
衛生福利部國民健康署「罕見疾病個案通報審查基準機制」（送審資料表） 

MIRAGE症候群-[ MIRAGE syndrome]- 

1. □ 臨床資料 (必要)  

2. □ 常規檢驗 (非必要) 

3. □ 影像學檢查 (非必要) 

4. □ 基因檢測報告 (必要) 

項目 填寫部分 

A. 病歷資料 

包含病史、身體檢查(必

要) 

須符合四項主要特徵 

或符合三項主要特徵及兩項次要特徵 

 

主要特徵  

 Hematologic problems  

 Recurrent severe infection 

 Restrictive growth condition  

 Adrenal insufficiency  

 Genital abnormalities 

 Enteropathy  

 

次要特徵 

 Thymic hypoplasia or aplasia 

 Developmental delay 

 Bone and joint problems 

 Esophageal achalasia 

B. 常規檢驗 

 Hemogram  

 Survey for adrenal gland insufficiency 

 Microbiological culture 

 Bone marrow  

C. 影像學檢查 

 Abdominal or renal sonography / abdominal CT/MRI 

 Chest X-ray / CT / MRI 

 Bone survey 

 UGI series  

D. 基因檢測 (必要) 

 (請附實驗室報告影本) 

 

 SAMD9 gene mutation 
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MIRAGE症候群-[ MIRAGE syndrome]- 

 

須符合四項主要特徵 

或符合三項主要特徵及兩項次要特徵 

主要特徵  

 □ Hematologic problems  

 □ Recurrent severe infection 

 □ Restrictive growth condition  

 □ Adrenal insufficiency  

 □ Genital abnormalities 

 □ Enteropathy  

 

次要特徵 

 □ Thymic hypoplasia or aplasia 

 □ Developmental delay 

 □ Bone and joint problems 

□ Esophageal achalasia 

 

常規檢驗 

 □ Hemogram  

 □ Survey for adrenal gland insufficiency 

 □ Microbiological culture 

□ Bone marrow 
 

影像學檢查 

 □ Abdominal or renal sonography / abdominal CT/MRI 

 □ Chest X-ray / CT / MRI 

 □ Bone survey 

□ UGI series 
 

基因檢測報告結果 

□ SAMD9 
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