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F1 HEEHER
HERKE (o) N
ERAR .a@ @E)  AGA SGA
35 2233 (1200-3730) 47 20
36 2371 (1275-3464) 101 23
37 2691 (1371-3776) 203 22
38 2882 (1666-3946) 317 22
39 3002 (1889-4148) 335 21
40 3162 (2250-42000 317 8
41 3226 (1788-4248) 155 7

M2 A7wvA M~y
|_1Eu0Hpregnanolona. 210Hpregnenolone ‘
l 15p,17a.-diOHpregnenolone |

DHEA, androstenediol, 16c:OHD,
16pOHD, 16oxoandrostenediol,

ﬂ'ﬁ HE & ﬁ androstenetriol

Pregnenolone = — 170Hpregnenolone —*

. THE, «THE, 20aCtl, 20BCtl, 520pCtl, |
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#22  AGA » SCA OFF AT IR th 2 7 v A PRI 40 | 25 G PH

1) cortisol {£iH¥
SGA AGA
N min median max N 5%ile | 50%ile | 95%ile
35w 19 2.7 46 10.8 40 34 6.6 131
36w 19 33 4.3 13.5 95 29 6.5 15.0
37w 17 34 6.7 13.4 191 33 59 1.6
38w 22 31 71 325 289 3.3 59 121
39w 20 35 6.0 95 313 3.7 6.7 13.8
40w 7 49 6.8 13.5 299 40 75 14.4
41w 6 22 76 20.1 146 38 5 14.9
2) aldosterone {£5H¥
SGA AGA
N min median max N 5%ile | 50%ile | 95%ile
35w 20 0.03 0.15 167 47 0.03 0.15 0.51
36w 23 0.02 0.13 0.35 101 0.04 0.15 0.57
37w 22 0.03 0.20 2.06 203 0.04 0.14 0.57
38w 22 0.03 0.27 1.35 315 0.03 0.16 0.55
3%w 21 0.07 0.21 1.19 335 0.05 0.22 0.84
40w 8 0.08 0.34 1.05 37 0.07 0.28 0.99
41w 7 0.1 0.43 3.76 155 0.09 0.36 1.08
3) pregnenolone X4
SGA AGA
N min median max N 5%ile | 50%ile | 95%ile
35w 20 1.3 15.3 118.9 47 10.0 57.8 139.5
36w 23 34 10.7 161.2 101 12.0 431 140.3
37w 22 3.8 10.8 167.1 203 8.1 36.2 104.1
38w 22 31 15.0 549 317 5.7 21.5 834
39w 21 1.5 6.7 28.5 335 4.2 12.9 57.2
40w 8 2.3 5.0 97 317 34 10.2 46.7
41w 7 29 6.6 20.0 155 29 8.4 30.1




3 HAEEERRA oA FOaT (15 39 #)
cortisolfCIP aldosteroneft ¥

100

0 1000 2000 3000 4000 pmdwh 1000 2000 3000 4000

SGA AGA
3 M RFOSFRE

S (mg/g creatinine)

! P
: e ()
1000 2000 3000 4000

(B4 HAEKRESRRAT a4 FO454 ({35 8)
cortisol{fS P aldosterone ¥

0 1000 2000 3000 4000 pre.gne“oloneftmb 1000 2040 3000 4000

1001 _ : #2704/ FRE
! (mg/g creatinine)
10 | TR
BN HEE(g)

0 1000 2000 3000 4000

M5 SGA & AGA DE# : TS

cortisol X3 * p<0.05

. 10'* *
o
I
g 6 ISGA
% 4 ®AGA
B
g 2

0

35 36 37 38 39 40 41
e A

— 14—



€6 SGA & AGA D H#E - BRtkiE

aldosteronefCE#HY  * p<0.05

2 0.5 ¥
= ™M
= 04 |
= ch (i
o 0.2 | EAGA
B
Earllll\
0 | i

35 36 37 38 39 40 41
e E

K7 SGA & AGA MH#E : MARE
pregnenolonefSBHY  * p<0.05

| WAGA

07 I— i

HHLE R E

g5 | Rl
S 4 | EMSGA
[=11]

B

£2

o
SCocccooo o

35 36 37 38 39 40 41
T ha 3




T B SERPERITE ) A REIZIRAE D

WA, N AR

B BT
ESrE EREY ¥ — N R B E R E T p i s e
(WF7E %5

STAR ZERIZ L H5ERKMUEIT U KA FiBFAEO R IIRIAEEO® T LZERIFL, F
A TR U R A FBERUED BTz Tk, UM E ARk, #ITL, 1ERRE

2G5 Z AL o T,

A, WFRHM
Steroidogenie acute regulatory protein
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(Baker BY, et al. J Clin Endocrinol Metab,
91:4781-4785, 2006), L2L, Zih & BIRSE
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STAR i#t{s7-A2tT . EF 1, 213 R188C ER
& Q28X EROEE~T nESEThHo T2,
SEP| 3 11 Q258X ZER & R272C ZERDBI A~
T aEREThH-T, fEM 4 1 Q258X AR
L R2I2CERDOBEE~T oA TH T,
R272C 2RI Z N FEFTICHREDORWVERT
ot

FEHEARAT : R272C 22 StAR OfFMEI LB AR
StAR @ 35.0% T~ 1=,

PERREEEE (% 2) : fEF 1 (16 W) OSMERIE
Tanner 5. HiHEZEH 18 ml Th-o7z, Mmik
FSH, 7 A AT o FER Tho7-7, 1L
W LH X E8 LTV,

FEM 2 (10 50 O/M4EZHE Tanner 1 (RTEA
#) ChHo7-, M LH. FSH., 7 A F AT
o HATREY L~V Tholz,

JEM 3 (30 m%) D#MAEZFIE Tanner 5. A
AT 20 ml, EREAHIE 12m]l ThoTz,

Mmi# FSH, 7 A b A7 1 ALEH Th o727,

i LH i3 E5 L e, i CRyit i,
BT IER OB IR IR (S T LTV v,
FE(] 4 (36 %) OFMERRHE Tanner 5, FHAE
it 20-25ml TH- 7=, miF LH, FSH, 7
Z h AT O ATEE Th -1, HiGRE R
TR, FHFIRE, HAEILER ThoT,
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PRIC IR Rk L. #1735 2 & Al
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# 1. FEHHAYEFMRIE U R NBEAUERSE ORI R ERER OERARTR

iR | EHI 2 fEM) 3 FEH 4

7 £ L B2 B

FAE S 8nA 128 1M 4%

HRIER BFELE. TH BFRLE BRLE BRLK

ACTH (pg/ml) 1900 300 4600 »6000

Cortisol (ug/dl) 1.7 6.6 2.4 LT

Aldosterone (pg/ml) 52 410 59 64

PRA (ng/ml/h) 42.7 n.d. 3.9 24

Na (mEq/1) 138 127 135 142

K (mEq/1) 5.2 b.b 1,1 4.1

Cl (mEq/1) 98 95 106 109

n.d. : not determined.

# 2. FIEHBAEFIERIE ) A1 FBFRGERE ORa OMERERE

fERI 1 fERH) 2 fEH 3 fEHY 4

Balilggs 15 i 10 i 30k 36 &%

Tanner Stage 5 1 5 5

[H (mU/ml) 11..2 0.4 9.8 4.5

(2.2-8.4)" (<1.8)° (2.2-8.4)° (2.2-8.4)"
FSH (mU/ml) 7.9 2.0 6.4 4.0
(1.8-12.0)" (0.95-3.57)" (1.8-12.0)* (1.8-12.0)"
Testosterone (ng/ml) 3.6 <0.1 4,5 6.7
(2.01-7.50)" (<0.1)* (2.01-7.50)" (2.01-7.50)"

EE (n) n. d. n. d. 6 4
>2)" e2)°

AFRE (x10"/ml) n. d. n. d. 14 120
(>20)* (>20)"

AFH (x107 n. d. n. d. 84 480
(>40)" (>40)*

nd:

not determined: ( )"

normal range.
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ACD #{=

FHBIEXN, F 2T ACD #nFo e MMeRERIBEIEAEROREIZAR 0 2 52Tt L

=

(FFFEHT R FeRPEOBIBEAL L B S - B#F 46101 FRaf) T + ACD BB T ZA#HT L 7=,

(Ff LB SEIORNTIXACD BETF 2T L7225

EREFRETE o7, acd =7

AIRIWER, HEROEERETT, £oMEKRELNE S, RERELTT, TORERE

Fo e bkEn 7o ACD #BET bIRIE SN,
F i AT OREIC L HICRIPERIT Dyskeratosis congenital Th 5, B

I P1EBTHHT=,

ZOMETIEYITT 1 A 7 O - LB P

AR L LCiE, dsdic o aRiiE, K. AR Teridh 5. ELICFERRET

2, (iR, RS, B XA mbh TS,

A EIOREHT R TR ETERRLN b F

BNRE RS, ARRE L e RERE R L TR T AT RERB L OBRELEZ LD,
62 ACD BIZFORFIZLD LOMPELITRNPLETH S,
(@) £ b ACD #HYAETHBIRHIERA AR = v TREMEIEL .

A, WIEH®

SERMERIBMEIE A & XM, Wi
Dol HFEEN D, XS E A AR
ORE, BEVERTHEEL U/ Mia s S ET A 2 A
ZThY . FOKAIZ DAX-1 BEIZLD. #
et (MRS AGE IR E SRR, R
J@D1H%% 388 miniature form & HIETRS
2, FTORRIIAHTHS, HHEY 7 RAOER
ARSI & 5 e RERIB R RIEO BT
BIETFHARESNZ, £ TEDOL biERY
Tird ACD BETA e dAEFIRITFETF AR
BORRIC/ Y 2 A% B LT-

B. WFR ik

TREORIBIERK B/ -BFT

StAR, Ad4BP, DAX-1, SCC, MRAP, ACTH-R,

POR #nF7231 < TIEE THh-1- 4 $lQ1 [z
=T Elr[uﬁ?ht 04 7 h DNA 2t L

PCR i MV vCE k ACD #f=72A#T L1,

SRR RO T2 T LR E K
MERSOKBAHT, JWiiciRAL, #Fi
[CTFREES-

C. WrEfks®R

SEG] 1 CERAE 12 kT, RRTAHOFEN
BEFRENHY, MK, GHRILE, (Kb,
& b U o AfSE, #IF = — TR
HEC, ERMAIBEEREDOBM T, A7
A KBakG, AR L EFRRRRRROMES &
(4SD)# 2 LT 5, HFOEHIE, X720
Fiil, ARV ERA D5, E-mREE
MR L 30 5, FRFETIL A VER 2 T2
FEAS Y . BN FEHL Th-T=

FER 2 (1HE 10 %P7, FRTHOFEN
BEAERDT-, 1 RIAH L (RibERFS
ZL, #RalCaFELEN ST, W TR



RS R R RSAEIR T & 32 L 7=, i 3, 4 (3R
e, FU<FEFRROTENBETAL, {Kin
B A B U O AlfEA R L RIEF O < |
S RMERBHEIZAGEDO BT, 81 FOBIRICE
2 AT, [ERIEERLIBDT., TOREAL
EEEATRL TS, 82 FIIEERPATER
BHARIEL, BRAToTWD,
“HHEOEE LY DNA A4 L, ACD itz
FEARNT LTS, BEREFRETEX -7

D. & %

Adrenocorticl dysplasialacd)~ 7 A | X5 R ME
OFIFHEER. RO ZE 7T, o4k
AR o R v E L AR LB
PRUCHA, FLVREESZTT, TORE
BETL LTCacd fmFA7 n—= 7S
b bREr /' ThdH ACD #fm 113 16921.1 (2
fFHEL, TOMREGTEDIIREET O AT
AL, SRR VAR P I P1ERHETHS
fe, 70 AT OMEEHERZIT -6 R’BHED
BEICL DN EMERIL Dyskeratosis

congenital (DC) Téh 5, £OEEARLER & LTI,

A IO EFRE. TVERTF2. &R
8 BRI 0 D £ OfRSTRSEEERIE,
TENBERE, B, RPN, R
L LN TV D, SRR IRIEHE
ERRLSMC b FEARE R R, RERER Y
Hea IMERA R L TEY . BIER 1 13ERE
%, JEG] 4 (TERETE, TERMSRET A,
FuATREERLOBELEL O, L)
L. SEORNCIIERYRET HZ LIETE
Iehoilc, ZHHOERD ACD B+« P 1
Pl1EHOREICLDbONE 2MIVED L
= AFRHTH S, BEORE TR O
e LTRSS o A 7 — PRt R L
6 BRI T AR RAMES CTh D Z L HVlRE S
nNTEY, BIBORE - pbE7a AT LH
LA ) BHET D ATREME L 5.
S EOLRABHNBYETH S,

E # #
b b ACD MBET-HBIBHEA A B = T THE

Hidbiel L HAEIOIFETIHEO L EZ bR
e,

F. it e fe by it
e
G. WFRR%E

Okuhara K. Abe S, Kondo T, Fujita K, Koda
N, Mochizuki H, Fujieda K, Tajima T. Four
Japanese patients with adrenal hypoplasia
congenita and hypogonadotropic  hypo-
gonadism caused by DAX-1 gene mutations:
mutant DAX-1 failed to repress steroidogenic
acute regulatory protein (StAR) and
luteinizing hormone  beta-subunit  gene
promoter activity. Endocr J. 55:97-103  2008.
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HRE K7 Ad4BP/SF-1 [3BIBREICBIT 2 AT 0 A RAE L BEAREAFIE L, RRH R
FOEfE CEEAEEAE - TVW5, ZhETIcFiy 12 Ad4BP/SF-1 @ ORRIRE R IZH
AR AN AR L LT, IBFRIE B ERE L, £ LT, ZOEF%E
VS = & T, Ad4BP/SF-1 #BFRIBI- BV CTHEHIMNCHIR T D hF A AV =y 7w U A%
VERE 7=, PTEMED AJ4BP/SF-1 BIGFLTFET D EMb. ZO M F VAV =9 I v T AD
BB CIHIEFRORHARLL D Ad4P/SF-1 @IGFORESMFTEH, BRENZ L1, Z
D7 ANZIEARORIT X 0 SEERIOMERENI S, RSO BIT ASM - e B BRI S Uz,
=~ ORFHERIG B D A 1 =KX K250 T, AJ4BP/SF-1 ORBE (M=) &6 FEE
DREX SOBENLRI L, FOREE. Ad4BP/SF-1 OREEE (im0 (26 L TairalE
ORFBEIN-, Z0OZ L, BFEIEICEV T, AddBP/SF-1 OFE5H R a8 B

ZABR T S ARE T D Z L 2T LD TH T,

A. WFRHEHM

REAERT 5T X ToOMREFIC L O, Al
BHFEL—EOKRE IEFSTVD, FFAKET
I3 Ad4BP/SF-1 =0 REHEME (B{ET8) H
BB EOKE 252 58T LT

B. WLk

Ad4BP/SF-1 iz OFRIE R E
S—DilE Fio Ad4BP/SF-1 HEAFHHET S
TI7AI FREMLI., ZO7 7RI FERW
ThIFVATY 2=y 2w A%{EML. KR
W REH T Ad4BP/SF-1 Z5&HIZEHT H~ T A
il ORI RATE R B EERD
FHROTEREA TR HNT=DO T, BIREHO~—
H—aT & LT—EDOAT A FRAEE
A B ERAE T-OFEH4 in situ hybridization ©
SfEdta| TRt L7z, £7=. Ad4BP/SF-1 D
Bz T~ v A2 B NC M33 ln TR~
7 AZ vy, Ad4BP/SF-1 O3EREEIENHSH
BEORIBOWRA RS L=

(R ERd~0ORE)

AKERIZIZ T AT =y I= U ARBT
(it~ O AR VWS, 2TOE
BN EM s EE M- TIT b7,
IR AR L N R 2 B 2 OAGEA
Br-bOThD, FRRICHEAEZ DNA $8iC
ST, ARz DNA EREE SRR A
iﬂ‘f: ity 0)?&)60

C. WHEkR

PRI EIZB1T 5 Ad4BP/SF-1 Oai|
RIROERR~I-L 25, EFORIBEEL
Sz, L0 SEEMA R A BOR O MR A fR
WU BIgAT oA FRVECVEEIZARAKR
72 P450C21 %8 % in situ hybridization (=
TRMLEEZA, ZOMIICERSBEHEN
1. E-TC, ZOFEFIE Ad4BP/SF-1 O %
HERPMRIE RO TS T 5 Z L&
THOThole, —F., Fx i1 Ad4BP/SF-1 78




A2 1) D1 & El @GO RA 0 L TH
L T R 5 o 4 s % T o | DI G T i i
AEBTIERAIEORBEREOIK.
Ad4BP/SF-1 O¥HE (B8 (2kFT2
E IR,

£9°, Ad4BP/SF-1 =T~ 7 22 H o,
FEXE (#ETR=0), ~T okl (®ET
i=1). 4% (R=FR=2) (20T, B
(FRIBZHE L L =4, FEXETATIE
HERL AT u X~ VAT MEL TV
7=, M33 #{nTaldfE~ 7 2BV T, B
REIZETS Ad4BP/SF-1 ORBENIEITH
TR HE L b, BIBREL/MNYELT
VW2, £ZC. Ad4BP/SF-1 @z~ 7 2
O~7 1 KIIZIBV VT Ad4BP/SF-1 #nF4
REER AL A, ZOEFEOREZIISH
ERREXDOREIIZBD LN )T

D. & &
BEEFBEE~ T AORBB OB NG,
Ad4BP/SF-1 ¥z 1 38 R E O LD
EEERFTHDH Z EAHBNIRSTU, L
NL7H 5, AJ4BP/SF-1 23X D X 5 7iéiE%
BT 5 Z L CRIRBCADOIZAZ L TS
INIFERTéH -7,

AHIFZE TGRS R = o —
VY, PRI ORIlL C Ad4BP/SF-1 A58
B XH5H Z LT, Ad4BP/SF-1 ORI R
RRICEIT HEA R LI, ZOER, EXO
M LM BAMEORETZ AR L=, IR
T. Ad4BP/SF-1 O%H K (B SHIE
FROKE SOBREZRM LI 24, BHE

(BETE) |25 U TRIREEOKRE XL
TAHZENHENNIR-T=, LA, R2i1X
Ad4BP/SF-1 7 HfaEhsl -l B 244 7
) D1 & El @MEFORBAKETL - L4
HoMhicLTWwWER, 4B ORI
Ad4BP/SF-1 O#HMA Y1 2 ) D1 » El
DORBRA BEAFNTEE LT 5 Z LT, bty
(AR A TR LD Z L AT 5 DT
hotz, —FH. oL LRAREMOMIC,
Ad4BP/SF-1 OB iko LR, Akt

Ad4BP/SF-1 OFBFAMEL = R R 2R Y
B i)t Ad4BP/SF-1 O3 3EH O =8
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