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Heterozygous defects in PAX6 gene and congenital hypopituitarism
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EH 72 FERAKATEDOIR A « S ITITFEFITE < OBER T H 2 VIXRYER - 03 16 M e
A —REEYRRLEE LTS, TALEERT - HIHERF OB FERICEY
t B IO FEREY TR T EMAERETIE (Congenital hypopituitarism : CH) % %
JET D2 ERMEISN TS, HiEH T H A ACHEHII4 T OCHE & 5 1

(POU1F1, PROP1, HESX1, LHX3, LHX4, OTX2, SOX2, SOX3, GLI2) %PCR-Direct
sequenceis 72 H (NI Multiplex Ligation-dependent Probe Amplification (MLPA) ¥k CHaZE
B HEHT L. B FEREBPERITZ/91=33%ICT RN L 2 HE L (FlF . Takagi
et al. PLoS ONE, 2012) . T 720 bAEEDOFIERK N KB AHTH Y, BIFE A THRA
DB F RFEDCHEIEICH G T 25 2 L 2@ REd 5, AWFSE D H B Ecomparative
genomic hybridization (CGH) array% M\ 72 Qe A& EZ b OB HIc L v . CHOHr
HETEBTZRIETHI L TH D,

TEARSMER 2 G OF L 72 EEFEYECH3 01 36 L OV FESE R BEPECHS 81 % il 2 728841 O CH
BEEZXRLE Lic, 2FPEHMRIT FEAEOKERZRD, 2 OAMRBR CTlREFRLVE
Yy 4 (GH peak 6 ng/mL Aijifi) ZMERINTWD, FERIKIEIREZ G OF L 72 EGERE
PECH3 061 % %f 5212 Agilent£:G3 human 180k CGH arrayf##t 217 > 7=, FEIEGEREMECHS 84
1 % 728845 TPAX63HE {1 fi# T Z# PCR-Direct sequencei’s & NIMLPATE CTHEAT L 72,
[ L - ZERBRPAXCDIERERNT (Vo7 =T —8 T v AIC kDG IEMRE, GFPRLS
ZUNRTICEDMENIBE, Vo AX T ay NMTXDZ NI BBNS, AT b
7 v AIZ K HDNAKSARE) BIT/R o7,

CGH arrayf# At CHE B REMECH306 H 1T IR D FE AT ZH & S HPAX6E L+ DT
AN — I A ETe310kb D~ T B EEGYER KA 1HIIZOTX2% & 106.5MbD K K % [Al &
L7, FEIEMEREMECHS8I H N 2 728815 TPAXGIE /1Mt Z 1T\ 1] TN116S 25 5 % [F] i
L7, BRAPAXCOERGITMEREN B AR & il L CTHEICIEK T LW, HIENRETE,
VzAZ Ty b AT NT oA TREREBEMEOETRHE N2 o7, N116S
ERAEGT HEERICIROIER TR D bz o7,

AR TUTO3DOF AN RH STz, T72b6 DIEBEFIECHIZI T 5 Y b K1
Y& B OB 132/30 = 6.7%. 2) CHERIZI 1T 2 PAX6GZ B 52 132/88 = 2.3%. 3) PAX6
ERGHECHEBF IILT L HIRERZ A S 20 (REAIREA) THDH,






