synthesis of erythrocyte
membrane, metabolizing related enzymes or hemoglobin. Different diseases have resulted in different
types and degrees of anemia. This Expert Consensus is focused on the etiology, pathogenesis, clinical

manifestations, and treatment of inherited metabolic disorders related to megaloblastic anemia,
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hemolytic anemia, sideroblastic anemia, and microcytic hypochromic anemia in order to improve

clinicians” understanding of anemia and blood diseases caused by inherited metabolic disorders, and

improve the early diagnosis, precise treatment and outcome. The domestic multidisciplinary group of

experts made full discussions based on domestic and international experience and guidelines and

reached the consensus to guide the optimization of clinical diagnosis and treatment practice.
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