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HP G
http://wagr.ho-plus.com/
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Feingold

(2p24.3 ) 2qg23.1 (MBDS)
4pl16 (Wolf-Hirschhorn )  Cri-du-chat
(5p ) Potocki-Lupski
(17pl11.2 ) Xpll3-pll4 (MAOA,

MAOB, CASK)

web
GeneTests OMIM  Orphanet  Unique
UR-DBMS

GeneTests < https://www.genetests.org/>

OMIM <http://omim.org>

Orphanet <http://www.orpha.net/>

Unique <http://www.rarechromo.org/>

UR-DBMS <http://becomerich.lab.u-ryukyu.ac.jp/>

11

2.
“pathogenic”

38
Incidental findings

2015.10.16

CNV

2015.7.25

60
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