FLARNERAREF TFAARBRAFFAATBH, (BFTHL)
MIRAGE 3 i #-[ MIRAGE syndrome]-

LLJ sk o (2 &)

2. ¥Ht% (e k)

3L BB s (e k)

4[] AT plERL (&)

7R ==L A

FRE®IFIREK
BREZHIALRREIAILFIK

i& P
[] Hematologic problems
[ ] Recurrent severe infection
= [ ] Restrictive growth condition
A }?? A N .| Adrenal insufficiency
R A 1L EIC [] Genital abnormalities
%) [ ] Enteropathy
X & i
[] Thymic hypoplasia or aplasia
[] Developmental delay
[ ] Bone and joint problems
[ ] Esophageal achalasia
[] Hemogram
i [ ] Survey for adrenal gland insufficiency
B. ¥ %% [] Microbiological culture
[] Bone marrow
[ ] Abdominal or renal sonography / abdominal CT/MRI
[] Chest X-ray/CT/MRI
C. Ei{FHa [ ] Bone survey
[] UGI series
D. A5k # (v &) :
GHe R o3 2 B A [[] SAMDS9 gene mutation
342
] Syndromes: Rapid Recognition and Perioperative Implications, 2e
https://accesspediatrics.mhmedical.com/content.aspx?bookid=2674&sectionid=220538595
[] Orphanet: https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Ing=EN&Expert=494433
[ OMIM(# 617053): https://www.omim.org/entry/617053
] NIH Rare Diseases: https://rarediseases.info.nih.gov/diseases/13108/mirage-syndrome
[ MalaCards: https://www.malacards.org/card/mirage_syndrome
[J Onuma et al. Human Genome Variation (2020) 7:4



https://accesspediatrics.mhmedical.com/content.aspx?bookid=2674&sectionid=220538595
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=494433
https://www.omim.org/entry/617053
https://rarediseases.info.nih.gov/diseases/13108/mirage-syndrome
https://www.malacards.org/card/mirage_syndrome

FLARTNRAREF TFAARRRIAFFAAESH, (FAAFL)
MIRAGE 3 i #-[ MIRAGE syndrome]-

R Ew I a Bk

NP AR PEE S SR K
ER oy 3

[ ] Hematologic problems

[ ] Recurrent severe infection

[ ] Restrictive growth condition

[ 1 Adrenal insufficiency

[ ] Genital abnormalities

[ ] Enteropathy

Xk

[_] Thymic hypoplasia or aplasia
[ ] Developmental delay

[ ] Bone and joint problems

[ ] Esophageal achalasia

¥ Rk

[ ] Hemogram

[] Survey for adrenal gland insufficiency
[ 1 Microbiological culture

[_] Bone marrow

p 2
PEERE
[ ] Abdominal or renal sonography / abdominal CT/MRI
[ ] Chest X-ray / CT/ MRI
[ ] Bone survey

[ ] UGI series
ARTIBRIFEL %
[ ] SAMD9
J;e

A3
Sﬁ\dromes: Rapid Recognition and Perioperative Implications, 2e o
https://accesspediatrics.mhmedical.com/content.aspx?bookid=2674&sectionid=220538595
Orphanet: https://www.orpha.net/consor/cqi-bin/OC _Exp.php?Ing=EN&Expert=494433
OMIM(# 617053): https://www.omim.org/entry/617053
NIH Rare Diseases: https://rarediseases.info.nih.gov/diseases/13108/mirage-syndrome
MalaCards: https://www.malacards.org/card/mirage_syndrome
Onuma et al. Human Genome Variation (2020) 7:4
Narumi, Satoshi et al. “SAMD?9 mutations cause a novel multisystem disorder, MIRAGE syndrome, and are
associated with loss of chromosome 7.” Nature genetics vol. 48,7 (2016): 792-7. doi:10.1038/ng.3569 )
Buonocore, Federica et al. “Somatic mutations and progressive monosomy modify SAMD9-related phenotypes in
humans.” The Journal of clinical investigation vol. 127,5 (2017): 1700-1713. doi:10.1172/JC191913

© NogRwhd B


https://accesspediatrics.mhmedical.com/content.aspx?bookid=2674&sectionid=220538595
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=494433
https://www.omim.org/entry/617053
https://rarediseases.info.nih.gov/diseases/13108/mirage-syndrome
https://www.malacards.org/card/mirage_syndrome

