TR 5 SRR L EERR
[PR A7) ==V TV RT LD
il K %I B 5 B BT

TR+ AP Y= VAT LAOERNE - FIHICET SR

sEmRE B HE R

BrthE BAEE AHERE BRILH
—f& X, K EaE, RHFW=
EHACD TEME AHEX
HEEE ERED BRERER

1) HwEEHB v

INBHIT X + A7 D) —o 2 FREBEINEBENOE EDICREERARRSZEZHEILTNS, UL
ERoT, REBEERETAFITRIEBHATCLST, YA+ AV Y-V TRESNERBRENE
DERERBERBRACRSTVSD, Thbs, HORBEHREZBEBTSLENDD, 5K, YA - AT
Yo YA TREEN, BERICE DIERETERERLECEs THREOPEH S0 > bo—JLRRR
IR S & v ¥ —FIPKUD & S REERNEENS, TR S - pRitREnRThid
BN,

Fir, 00— TFTEAA R E>TIYA - AY Y —= VT OFENREL K BRINBEDHIZIThA
EHTOBREDREDER, BRESRAE, ARERREMECIERRTFEEHTISNENDHD, TOLDIT
ZEBHBRENARIARTD S,

OREONEETA « AV Y=V VAT AOPRTEREORER - B - RS AT LRITBEIREZ H.0
EUTHMEE, RERE, BESEOBHCLDE OMRTHENABICEEIhTWS, LiL, 7
BSR AL & U TR S, BEHE, R REERED 5 Z0BEREPRAE S AT LARRER - B -
BEY AT AL TREMIC MR - BE IR TR ERVWA RN, Xk, BIFREZECBLTIIZR
NBEDPEIBHTHBEOTFSANS —2RETEIENDEATDS.

ZT T, EOEMEETIE, BE, HRINAEREIEBBRET A « A7 V-V TE2ETFVCLT,
SEINFREOESEMIEDOLID LT D, EBEHOR, TIAIN—RE, 1>74—A5FK3
S MEIWNICLTES D, v —FIPKUOFRHIZEDE DI BV AFATHAERVWHREZHL
U THEZERE L,

(2) ©FZE 3 O H K
<5 EprFEE>
2 B R B3 (@EX-NIR
<BHFEHHE>
K ¥ B GBTEEREETRELIS)
AtE B O QRREX - /NERD
¥ OB 3 B GEEOK - ADERD



- & X CRERAR - /MERD

Ko @ 85 (LREX - /NERD

MOA W = (MRNRIZEBERE>S )
& H #@ 2 @HEEX- /MR

T B M E GEREHEKX- M

A H B X ERINEILIZIESERES )
BB B O (K- ANERD

o & = (hilEER - NERD

mR E R (GEERRA-AER

(3) B &K KR

FEEOERHEBRBOFBEZUTIORRD, FHRMERHEREFCEINTH D,

DA AP U= 7 ORBAES AT LAOEERE : HRYUSFEEBREADTY > 47—

gk, Wi, RH) )

174 OUENFIRT 520 HBECBI 2 BIRE S AT LERE, RANL, BHRAES AT LESERE
VI AHBBIISEEREZRETIEANTERBLE, YA« AV UV T RBEOFERS0X E DR -
7. BRINVEOBYOBRKETHS, EREZOZZHBOBEBANY AT LMEEN TN S DIX20%E DN
fro BEKREE I ABREBRBEAFETREETS VAT AROXTEBIN TN, REKE, ZER,
FTEGE S O R PR, BEBBEOWT LS 5 VITERD, BEHRERSCEREL TWS EBEbhi0ik
HWT0%D EBETH -7, BRINEDTRABICBNT, BEOTSANY—ZHER T 3EE S H 5 K,
INEBERBEEEZRATSHOHD, B THOE. ULORERIVKROXI R ERZ. (DBEEHFR
NS AT LD EHE, BET3X5REENVETHD, QBEHFRIEOEFEEBRETHREI
THRENRD D, QEEEEOZZERBEZIVOR LOHBITILEND S, DEERREROTED
BEMLTOBREOTIANY —OREERRTEILERD D,

2) R ERIB BB RE O SEBRBHAES AT A

(2E, &K, HHE, BR —a, kb, &3, BE, T2 AH, 95, B RE8)

REERTITANS —REREHRLTROBAS RN TRFRBREROEBSHNEEER L 2. Tibb,
RN SBREMEAERESR ST 2EWEShYE, TOREECETVW TEMAERKEZREHBEZNLT
HEHE (EBE) ~EMLE, 20T, XRENBEGEN SAEEE CEFRERAKICHEFTHEEILA
L, BEEAEFMLUE. ZOHRNTIIATRERE (90%) OphanBeni, £k, KEBHOREEEOH
ANREBRT Mo T, ATREBEAHE > =8 ER106.75 A, BEREETIRKIE389ATHD, BE, REHRK
o, WEERAHIIZNENAS, 22, 274, HITETH o/, 974 OHERBIREREZ U BB
HRBERM LR, LML, 2A1AEE, 394 (40%) OEELMESRTWERY (BEILLI84K) . B
RAEFAEOENERRERET DD ICOEHEFE - RETEM TR « A7 V-2 BT 2EBHERN
BBEIhBZENMSEETNS,

3) BT (19924E8) KLBT A - A7 U—o V7 RARIBFERROBKRNEST BRE, 2

1992 B Iz AR THREL, EENBSNAFO21-OHDIZ DWW TER Lz, B &kl : 1.2, &
PR BHIRY  REREIRSA: 1 0.1TH o, BMMRROTI34.8+2.5H, #BI10.2+7.2H,
AR ES, 155+ 323 T2,500gRER L, AV ) —2 2 THBETSBII256, MOBHETEZ216 (K12)
FIT, DBEIMFITERETZZL TV, AZRERIZAFATHIMKTLIE, B8, Bk, ERAE6,
Sawyd, BAELEBMICRD I, JZHENaMEIXEBELRI1H5266]T, PRABEARME, BHH
M H EII R R13.245.7, BHTI30.4+20.7THTH 7,

) BEEFIC BT D AFERBRBERT A - A7 Y-SV OBEREZFOMER (TE)

HEMICBY A RRBMAE RS ) —= 2V OREHTEEL, LT & RTH PR DR



D2DMBB, HREORERRBE VAT L3, PHEZG2ONKHFCEL T, CHECK LISTZRE
HEEIEREEIORMAT B ik D fTbN T 5, CHECK LISTORE®RIIBEEBEDHICHEEINT
W5, BEHOHSIERE TIIREFOT I AN —RELZON PN SERBRBE S AFARTETHARN,
Wo T, EEFITBOWTIEEBRBBROAL )~V BB AFACHER E L2bOidns, HMEHE L,
BEEBEO-ZHEMEAMICEEL, TOHREZNELTVWLETTHD, BRABIEAZ -2 TR
RENZBEOBMIIMED TRTMTRDZENTFHENS, Ch2EHILET5-0CbFREDPLELEER
FEW, HE2VREBHOMETELVHERBCHTI2HED, BEHREEHTLIHHEREIYV—DLD
BREONVULETHEZEBAONS,

)Y INBRIC B B ERKIEREBBR, JVFEYR « AV Y- OEBRE ()

WRBICBWTERERIBBER, 7VFEXA c AV —Z 0 FOREFREEZITY, A A0 —
Z 2 TR QIR0 TR OREE Uizl &N R B R B HEMA ZBESERICOZ> TRALRE, 20
KR, ARERIBABERIZLIA, JLFIERTFIRREN, A - A7V —n2 M S OBWHEER &/ R
BESERBBEBEMIE2IC R TWE, YR« A7 Y-V BREFAOPIZ, 2 0OBAERERIERBMIR
EHDNET LF IEEER SN, Frilifalse negativeflid7fEEE Lo &#HIZ NS, v 2+ A7)
—Z BRI SN B ERBREAZHEETAIIREESHERTL T &R, ¥R - AV
=DV AT AOERINE LFRENEVWEEZI SN,

O)HAERBBRMBIET A « AV ) -V TRASNZBEOBYHR S IZEERY AF LD

(FHAED

FHRBTA - A2 ) - TRAEINZBEAERIEDBFCH > T, NEASWKRBOREER
MEULRNWERBECNTAXBIATAEZEETHILEND D, 22 THARICBITSRERBRET A -
AN =Y T OBIREBZTY, ROXIBERESZ. DEW - BEEIAFAL L THEESRENTT
o NTEHEERBEUAOERREBEORZEFRET I, YEZEERBECHLTESCF oy 7 TRE
MELH, BREREZEEBRLAEFIYZUARNEARL, 2OMRBCEITVWTEBICEDREERTHOB
EETAB VAT LAEHAT S, DAEHBREREROBRBEESORBINBEI— RERTFTS, 3)
BEOTTANY—REOEDIZIE, FZATFANEBEUADOBHICHNONS Z EORWE D I {RiLE
BRETHD, DEVATLAERBEL THERELTOW DI, BBREOAREREI L, ERRSTNCRKRE
REREZETHHENIETH B,

DABRNBCBT5HBEMBETR - A7 —2 27— ICHEKRDOERIZODWT~ ()

PRZ LB - )1 - BB OIBAETNDHY, L2 TUATFABSDRRSD D, MREMREY
A s AN =D DRI ER LIRS, D EOBMAREHERBL, M OWHRSHET> THBFEOME
MEBCTLIEZENEUT, 1994F1 H25 BRI REESE@REREEREICL S [E1EHREM5
BXYA A2 Y- RS PRESNE, HEZSRFERRESS, TREGR (S - BKH -
JIETH - BZE ) 84, MEHEENREISL, 214 TH 5, HEBEITHREIC(DOMSSZLR(2)FE BM%
IR EHREFMAERIER (RPFOHE) TH5, MEREUTRSZEF v, HRASERBEOE
bHIFoN, EESBROMERE L TMSORBOBERFBIFDOI—ISOREE D -,

8) X & —FIPKUDTFRME (FA)

X —FIPKURHTHHENFRETSHNT, A7) TRERANELIEOPKUSHB I
Bz ZIVY I MEASHI OEREI, BEOBREDBIRR, BEEHODD HFRELCDVWTOT 4
—MHEZERL, 61.5%DEERER/EZ, EHNIERL THWBEHMIEZ, PKU7TI%IZX L TEPHEMEX
41%THD, BRULRBRBoOFEHIEBRLARRECERE DB EITH oD, EHOLEPLKREOLE
BT LEHOEMAR R EDEEBEN -, BPHEMETH VY —FIPKUDERERD 552 &0
HSNIENTERZDT, TOHORBEEDORTE, BEETHLBVE D BFEEADOBBAZ 40T S5
ERHLHI L, BREOEBRAMNFROENZ, GPHEIERBREDEBRTH S L NS REN I NETEMPOFIE
OPTHHD, KD —BHERLBHISEETHLENISENRAINR TN,

9 X F—F ) PKUD TR AT AICHET 205 - R X 588~ (5H)



% —F)VPKU| 2F—T— RiZ, BRIOTMRRETY, ¥F—FIPKUTE S A5 AT 5
BRICOVWTRIH L2, ¥ —F I PKUFBIKDWTIE, HEM&DHBERBEERD SO, ERETLE
HETOREFEHNLET, PAPREORBAOERNEETHDENDATNS, LALBICE 7z
V7 IZCMET, BFRNPSBNTUESEAOHFENREER-STVS, XMEZOEICDOVWT, BEZ
KHENFATHMEBSNBVEMBEEL, TR« A7) —Z 2 VBEEINCHE LD, B 5
BENTEFANORIEE LT, BERFHOHMERIEZ20DBBICNTIEAY Y~ IR IN T,
EEBRAPREIINTEZ LY DV ERBIEOWTOHBEFH T D OBEESEEH N, RAREZ
MUTHARNBHPNBETHEELTHE, SBIY—FIPKUSBH VAT AERYTBHBIZ, 2hbiis
EBllhBEERS,

10PKUZMER I EDOHBE DT ¥ —F N PKUCHT L ERHAE (—7)

N5 —>WPKUDEBHEE, PKUBOR OGN 2/ TREPKUBE 2HDLEQLISKKCHL, @
BrEGTREAN (FREDE) RO7 27— 2EHELE, TROEZEIISXT, AN S RE
TOANHISRDSIBJMET2TADLEENE SN, ZOSE5ANEBETH o, B - HECOVWTIRH
B AANEDBTO~BORBHFELTHY, BRFHELAVEREL TR, ASREOREL - EOF4ticRsE
MTBRRRENBWTEN, ¥ —FNPKUICKTHHREEOBENREEDICENE, ¥¥—FIIPKU
EVSEBRIINTIERELTIE, REBOBETI2Y, WBOBRETHLE0XRELMIVEZEMNENEL
TED, ¥¥—FIPKUDBEITHTIHEEEREPPKUBEHOLREZE U THBHICT I RENH S
EBbN, PKUFIERTA - A7 V-V R EDEFICHEEL EPKUKENBELOA R BB
ZAA, SHERICIOOABREOZENEE LY —FNPKUOKEICEE TS & TRENS2D, 05
EFORBRE « MR E ERETD LK, BRARY Y —FIPKUOEEICHT S HENNETH S &
Z2Z5N7=, '

11)De novoB R THIE L 7221 KB LEBERRIBEO—FF ()

2UKBEILBER (PASOCZDRIBIERERAKRLEHOEREREZ LY, FOREMAFEIINILIFTARL—AE
B, PA50c21BIZTIHLA Class IIERICHFHE LHLAE BICEHL TV S, SEER3EHMHLA haplo-
identical TH L NE2TFOANKELZRELZ—FREZRR L=, WE, FRICASRERBRRBRR N '
P450c21 B FRIT T WE2F A De novoBERTRIEL L Z L 2HRAL O THET 5. P450c21EETF
B TR ILEE2 Intron, HBAEXonOATF OESETH o 22 TIRE4EXoNDER OB TH - .
RAEFELHEEINDITHHTIR, RBEOHFEAExonDERZHY, BEHICHEEZREBAZEIN R -7, DT
ERAERRICBNTES Intron®FDe novoE RSB D E2FUMEZRESIE L DO LRI h 3,
21KEE(LBER (P450c21) RIBIEICHBWNTDe novoZEROBERFEDBGHE B TEETH S,

12)FAER21I-E FOF T S —ERBEDGCMSIC X BHEZH — <A - A2 —= > FBHEAOENZ

¥ 12 331 5GCMS-SIMIE DA Bt (WE)

AREREBER R - A7) - TERERBEAOEBUBIIONWT—EDFRIIREILL TR,
SEbNbNIE, GCMS-SIM#E (HP5890A/HP5971A) ERsteroid profilesM7 (spotiRitE0.5 - 5ml) iz
& D, a)21KBE{LEEFRRIBIET (210HD, B443, H#rl~21, HRIE, HER, BE #, DEHEER<
A A Y- T BBE1S (B6k7, B#T7~31, REE, EER) #l, OxE24 (512412, H#d~
32, EERAR) FlIcBW T, 3fd17-hydroxyprogesteronefiiit), 20a-pregnanetriol (20aPT) ,
pregnanetriolone (Pil) , 1loxo-17a-hydroxypregnanolone (11017HP) ORAFHEZHE L. R
F20aPTHEE, 2)0.7~41.3, b)0.02~1.0, ¢)0.04~0.8mg/gCRTNN, RHPtIHEME, -a)1.1~40.0,
b)<0.2, ¢)<0.2mg/gCRTNN, R 11017HPHME, a)0.6~6.6, b)<0.06, c)<0.06mg/gCRTNNTH >
o BIKICKD, FAERBEHMIZ2IOHD & ABIEFIIARICEN LB 5 Z LAtRE -,

1IDRERZE2F A LR EMRERYR - A2 )—=Y (AH)

MEFHIREOPICI, K737 I RBNRMAVMA, HVAREERNSHFEL, TOXd LA
TFRAREVWDN TS D00, BfFORA « AZU—Z I TRERTERN, SBIOIIBHADRER
T 5720, RPVMA, HVAOEMCERAREBER — I —TRBVWNEOBEDDH D KRNI E, 352



RBEDOROOI V7 Fo g i-RABMEREZRRE LR, RP RN VEBEROHEIIHENZET
B, PHISTTIVIVETHBZEEFTOLHENREL DY, RREESICREZEECREZRTN
Fhroshn, TOROEEAFE L THEHARZFERLE, RAIDHERE L TORERIMBEEOMED B
<, BIETFIGERITOI B HERFTNOLEEDOHEOBAZ Y~ 7R THTH B, ERAFEIZADDS
1EMTL34R B2 RKRC I D ERTRE L, —F, JO2RBIAOLEE:OHRBICOWTIRNERDS
BREDEERTHEAZ -7 LTS, BEROBE RNI VIEERL TRV, IB 5 WR3F
10D 5 LH3,545R B ERELE. LOLLTANS BRIZOFERIIELERN,

1) BRFEEITHORN — M2 ¥ — BT 51985~19938ED AV -V VRAEBEIUNEAI U —2=

TR — (AH)

19854E R « A2 U—2 2 (MS) BRI, YUv> ¥ -T2 I HRERICDOE, MSERE &
EMSHI 24 I BRI BIC D S LB L, MSHIIS6HITH D, HRIRITIRI, [IHI70%, 1IHI28%, IV
#12% & KIBMIIEETHTH > . EFEFLTVS, EMSHIZ4IHT, BEIIEERE SO ba LT
T, EFAIC L DBMTH T Uz, EMSH OB TOMSEZITNRETHRELZH 0154 : 1, 1THI20%,
IH7%, IVHIT3%E RESMIETHTH o lz. ETHOREEIIN-mycDBIENA SNz, FEiddisease
free (DF) 47561, BEEG)EESH, BEATH o 2. 2MSKRIRHA E 23R HAIZ214 : I, 1THI33%,
- IIA10%, IVHIS7%., P&, 1, HHOMFIefEE. [VEI2H 0 5 BDFEFELR, BEHEEFCH,
Fo5H. IMSZRATO6H ARMEOER : 581 014, NUA3K, IVsHllfcepERE. MSH O FRIT
EFHOTERFT, I, IHNCEEEHHOATELS, (LFERE BHHBREIRALETHS. —F, EMSHIIR
ETHANAEATH D, BICMSEEFAITRABBECOHDSTIERRANSEN -, SBRIDEIR
EFOBEEMFENEEONSE, BHRELE FLLWEREORENLETDH S,



BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET

€Y)

PKU

PKU



