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MIRAGE syndrome is an autosomal dominant inherited disorder which is caused by gain-of-function mutations

in the sterile motif domain-containing protein 9 (SAMD9) gene on the long arm of chromosome 7. The clinical

symptoms vary with clinical features of myelodysplasia, infection, restriction of growth, adrenal insufficiency,

genitourinary abnormalities, and enteropathy. This paper reports 2 cases of neonatal MIRAGE syndrome to

strengthen clinicians’ understanding of this disease.
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Figure 1 Detection of SAMDY gene mutation in case 1 and its parents
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Table 1 Part of the results of blood routine, CRP and PCT of case 2 during hospitalization

H 1] (20204F) WBC/( x 10°/L) N/% HGB/(gL™')  PLT/(x10°/L) CRP/(mgL ") PCT/(ng-mL ")
7H16H 11.43 67.6 117 19* 0.66 —
7H17H 9.9 69.1 107 195 2.5 =
7H19H 5.48 55.0 104* 64 L5 0.42
7H24H 7.31 61.0 145 14* 0.42 —
7H26H 9.18 61.0 126 93 0.41 —
8H9H 13.41 46.6 92* 63 2.84 =
8H18H 6.83 57.8 90 89 5.29 0.08
825H 7.29 40.8 67* S 1.52 —
8J130H 7.58 32.6 113 134 8.68 —
9H22H 16.15 57.0 95 296 2.15 =
A L5 IR

*For blood transfusion or platelets.
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Figure 2 Detection of SAMD9 gene mutation in case 2 and its parents
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