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Cypllb2
(P450aldo)

(X 2) PORE=TFREMT

intron 6

mutant (paternal)

731+1 B-DA

wild type

Cypllbl
(11 B -OHase)

Cypllal
(P450scc)

Exop 6

GUOSAGBAGTCOAG AT AGOCAAGT GO
g0 el

’ Intron, 6

210

Exop 6

BLEAGEAGTOOCAGGT OGA AR AAGT NN

Intron, 6




(B43) POREIFMENT : exonll (reverse strand)

mutant (maternal)

ArgdbTHis
(CGC) (CAC)

wild type

(514) POR BB

| 2. 3450

GAETAGTABOC GRG0 CTGOCAGSG C
420 pic g T4

3 « 5’

GAGTAGBGTAGDS OG0 CTABOCAGBS O
136 140

R457H

Splicing
acceptor site




(1) POREMEDKRY

Cytochrome C assays

POR Cytochrome G NADPH
Km Vmax Vmax,/Km Km Vmax Vmax/Km
WT 1.2 96. 3 80 0.13 68.9 539
+0. 2 +7.3 +0. 01 +1.6
14.5 9.4 0.65 NG NG NC
RA5TH +0. 7 +0.2

P450c17 assays

POR 17a-hydroxylase 17,20 lyase
Km Vmax Vmax/Km Km Vmax  Vmax/Km
3.1 0.45 0.15 0.66 0.15  0.23
Wt +0.03  £0.02 +0.06  +0.01
R45TH >8 <0.03 NC >10 <0.02  NC




EFEEF S —¥ (SIK) 12X 5 cAMP IR EIE T ORI BIH

it A% ek
KRR B e BERERF 7RI & v b7 — 7 BfgEE

Es .

BB R BB BWT ACTH > 7 F VD Ml 5 cAMP - PKA #5134 { D A
TUA FERBREETOFREA T T 5, WHENFF—¥ (SIK) dEmiEas
LIy PORIBREICRENIZHFEINE FF—E L UTHEEL 7278, BERIE
BEEME T IE PKA OIGHEIEIZ & o THE S, PKA THEMAL S L5 CREBARFERY 72
BIZTOFEHRTBEIHIH T 5 EHL N E o7z, SIK ¥ Y EALT 5 % ik
L72&Z A, TORC (Transducers of Regulatory Coactivators) &IFEN A L2
V—T12JE Y A CREBIFRWIZE LR K ¥ TH o7z, SIKASTORC &) VLT 5 &
TORC IMAMIHAT L, 14-3-3 1A T 5. TOME,. CREB MAF D EIZ T Difin

B S B o

A. HRED

BB EICBITAATOA FEKREEE
DBEIEFEBIT I, FTEEDP S 5w
N5 BB R BRI )VE Y (ACTH) 2
Lo THIE SN TS, ACTH 295 &
BB OREIEC D B Z BRI T
Bl HBAN2ZEA Yy Yy —L LT
cAMP 28 & &N b, Ml @ cAMP
BENS AT L E cAMP IKTEE 7 a7
£ F+—+¥ (PKA) HHEHAL = 1,
PKA W RIZENELET O LiRIcH 5
cAMP &% (CRE) I2#5& L Twa
WL H K CREBE O MAL 25 &2 29,
) VERIL S 7z CREB IR HE B L5 K &
WELT, 2OFRENEMLTOT Y
Ty =S EH T B,

BAFF NI 2HLNEH ) T LHE
fife L7277 v P ORIEREIZE W TR
FICFEI LT Lk ) v - b L F =
y7ua 5 A4 v % F — ¥SIK (Salt-
inducible kinase) % HigfE L 72 (1), SIK i&
N —RuNC F - — BB 2L, #0
— AT SNFI/AMPK 7 7 3 1) — &
MR E . £ DB DT DGR SIK

FEIE R ko Y1 Milakk® ACTH T
RS 5 & RFICHFEIND Z &AW
Molz, $72 ACTHIZ XA SIK #HED
V7 F IEEIZ cAMP/PKA 1 A7 — F
9Bk, SIK 1Z cAMP/PKA T
PEAL & L7z CRE ##IH 3 255, 207z
DIZIESIK D% v 87 8 ) v ERALIG A
PETHLIELWLNICE -T2 (2),
SIK (2 X % CRE #] ] 13, CREB/ATF
PAVERSDRSNOL TRES T G ! il i p SRl
L55DTHSH (3), FEBE YIMMEICE
WTCSIK #5583 S5 L, ACTHIZ X
BAT U A NGB R EL T OFE; )
& 2, L~ L, SIKICE B
ACTH A7 1 1B AL ZE BP0 431 He b
(B VAW =R SV

Z 2T, 40 SIK 12 & - THEHEmIC
D UBMb s ARG R FEL, FDY v
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