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BE#(n=11) EBLB# (=5 HEE B
Fie 63.3+7.5 & 63.4=14.9 & -
1Rl (%) 6 (55%) 1({20%) -
BMI 24.3+2.5 kg/m? 25.2+2.0 kg/m? -
BESARE 265 mm 37114 mm 0.028
FEliEEE 9 (82%) 1(25%) 0.010
aNFJ—-ERE  13.313.0 pg/dL 14.8+3.0 pg/dL -
ACTHE:RE(E 11.2:8.2 pg/mL 9.7£6.7 pg/mL -

5.143.2 ug/dlL
7.4+3.4 pg/dlL
33.3+19.6 ug/day

7.3%6.7 pg/dL -
9.325.6 ug/dL -
47.5+25.8 pg/day —

1mg -DST (Ffi)
EMaNFS-0
RepanF/=i

BT rFmnsE 6 (67%) 0 (0%) 0.014
BAHEESH 4 (36%) 3 (60%) -
BHEERESH 9 (82%) 5 (100%) -

R1. BBEYT 7 )= v FEGRHEYBEGICKT 2B M ERLR & BB LR

Bl SCS BEHIBESICR VT, BMESBL LTI, BEOFEREL ., @O EERERD 2EH
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S8 63.8+9.4 63.1110.5 5% -
R BiE(%) 4 (80%) 3 (27%) 0.030
BMI 24.8£2.7 kg/m? 24.91+2.0 kg/m? -
BERAR 264 mm 31+11mm -
Al ES 5 (100%) 5 (45%) 0.020
abF/—-LERE 13.014.6 pg/dlL 14.9%2.5 pg/dL -
ACTHEGE(E 13.1+15.0 pg/mL 9.0%+4.5 pg/mL -
1mg -DST (F{i#i) 4.9%3.0 ug/dL 6.8=£5.1 pg/dL -

BZEaNFT =N

8.4%4.2 pg/dL

8.2+4.2 ug/dL -

42.6+23.0 pg/day —

RehaNF=J=l 23.27=10.5 pg/day

BE o FEnem) 3 (60%) 3 (38%) -
& M =& 6 3 (60%) 6 (55%) -
BRRLESH 5 (100%) 9 (82%) -
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FERBRENE LTI, BHIEGN 8% TH--DIet LT, BL LA - BTl 20 B E - 77,
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BRU., SAIREERA»PTHODIARSER
2.0£0.6g (1.2~3) L ZNIZEZL Bh o7
HIEFEEIZL.0E0.0KTH > 72,

E. #

AR BT 2BBRDVEBEOHRKEEZ LD
foo BInTHERERPREED " KRERRD
"ohicC itk V. WREORREDAL S
TEREVHL LR o7,

F. MIR%ER
Bkl

G. HIWBEfPEHED HEE - BRI
oL

# 92 LCAH OFR/\VE L FTEEE

AMRILE fiT

0 i TE BAbnESR

46, XY 10/16  22.6%5.2 10/10 15.8+43

(17-31) (100%)  (11.4-25)

46, XX 8/12 281162 2/8(25%) 13.6
~ (17-35)

£t 18/28 25.1%6.2 12/18 156+4.1

(17-35) (67%) (11.4-25)

IR ' 17 1 1

10
i 20112 (0-35) 12 1 206 (11-31)
B (R D) 0/17 0/1 0/1 0/10
46XY/46XX/T 8] 7/10/0 1/0/0 0/1/0 8/1/1
ElfaN R 3/9 (33%) 73l 3/5 (60%)
pihdas 0.0+0.1(0-04) 01 0 0.5£2.9(0-6.1)
BRI 6/8 (75%) HY 2/5 (40%)
BTIR 4/7 (57%) ) 3/5 (60%)
FEIENTE 7/8 (88%) #HY 2/4 (50%)
BRAKEAR 477 (57%) - 4/5 (80%)
av? 2/9 (22%) H 2/5 (40%)
EEeRlE 12/13 {92%) #HY 6/7 (86%)
FIBEGRE 781 36l
SRR/ E% BT 2/2/3 0/0/3
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#3 3B HSD KIBSEDEEKE

JEch A
FERBIEL 4 5
FHh 19£10(4-25)  28+18{13-54)
B Gt 3/1 (B75%) 0/5 (50%)
HIEEH 0.110.1(0-0.3) 23114 (12-45)
BT RTDY 3/4 0/5
IERIENH 1/1 (100%) 0/5 (0%)
BHTIR 1/2 (50%) 0/5 (0%)
FEENTE 071 (0%) 0/5 (0%)
BrAFER 0/1 (0%) 0/5 (0%)
REBELE 3/3 (100%) 074 (0%)
EE 1/ 2 (50%)
FRETH 1/ 2 (50%)
{=EEER 0/2 (0%)
BRIZAEAR 1/1 (100%) 0/2 {0%)
PRERS 0/1 (0%) 0/2 (%)
£E 0/3 (0%) 5/5 (100%)
BiZg% - 2/3 (67%)
ElEqiv 3/3 (100%) 0/5 (0%)
GCIE S 4/4 (100%) 3/5 (60%)
Mcit s 4/4 (100%) 0/3 (0%)

#4 170 0H KIEEDMKE

EtinN=5) JEPlL JEPl2  ERI3 fEMlA SERDS
& 26%15 8 21 35 19 46
Eredidtis=1{:0) 0/5 = = =8 i =8
FIAEEM 9.3%9.0 0 3.6 5 19 19
BT FRET 2/5 Fi3 =l Fi3 Fi3 "
46XY/46XX 4/0 46XY  46XY  “BH  46XY  46XY
EILE 3/5 (60%) & Ei3 " ] =
BETIR 1/3(33%) & & T i3 Fii3
FEREINTR 1/4 (25%) =] &  TER i3 Fi3
WELY 1/4 (25%) = = T8 Fig i3
REBRALE 2/2(100%) & H T8 TEE TR
=157 N 3/3(100%) B " TEY TEd =l
f2EmE 2/3(75%) & B T8 T8 F
ZORTERRND 2/2 (100%)  — - - " =

#5 POR EBEEOCHFRE F6 AHC OKE

SEBIEL 17 DAXIZE DAXIZ BT EAFRNE ACTHAS I
R 104173 FiE 4 22 9 10 1 15
(0-23) i 17+12(1-40)  15+11(1-34) 14+ 12(2-39)  FB8  16%9(336)
PELb (26 413 PR (B /40 22/0(B100%)  6/3 (B67%) 7/3 (B70%) 1/0 7/8 (B47%)
26X/ 46X/ TR 3122 FIREL 241+46(0-18) 0.6+1.6(0-49) 1.6+23(0-6.2) NS 3.8+8.0 (0-31)
Py Aiteo 1R LA DO RIE 7/22 (32%) 1/9 (119%) 3/7 (43%) El 7/14 (50%)
(0-17.1) BRI 4/18 (22%) 1/3 (33%) 3/6 (50%) Efa7alL  2/10(20%)
BIETRIFEE 16/17 BEHTIR 13/16 (81%) 5/7 (71%) 4/5 (80%) L 6/11 (55%)
BS 1B 3/15 (20%( FEENTR 12/17 (71%) 5/6 (83%) 4/6 (67%) 7L 5/9 (56%)
BT 2/13 (15%) BRoRIEIR 11/16 {69%) 3/6 (50%) 4/6 (67%) 73l 8/11 (73%)
HEEITR 3/14 (21%) av?y 5/17 {29%) 0/5 (0%) 2/6 (33%) 3L 4/11 (36%)
BRAEIA 1/14 (7%) {EmiE 3/14 (21%) 1/5 (20%) 2/6 (33%) 3L 6/11 (55%)
SER R 3/14 (21%) HEBZRNE 20720 (100%) 8/8 (100%) 5/6 (83%) 3L 13/ 14 (93%)
Lt 1/15 (7%) NIRRT 2/20 (10%) 1@2 )((25%9;2)\ 0/8 (0%) HY 1/14 (7%)
iz z%:t% 3 :;:;’) ACTHE {8 19/19 (100%) 8/8 (100%) 8/8 (100%) 3L 12/12 (100%)
SETE 274 50%) LFV —ILEE 9/17 {53%) 5/6 (83%) 6/7 (86%) 7aL 11/12 (92%)
s, o7 (0%) TILE2RFOEE 5/14 (36%) 2/5 (40%) 1/5 (20%) 7L 1/12 (8%)
pre— Py PRAGE 13/15 (87%) 4/4 {100%) 4/5 (80%) 3L 6/10 (60%)
Py oL (5% LH/FSHIEBEDEIE 1/4(25%) 0/1 (0%) 1/4(25%) EE 1/ 4 (25%)
artley BrerEIERE 1415 (93%) B HTRE 11/16 (69%) 3/6 (50%) 4/10 (40%) TEF 7/ 13 (54%)
— GCRE5EDEE 22/22 (100%) 9/9 (100%) 10710 {100%) 7l 14/14 (100%)
170HPE 11713 (85%) MCESHDEE 20722 (91%) 5/9 (56%) 9/10 (90%) 5L 0/13 (0%)
ACTHE B ‘ 6/14 (43%) P
BIENBRZ A 1/9 (11%) PR E RS 1/11 (9%) S £2/3 (66%) - 0/9 (0%)
G5 11/17 (65%) o1
MCiz S 1/19 (5%) hCG/hMGHEE 6/9 (67%) 1/3 (33%) 0/3 (0%) - 0/8 (0%)
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DFEBRIEROELEEBRFERTHY . FERHICHATE, EF- M) ULAIME. &4V VA
ME#2BT3HREBETH S, S TRZFOHSTFEBENRAZEEL/:DDIT V0 TICHED
BV, SE7ZNVIATaYARBERBED2HOTIVRATa  EREBEEXI— RT3
CYPlIB2E T ICERZREL. FORKEZHL»ICTEIEHNTE,

A. WIFEHEHK

HREDZATaA K (Ald)EREERRIBIED
FT, P7VRAT RV ERBRBEIRTH
5, CORBREFROEZERRERETHY.
FAERBICHIAAR, K- MY U LMNE. &5
VU LMEZET BHEETHE, A THTE
BERREZHELI: DRSS ETHRER .
Z Z TR TONFREFNRRZRETT5 L
LYz, ZOEBOMRE, RPATaA N
OERABECOVWTHEH 2T I ERERNEL
72,

B. W%

FrA BB ENaliE, JKIME, WL FR%
BL72HicBW T, CYPLIB2EET DN
TV, FIERERIC DV TRin silicof@htic T
FOMBICEZ AR ERET Lz, £ 1EE
TOAIARIBRE DB W AHBED IS DV THETL
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SEGIL. ERR4084H. HAEMRE 32628 H
£ 5K 50cm, £82, ACHITER., #HEHE
MAR%Z EFRICABRRE, MERETMHENa

13130 mEq/L, MK 6.4mEq/L, PRA 155.9
ng/ml/hr, Ald, 10.4 ng/dl, 1 EIERDEHDA
T4 R TTFAFarsFairau,
2V a A7 a REYNITEM. AldREY
HIERELT, CYP1IB2ERTFHENTDIERT
Ep.W45X, p.R3BAX D_DD#&Ea Ko~D
EREZHEEL, p.WASXIZRXH¥E. p.R384
XEEHETH 72,

FEFI2. IEELPICTHE, ER2BEEHTA
L VIEM, WAARDD, [22HAEZOEC
2515g EREDVDH Y. AbiFEE, Na 125
mEqg/L. K 6.7 mEq/L, pH 7.306, BE -7.6,
HCO3- 17.6, ALD 18.9 ng/dl, PRA 7.3
ng/ml/hr¢d o7z, CYP11B2:#E =TT DOFE
F. P108L, RIS1W(EE) AR % FE L7z,

D. EE

SEAARBIEICB T, Kika Ro~NDZ
B TODIALVAEERZFEELR,

#ika ROADZEREICK Y| nonsense me-
diated decayiZ & Y mRNADFIERS g\ & &
Zbh. PECRREREEZOND, FHHIA
+ > ZAZ5 8 & $ Polyphen2 D& H HEREMAT Tl
T, HEEA LTS, FRCEREEZ
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EHCYPLIAIDWEHR ZM Z AT D16% B L U3-8%ThH %,

A. HIREK

a VAT u— LHIgETIEEER (SCC) X, 2
VATa—)VETIVI R/ ailERT 5,
ORISR AT A RERIVEVDEERDOFE—B
BThslicd, FBEREMBRETLL, TTO
2584 RRVEVOEERDPEKETT 3,
SCCRHBREIX. ABEZR%Z 21— F ¥ 5CYPL1AL
BEFERICLVRET 2 EREESEEENE
BERTHS, PMEFEEHRLEETHY., &
EZROZREBOFRICHET 2HMEI I
TIT7ZR,

AR TR, PEZRTRBEBOFKR 28]
2. ZECYP11AI D¥EER BRI L7z,

B. MEG

MR NRIE, PIDROREEERBICHE LT
SCCREREDOZRIFITH Y. CYP1IALER
FOpAISVA TS A PV IIERB LW
p.R35IWS 2+ v ABROHEAE T nEEh
Tho7z(1)s

DAIBIVATS T A > FEECYPLIAL D
BEfEMNT © CYP11Al BEFOEILf > hah
LEAA b s E7:h35EcoRl B FEL-1

W32V Dp AIBIVATS5A LV IEE
ZHRHOMSBEAL: (1) BEREB LW
PAIBIVATS S A TV I/ EREEL-1DE2L Y
YV IZCYP11A1 cDNADS fll% . 42V
> 2 CYP11Al cDNADO 3 fil # & L .
CYP11Al1 cDNA O 5 1-22 7 YV Y& .
CYPL1AID#E2A v hu, B3IV, B
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IV a5 BZHERE X UP.AI8V
ATTA4 TV IERECYPLIAL I =B ET 21F
L7z,

VRZ7 =227 £I22000% VT, BHAERE
JOERIZEBEFRZUVI TRV REFT 2,
DT RV RFIUBTEERB IO B
Steroidogenic Acute Regulatory Protein
(StAR) #H 77 A I F & & b(cCOS- 1Az
BAL, —BRCI_BEF2REAI Y, M
25 RNAZS L. /=Y T7ay MEE
L U'RT-PCRETCYP11A1 mRNA% fi##r L
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T B0, BERFOSV IR/ a i ER
L7z,
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BEMRAT - 2R L7z D, /=¥ Tday
NEST, FAERD5DCYP11A] mRNAZESE
BLEREIZBEET»LDZENEICERZRDOL
»olz, EEHI— FEEZ &L CYPL1AL
mMRNADRT-PCREYI D — 2 T2 A fEHi T,
WA I ZBETCRIEERRAT TS IH
bbb, BEIZBRETFTREHROAS

FATUTEED)VRD LN, BRI
EZFHHEEMRNAL BEMRNAYEE I D
& ZFANB 12, RT-PCREY %#pCRIS
SAIRNIZua—=r7L, 4finra—
DIREEFZRE LTz, 1127 0—2(20%)T
ATFAS L ITDBEETH Tz DIR LT,
437 a—2B80%)TAT 54 > v TEENR
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B3 RLzE I, v AL Tay ME
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BEHRTOS VIR a EERPERE L
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£1. BEORZWATR

LH (mIU/ml) FSH (mIU/ml) Estradiol (pg/ml)

10 0% A 0.5 2.7 <8
12 9% A 2.1 3.0 47
135k 4% A W

13w 52 A 6.8 7.6 18
5% 8 » A 9.5 2.8 113
158 11 » A 15.9 6.8 15
167% 4 % A 22.5 7.4 16
16 5 10 » A 22.9 4.4 18

B 1. 15 BREFICHETT U 72 IE5E MR 8
REMIAEFIE BRSO ZERMIERE (46X48x61 mm) Z<1, AUFEICHEE 30 mn
BELOI8 mn DEEEIEE 2R,
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5 B tetrahydrocortisoneft (PTL/THEs) 12 & ¥ C210HD+NC210HD+PORD % TH170HP+
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