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e Health is a state of complete physical,
mental and social well-being and not
merely the absence of disease or
infirmity. (WHO;1948)

e Health is a dynamic state of complete
ohysical, mental, spiritual and social well-
neing and not merely the absence of
disease or infirmity. (WHO;1998)
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o BEREEMENARIEICE BERIEE 1
o ZERMADTHAAGE | BE(SHEES) DIRE
1. fERB7E0Y

s . ERE&H D
QOL T LI=EF4HF 2 Egﬂcﬂ)
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gene symbol gene name function disorder
ASPM Abnormal spindle-like microce- | ¥E2EERHIG, SR MMBAFTE /NERSE 5 &Y
phaly
MCPH1 Microcephalin 1 DNA &8 /NEEfE 1 &Y
FLNA Filamin A | #R1BREE) EFTEREE
TMA4SF2 Tetraspanin 4 #EPE%EE‘@%E@E)T@&UMEE MR

F**’ -I'ﬂ?o)ﬁl;j'b
RHRAD R E AP
RIEFERRE

SYNJ1

GDI1/RABGDIA
SAP102

SYNT

ARHGEF

TSC1

7scz2

FGD1

Qstyw ammf;?:.
igophrenin

LEH

Doublecortin

| Lissencephaly 1

Synaptojanin

RAB GDP dissociation inhibitor
Synapse-associated protein

Synapsin 1

| Rho GEF

Tuberous sclerosis

Tuberous sclerosis

| Rho GEF
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Ca DO, BREERIEE)

ho'GAP, BIZROME
i?ﬂX?ﬂ(/D?F%U)&
18R, 27 T2NBEOBFE
| SFTRNADET Wiz
BREENEEOLELDS

| BREENENHOHE
IPZUROLAF KERRET

Hamartin & tuberin DAEE R
| & Rheb GTP & PI3K OFSETL

‘ Rho GTPase AD&ES

Miller-Dieker fE{R &
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H

XLMR

BRUE

| X EgokaEE

| BBE

XLMR

Down EEHFHTHREIRER

kB

XLMR

MR

X ETH P BEE
XLMR

SEURIE, BRH
= : MR, GBI
SEERB MR, 22

ASPME&ELVIERFIZDLNT(ERD ENEE
BEZ 5|29 EGF)

HAHFED /N

DEILIZBE{%.

CREB

ATRX
MECP2

cAMP responsive element bind-
|ng protein

Alpha thalassemia X-linked MR
Methylated CpG binding protein
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BEFRERADE
BEFEROE, >+ T20
RBISEPX Y RAZADRZ

| Rubinstein-Taybi fE {&
| &

ATR-X fE(RE%
| Rett FEfREE

MR : fF#@ER%, XLMR : X EKE#E, GTPase : guanosine triphosphatase, GAP : GTPase activating pro-
tein, GDP : guanosine diphosphate, PI3K : phosphotidylinositol-3-kinase ; GEF : guanine nucleotide ex-
change factor, ERK : extracellular signal-regulated kinase ; MAPK : mitogen activated protein kinase




