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MITIREIEIRIEHREME Y, CORBMCE>TEEEFDET 5, 4. EFER (Hypopnea)
I .BROBEALSHGETICMZ ., BIARMEREFIE (Sp02) A3~4% L EIET L1z 4KEE.
LLLEREEZHSKEZEIET,

BAE:5 = MI<15; hEfE : 15 = AHI< 30; &E5E : 30 =< AHI

(R ANDIEIRBEEFRIEIZERE ZEEBBEDRODHA K54 > 2005)

XEWEERVEEENBOBESICEITS2BEFE
REBZWICAWSERER, REFREFCHALT, ZHMEELICHRRORELNLZ LG
BIZE, WIFhOBRBOLOZAVWTEELIZAGL (L, HFEROEBZTR
YTERKRERFTH- T, HRTRERLGILDIZRS)
BRABRICETAEEEABICOVTHE, EVLEFHNEEDOTTARNSMITHOLNAT
WHARET, EIA6HMARTRLBEVRKEBZEMAHIM TSI L ET D,
L. ERAERLEELZRBYRIERET. BEL 1 EFHORRETHMT S LT
Do

RAE. AHAEHICH T IEEESFEEERP,
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PWS TlE, IEAMBT 2 URTOAN 6 EEKOEA, 2F 0 IE &0 %R
(CCHk2), WEE L& HIZIEmME Y | BRI ROEZ & 723, K OE, B
HEATISEWRER . @ iLE, SIEMER EOBMENR L 20 2 & AHE STk v (St
5, KA - MY OEELIL PWS BH O QOL ZHET 2 K& RN THDH, Lol &
BRECATEEH BRSO CTHRMMR A HER - WET D Z L IEAES TIER ., AKBORE R
Yt R B ICHEK T 5720 PWS ISR 2 MARMIEE L2 < . ARG ED R A W T
DEPER L L CTIE GH B USN A RIBHIER 72, DFE D | BROEEL - I on
721 GH VR & JfifT T & 720 PWS /N F X, R OUENE S TldZe <. ki 72
FEIRI - mARMAERIEDO R E Y A7 720 AWAEFICEEREEZRITT EE2060
5o

LLEX Y PWS TiE -+ 2 (HHECE B - IR M T b v i rud, @R, HIRE. &8
AR EDD AEAEFICE LWEEZ KIZTHERETH D,

Bk

BIED PWS BHF KT 5 GHIRR O BN 1T, RAERAEIZ LD PWS L EZK S =H
T, GENFEE, FFEEROEEY E0-2SD UL F £ 72X FMORE#REN 2 £ Eicbko
THEEHEDO-15SD U T THLILE TH D, AMITBNWTRD D H BB RO LT, B
M, A=A FZVTR=2—TV— T RTIEROT., T OETIEEEFNZL PWS O
MeEZKZ b > T CGHIRFEOMIN L 725, ik, PWSIZEITH GHIERD B, KE
RGBT TR, BEKSTHEL RS> TWVWHEEOTHDH, SHIT, PWSICH LTI
RO FTIRMHREER T GHIBEZAT O 2 &2, PWSIZXIT 5 GHIBED =2 &
FATA RTA AR EINTEY (4) FEUIMBEEOZRITA KT A4 o ~DOFLH IR
) ENIZBWTH GHIREITRBEOF AN HIfFTX 5,

<MDK T IE (RSB HIE) | BRABHR, SO - ELE OB EHH O
s 255 >

<WEAMT IS D MR AR >

PWS [Z351) % GH A% (2RI L T, PubMed % M\ TLL F o sk = chiliit L 72 70 STk
OHnD . NEEEFEZ G E L TTh - B IR LR 10 f X O Y 2 fi# L T
[AXSRS
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TRTOHETH@EL TV DRI,

. XNROBEITEEBTFIIICPWS EZBSNTIEF T, FEBIORERIC K 55K
IR T TRV L

2. GHIERITKHME OB EIZANTH -T2 &

3. GHIBREX, BIEAMTEAR SN TV H S E (0.245 mg/kg/i#) 12 W5
BT b THLZ L

D3IRTHbD,

[GH B DAL~ DR R 2 7 L 7 /R R LBRR 10 S X0 EK]

1. Lindgren AC, et al. Growth hormone treatment of children with Prader-willi
syndrome affects linear growth and body composition favourably. Acta Paediatr
87 : 28-31,1998 (3THk %)
29 4 @ PWS BFH (3-12 i) 2kt L TiTh iz BAE & b bt B stk <, 12 2»H ® GH
BIREPEAR S = 2L F— R 52 DB LHRHAT L TV D, IROREITEIRT
FIIZ PWS &2 S N7 HEFI T, B RIC K 2 LR TV, GH o # 5 &% GH
0.1 IU/kg/day (0.245 mg/kg/week) ToH 5, 12 7»H © GH G IZIG R B A6 AT & tb~F
BICRIENI R 2D S8, BRIBIIEELZEMS T2, 2 b e — LV FECTIEAH
B ZRD 2o T,

2. Carrel AL, et al. Growth hormone improves body composition, fat utilization, physical
strength and agility, and growth in Prader-Willi syndrome: A controlled study. J Pediatr
134:215-221, 1999 (=Ciik ®)

3. Myers SE, et al.: Sustained benefit after 2 years of growth hormone on body
composition, fat utilization, physical strength and agility, and growth in
Prader-willi syndrome. J Pediatr 137:42-49,2000 (3CH#R ©)

54 4, » PWS /N (Y 9.9 M) L CITh i 7= EEAE A AL bl <t FRERBR T, x4

DIEEITBIS RIS PWS &2 SUTER] T, FRICK 2 EMETRIT TRy, Z

D2ODFmL (XE5 B LTV 6) TR LHEETITOATEY, AIEIT 12 A D4

WNR 2 BB 24 DA ORFEDREZ FLICHSE L TWD, GH O 5 &% Img/m?/

H (B X% 0.245mg/kg/il) TH D, 120 HB L 24 A O GH BEIZ., AEICIE

NEWI R 2D S, BRIEBMIAE LIS Y-, X x L —HEREIZ, =2

m—/LHE L GHHETEZRD 2T,

4. Hagq AM, et al. Effects of growth hormone on pulmonary function, sleep quality,
behavior, cognition, growth velocity, body composition, and resting energy expenditure
in Prader-Willi syndrome. J Clin Endocrinol Metab. 2003 May;88(5):2206-12. (3Ci#k ")

12 4 @ PWS /NREFE (4.9£3.0 55%) TIThiL/e “EHEMKR T v ¥ LUERIR LEGER T
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Haqq%20AM%5BAuthor%5D&cauthor=true&cauthor_uid=12727976
https://www.ncbi.nlm.nih.gov/pubmed/12727976

GH /R D LA, PR BERE, MEIROE 72 S22 2B A2 MGt LT, FROBEIZ
BARTFHIIZ PWS & 2Mr S NTIER T, FRICK D2 EEITRT TV, GHOERE
#03 0.043 mg/kg/H T 5, GH IR X, KM 2 o S o, BEIROE M Re
WXL TlE, GHIERDAWET AN H DL E NI N7,

5. Carrel AL et al. Growth hormone improves mobility and body composition in infants
and toddlers with Prader-Willi syndrome. J Pediatr. 2004 Dec;145(6):744-9.(3CHk ©)

29 4 @ PWS #LEh R (4-37 72 H) Tithivic 12 2 A O GH IBE O IRARL, E&#) i

D FC R T U T B R b Eh o BREABR T (R OB E LRI PWS &2

ENTIEF T, FEICXDEMEIIRT TV RV, GH 05813 Img/m?/ A (BX*

0.245mg/kg/week (ZFHY) TH o7z, GHIGHRIZ., HKIEENRZz AT I &, BiE

WitkE 2 HEIZHEM S E 7, A% 18 2 H UUAINIC GH a2 Bts L 72 fE Tlk, E#) %

ENAEICHLEL TV,

6. Whitman B, et al. : Growth hormone improves body composition and motor
development in infants with Prader-willi syndrome after six months. J Pediatr
Endocrinol Metab 17 : 591-600,2004 (3CHR °)

254 @O PWS LS IR (CE¥FE 15.5 70 H) xF L CTIT i 7o VR &b bh il BEEUER ©

6 22 H O GHIERE BRI B 2 D B2 BRFT L T\ o, JHROBEITBETRIIC

PWS & 22 SILIZIEFI T, FEIZ X2 EEITR T Ty, GH O 5 &1 Img/m?/

H (B X% 0.245mg/kg/week (ZFHY) TdHh o7z, 6 2> H OIGHEIC X W A EICAMHERE D

WELRD,

7. Festen DA et al. Randomized controlled GH trial: effects on anthropometry, body
composition and body proportions in a large group of children with Prader-Willi
syndrome. Clin Endocrinol (Oxf). 2008;69(3):443-51. (3CHR 1°)

PWS /NRIZ I 2 GH B DKM IC B 2 D 58 & Mt L 72 SEAE 2 4k b i FRGUBR

T, XM ROEEITEISTFHIC PWS &2 S ALTER T, FRIC K 2 EMEITR T TV

72, 91 & ORITEFRM PWS /NRAXIR T (42 DI E 49 2 D/, HhEIE GH

BRAE (Img/m¥ H) EIEIBIREFIC T, 1FEZRNOIEEE8 GHInEZ Lz, /b

WREIX, GHIRERE (Img/m?/ H) EIEREREIC /T 2 FERIBIZ LT,

GH {6 IZEHH 2 7L IR (LMD GH EH) &/ (2R D GHIAHK) & HIZIER

b Uz, RRENG=RIE GH BRI/ NR T L2y, BRICITIEFE( Lo T, Br

FERARE L GH IR L v A EICHM L 7=,

8. de Lind van Wijngaarden RF et al. Cardiovascular and metabolic risk profile and
acylation-stimulated protein levels in children with Prader-Willi syndrome: a
randomized controlled trial. J Clin Endocrinol Metab 2010;95(4):1758-66.(3CH#R 1)

85 4 ™ PWS /NEEFHE (4.9+3.0 F) TIirbh/ “HEMR T ¥ LMEERIR LGB T,

GHIERDIEE 70 7 7 AV (KERKICH 2 2 EZRF LI, HBROREITEEBT

FIIZ PWS &2 S LT2ERI T, HRICK 2 EHEITH T T2, GH o5 &1
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1mg/m?/ A (3 X % 0.245mg/kg/week) TH - 7=, K RITH IR TH AT EEFEY/NE T
LML TH Y, ATEFELH/NED 95%%LT“+28D EHZ Tz, 70, TRENHE
AL D 58% ., AiEEW/NED 73% TRO-, £ LT, 2FMO GH IgHRILIKIE
WigEaz T8, BERBERE b UELL,

9. Reus L et al. Growth Hormone Therapy, Muscle Thickness, and Motor
Development in Prader-Willi Syndrome: An RCT. Pediatrics,
2014;134:e1619-e1627(3CHR *?)

2240 PWS HL4h R (129+£7.170) TiTbNiz GH O P&, JEE) I E A~ D 5 %

R U T AR R b i BB © . P R OB E L EAR TRV PWS & 2 S LT E

BT, HFRICEDEEEFTHRIT TRV, GH OHR 5 E1T Img/m?/ B (BX %

0.245mg/kg/week) TH o>72, THADOEZHILTEEW T, M XL IEH G DR EHEE <

HE L. JEBNRE L. Gross Motor Function Measurement CHLKEBIEE 7 R EE) % W

TREM L7=, 6 22A @ GH A% (N=10) 1T A DR % FEIRERE (N=12) (2T

AEICHENEE, ZRICES> TH DB I OCEBRENRARICHKEL TV,

10. Bakker NE et al. Dietary energy intake, body composition and resting energy
expenditure in prepubertal children with Prader-Willi syndrome before and during
growth hormone treatment: A randomized controlled trial. Horm Res Paediatr
2015;100(4):1609-18.(3CHR )

EAEIFE AT O /N PWS B 47 4 2 xR T - T:?ﬁﬁ{/ﬁﬁjfbttiﬁﬂﬁﬁ%ﬁ%? GH 1A

ORI G5 2 DB 2T L TWD, JIROEREITERTFIC PWS L2l

THER T, HRICK D HEEITZRIT TRV, (GHOF G EIX Img/mY B (B X%

0.245mg/kg/week IZHHY) Th o7, GHIREIZ XV IEMIE DA I L OBRIENIAE

DOEMEZRBO Tz, =F/F—HREOLFR T RV —HE #1213 GH B &Ik

BRHECHEZZRO RN T,

UTZERUANADEERXOENZLEET D

[RHIHZR GHIBEPBE T 7 7 ANV~EZX DB ERE LILRIXDOERN]

1. Carrel AL, et al. Long-term growth hormone therapy changes the natural history
of body composition and motor function in children with Prader-willi syndrome. J
Clin Endocrinol Metab 95 : 1131-1136,2010 (3THR %)

48 4 PWS 3 (6-9 5%) TITOI A & BLENIE T, 6 M D GH IEH D % R

 GH RIGFEOBET —F LWL TS, HHOREITERTFHIIC PWS & ZH S

WIZERI T, FRICKDEEITR T TV, GHO&E G &1L Img/m¥/H (B X%

0.245mg/kg/week) ToH > 7=, 6 F-f] D GH IR/ TIL, #IREREICH X LDL = L X

FH—ANHEICEKLS, HDLa L AT o — LR ABEICE W L2 HME L TW5DH, %

MERFIMBEE ., £ > 2V SMEIZIFZAEZITRO RN o T,
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1. de Lind van Wijngaarden RF, et al. Efficacy and safety of long-term continuous
growth hormone treatment in children with Prader-Willi syndrome. J Clin
Endocrinol Metab. 2009 Nov;94(11):4205-15. (3C#R '°)

%%@Pwm%%Gmﬂzﬁ)%ﬁ%mﬁbhk4$%@GH%%®%% RIEH

Ze kRt U 7o At e % e (] A5 A A B R AUT 2856 S0, et 2 D38 E 13 BAR AU IC PWS & 2 B

ENTIEFI T, HFRICIDEEITRT TRV, GH &G Img/m¥Y B (BX %

0.245mg/kg/week) TH -7, 4 FEMO GHIFEHIT X V| B, mE, HERH, IBE

RFICEMEH TR D 2ol b E SN TN D,
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Endocrinol Metab. 2009 Apr;94(4):1274-80.  (3C ik )

91 4 » PWS #B# (2.1-7.4 %) I8 T GH 1R & MIEIE & o B M 2 Fat L 7= Sk

Z AL RO BRERER, 6t R OB E XA TFIIIC PWS L2 S LERI T, FRICKD

FEHE T TV vy, GH o 5 &EiX Img/m?¥/ B (I L% 0.245mg/kg/week) & 5 Wi

1.5mg/im?H CToh o7, GHIREZZ T - EBF BT 2 MERIEFmIT, 2> hr—

NEEDBRRNoT, GHIRROG M, IGF-1 5. EFROUCERE b1 O RIE .

EATICRBEN R oTe, TOMRNSG GHIGRITMEIEFRIE., EITOY X7 TIEZR

W2 ENFERH ST,

3. BeriniJ et al. Growth hormone therapy and respiratory disorders: long-term follow-up
in PWS children. J Clin Endocrinol Metab. 2013 Sep;98(9):E1516-23 (3C ik 17)
GH 1B & 2 TR J6 I OV P 28 14 2 0 ~ oD 52 288 % M 5t Lf: 48 7> A [ o fewr e 8l
ZWF9E, 754 0D PWS BE 2t LI Thivc, MROEFEITELETFHIC PWS &2
ENTIER T, HRICEDEEZTZR T T\, GH O# 5 1% 0.010 75 0.030
mg/kg/H TH > 7=, GHIBHFIZ XL D RDI (FEWLREEFEED) . CAL (H AR M R IR I f
R OIERTZRD, OAHI (PHZEM: EFERAASFERfEH) (B L Tid. GHIAE
PR CHM L, WM - 77 /A4 FORRKREMEND - 7=, RFEIT, EER(LE
ek FGAER TlX e/, GH IRH OAHI & O IEfe/2 B IX R TH 528, GH IR
JE D% T RDI 23 AL Lfb\iﬁb\f:&) TR Rk -« 77 2 A4 KO E M 705
2N METIEH 5D, GHIREIX ATRDEHRKETHD ERmfMTTonTng,

[BEEEANTI W TIT I 7o B8 O A 2k Lo R D EH ]

1. Kuppens RJ et al. Beneficial effects of GH in young adults with Prader-Willi
Syndrome: A 2-year crossover trial. J Clin Endocrinol Metab
2016;101(11):4110-4116.(3CHR 8)

2. Kuppens RJ et al. Metabolic health profile in young adults with Prader-Willi
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Clin Endocrinol (Oxf). 2017;86(2):297-304. (3CHR °)
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HARNOHE SN2, BEALEE BRI 2R <, Wi b % F e
B Th o 12,
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Prader-Willi syndrome. J Pediatr Endocrinol Metab. 2003 Feb;16(2):155-62. (3CHik 2°)
374 DHARNPWS BEIZEIT D GHIBIE DR 4 % 7 HAVICHEAN L 723 3. GH IR
BT 0.175mg/kg/# T, IkESFEICOE Y RBBEL T\, 12— L LRI GH
BIRAM —FETHHEL, TOBRBEAT LI ERMRTLI LN TS,

2. B Ez fhi, NRE - BEHSIF— - U4 ) —ERHBE~ORERLVE
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AN - JEERM PWS BBE A xS L CiThiz, GH i mEIEN AT K. B,
PERIG OGS OHEEICRIETEMA BRI OVWTHRFT L% HFEAFRETH D, 17 5%
IbED GHfiFRED 0 B, B TITARE - IBHE - BMIBAEEIZIEK T LTV izn,
LTI AEEREZRD RN oI, £z, 105 LK 3FIBPERFZ G 0FL T
7=h. GH M FIEH 0 B TILHEIRIE & OFE S A IR o 7o, /N - W PWS
X35 GH iR FIEIIRA T RO THIE, BEKOBLTHICHS L, £0%
BILGH M ARBIER TR ORI T 2720, BERFEIED 27 2R EE 2 LHEH S
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[PWS 25135 GH IERDARMIZEI L T]
The therapeutic rationale for the use of recombinant human GH (rhGH) is derived
from our understanding of the comorbidities seen in PWS, (4 &) (eg, reduced muscle
strength, altered body composition, low energy expenditure, and reduced growth, even
in the presence of obesity)
GH 16 217 > IRHLIE, PWS BFE TR OLIHHREDOK T, KHKOLN, ERD
BT EDOEIHEDUETH D,

[GHIBRORBATORRAEIZE L ]

Its approval by the Food and Drug Administration in 2000 for use in children with
PWS, based on short-term growth data and subsequently for its effects on body
composition

GH G, BANIRRICH T 27T —% % b &2, TOBRITHWMARKIZE 2 220 R I
DEIKR I NI,

[PWS DZ W& GH IEREMBICE L T]
After genetic confirmation of the diagnosis of PWS, rhGH treatment should be
considered and, if initiated, should be continued for as long as demonstrated benefits
outweigh the risks.
BARAIMRA T PWS ORI HEERIL. GHIRRIZBE I N5 & T, GH O R EI
ERICHE DR TELHRTRSMENT RS TH D, GHRAKEEICH R L UHRER
DFLHFNTFR O TV 7R,
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[GH B &EICE L C]

Infants and children with PWS should start with a daily dose of 0.5 mg/m2 d sc with
subsequent adjustments toward 1.0 mg/m2/day every 3-6 mo according to clinical
response and guided by maintenance of physiological levels of IGF-I.
PWS O 3L I3 XL OVNRIZE T 5 GH {3 X 0.5mg/m2/day(F & % 0.123mg/kg/week) B
fH L. 3-6 2 A Z L ICERRM e RS Z B & 12 1.0mg/m2/day (¥ &L & 0.245mg/kg/week)
FTHEHET D, 20O GHRKIEIL, BIEAARTIT O TWD GH IR D 7k & FERT
H D,
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PROTZDOIZITH 2 X AL — X =72 B\ LD E BB THDHI LN, FETE AN AR N BRZD
BAE SRR LT 2 TITI,

3. B IEALS B2 ER T Rt

SAUCE ENBLOIXOMREEN, @R T 2EHHT, @R IR T, @Miller &k
ML LT, ©YE IR 72 2 255
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#EMZ D RITRATZSE . Miller & 8 FR MR L IF 232228973 E B b D 72<
it (3 H TR, L, JRIE T ZRAETE R & 12 JRE HKHI2 R <7220 Maller 3 18 72 4Lk~
PROFNZ R DR BEIE G 2kl 29~ Z L0 aR L7z Mller 48 18 7k (S J D15 DE 8 12 5 Bk
PRIEEZFLIL, SHITKBIERCHE &B R2ER T aRENH L5 5121, Miller & & 7%
KELARE A5 H 2SR S D, ADdi s TR AR AN~ DM E 27 LT 258 1A T E
EAAFTDEATOHLHN, LRLEH DG 2 IR 956123, AT ELY, FRTO
FANTEEBRENILLHY, JRIE FTREEIRNZ 1 5%-1 7% 6 2 TITOFFHET, HDHWIE,
FERIZIRIE T REE N 12 Maller & 8 7R HLAR 23 R E <720 o TR B Y Al Z L 72 (S
Muller & & Z& AL A I 2479, 72721 . DSD &l A 23y TEHETHB R 245289
(ZEDRCK TOREHENODELENHLIIRZF > TELE R HD,

4. FEBIZEDIEHR
1) Turner JiE {5 R

Y QR DEF AT DA EPENIZHDF RN gonadoblastoma 7% 10-30 %245
1%, Gonadoblastoma (% B IE I CTHD 03, £ D 60% 2324 D dysgerminoma &5\ N 3 HE
P A 5 R 5% A 6 A2 LD D Z e B R IR D3 Jis & B 2 BTN D,
2) TR MEME R B Rk

SR 7245 TIE 45,X/46,XY DFY A7 EF AT Ol 7 O A REME NS5, BRI MO
FEN ORG B ESHAI O IEEN O FORMERIRZ R T 28N VA, WIZRIRER THEZELH D,
WEER S /24 FERIR T SR PE RN A 2 72 F2 2 D Miller B B IR E BT L TN D, &
BHEORFUIREETHY, FEE 20T Tl BLEREDH D, i RN B LM 2 I ES T
TWD, IR ICA DT TR IIC TR 2179,
3) PP B (ovotesticular) DSD

FEEEIN B O] 7 FAE T D A8 T, I IR 23 IP 5 3 (ovotestis) TohH0>, Frfl 23 5P 3L
TR KGR THDHG A D3\, HAREIZHI B A B 4 25 (ambiguous genitalia) % & 7 51%
FHRIEETHLIN, BEMOREIZIE S CTlidlewn, HIREREETLIENZ V), BIEIX
BHMEIZE DT THEBISN R BT RZIT,
4) 46, XY DSD

FER O R, BRERITER CHOINFER CHEASNDHLEL (T, AMH,
INSL3) B LU eRrT ARAT 1 (DHT) OFEA R R O EIZL0A AR 1L 2R NB A
SERMETORILNBHALEENECLHRETHL, BEMEN L RO AITIBEOR &
BEMEELLEOZ R VE O T, BRI E1T9, BEUENBIROLG AT MHLE
AT EBERLVE D REET L ELHD,
4-1) FEH LR
O FERBVERR B (Swyer JEBERE) - P B IT 0K T SRR 1358 2 2 PR C R 1]
DIEIVTROMDZEN L, MERRICETE U2 R LA AN FR D B Ze v, P IR oo B AL o 8
DIEWTZDPERRf L LRV ORI R EIT I,
@ WT1 & {x 5 % : Frasier JiE 5 & Denys-Drash JiE 7 ¥ (DDS) 238 %, Frasier Ji {5 e 1 X1 T
PR R BB (BORR BRI R IE) CL SRR TR L OV AT 3 mn, REA T T A
BROBEDOP TRMENIZENZ W, BEABIIBIT-CEBENLIEL/ D, MEIROR H &
TMERNVEL DM TS, I RIS B Cdh D, DDS D7 B 13 5 145 ¢ ambiguous
genitalia Z-r LR HNZHEAT T2 B R B NS BRDEERE AV A7 (Wilms [E55) 2365, 5
MAVTE AT LIS D7 4 —7 o 7 BN,
4-2) ToRwRg A pEE - E R
O7 o Ruy A A R EE (178-HSD KBJE . 3p-HSD KHBJE ., 17a-/K (b EE 3R KHEIE .
POR ¥ JiE | So-i& Ll KIBIE) . QT v RuaZ U RIGIE (5828, #8) | @LH Z &K
FogJE (Leydig A AKTE %) @AMH XY AMH 5 K B E (Miller & & 7R AE) . @=L
AT — /L& k5 (Smith-Lemli-Opitz JiE i #F)

Sa-iR LEER KHIEIL, TANAT BN mETE D DHT ~O LN TERW D | G 4E ]
DOEMALEELEZ T, — F CEEMIIITANARTa B+ Sivdizd . Bk
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N ELD, LPEEL TEBEINTBED 23 DMEEB N EMLORELHD, LR TEBFE
NS AT, BEY B AL 2D a7 IR & Lo ME ARV OH 78 BER AR 28
VBT %, ERRRE X, RN - FIRICHREEZ S L, &2 BHICE T T 55 m~DHEZF
7 7 a—FbITolH) X CEBEIRFI SN RETHS,

TR U RISIEILT VRa s U RAR R O T Ra s AR DN EE S A E R
sS4 MR )G ambiguous genitalia 27737, X YA R KB £ O AR & 15 7 B 512X 46, XY
DERIZFIE T D, TR TIET U RaF A BN | BIEN - SMERR R FEZE LR,
— 7T AMH B3I END720 5 Nk L, S e gsidse R c B RN TR T
EREEAAYZ2T52EMB 0, FEEEANL =T OFRRICH AT 52055, M HRIE
ZHETHL, EROEMALEZ B LT H ARSI TWA, BEMAZDZ T, AR
WCHBERENAONTERETRES2IELHL, MBETH T ICFELE WV, RA~DOEHZL o)
DITHCARANDOERBEEETLHEZ HLbD, BRI MLETHLN, ZIVHARND A HE
WZHED,

Al A7 1 —/ L& E (Smith-Lemli-Opitz JEGERE) Tlidalb 27 o— L (B J5) 5gD MR
HOVEIIE 1 A 3E (AL AT r— ) 5g G /) AB T 52T at ATe— e i
HILEMTED, TOM, AH DA D TEXRW2HIZ, vV T4 F v a— Lg% 100 mg N
k3%,

B. DSD MW F}AE
1. &MEALIE
OM: I BEIR T ISR LT, Turner SEMERE D= A7 U Fe R IE ICHET DR Z1T O,
@hCG/hMG LDV B2 A 130 AL REALTRIE IZE D
@ CAH DIBIRIIHARTA N LT TR BB ARNLVE M T 5

1) 2 PEAR VR A SR E (Turner JEMEREIC T D= AN Ui RIFIE AT AR T A, HIREE
2008; 112: 1048-1050)

Turner JEMGEREZITIU O & DR MENE IREERE A 4 PEIRFE H % O bR EL TH WS,
HEX R EH SR, AR REZML, LHEELTCOM A RO, BEEZRLE
MILXVEZ TRIL. JEERE 2% EL, QOL 2 EiIF5ZLThD, — KB HRERETIT
NEY Rt TAD RSN

B 4 BRp 1 13 AR 11 7% (55— F8FE 75 O BL) LIRE T 12-15 i O ¢, £ 23 140 cm (2
IeolzRE i CL b B AN Vb REB MG T 5, AN U A — VAL B (2 ANT —F)

%Z 0.09 mg — 0.18 mg — 0.36 mg — 0.72 mg ETHE 5, AT AIEMR B T35, NIk
HELTUIFM A=A A HH (T~ V2) 2350, 1 H 1 [\ 110 SEON AR HBIZTSH T,
6-12 MH T LT 14 88 — 1/2 882 — 1 $£(0.625 mg) i35, = AT A4 — VALAF#] 0.72
mg 72V LAE & Bl = A ke B K] 0.625 mg 2L B EL, FEOKRESBEERAT
BOIE, Tar AT e BE| (VT — T aRIaE) BN TAV 7~ U RIEICBITT 5,
TARNAT L DR TITFE D AMECIMARIE DS E SV TWANR, Ay 7w BRI NHDY RS
NS DLV E 1720,

2. BHEALIRHE
1) - B3 Ve R B A TS 972 B A L | R

ZIRFERRIC B 2B 0T, D B0 B MRV B 250 ) 22 B 5B 1695, 12-15 3% TH
FEMN 150 cm 22 7-2A T, TAMAT 0 = A7 VLA (2 )L FR) 25 mg O %
1/1-2 A/BBARLT 6 20 A Z &2l 35, 50 mg — 75 mg — 125 mg — 250 mg & A &
[ZELEDHH 1720 3-4 BT 1 Bl THEFFIESE T2, B BB i a =2 —LRNOIEST
DM IR IXIRE 2,
1)-@CAH OWNEHAEE (W13, MERFH) (21-/KER (Ll KABIEDOBZ W IRIE DT ART A
(2014 e E i) )
WIMTE I - BB MR S T BRIl ide R e =L 9 % 25-100 me/ i/ H %43 3 () 8 FF
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M) CROKEL, 1-2 HZLICEEL T4 BHEL *%ﬁﬁf;ﬁ_ IZFF > T, L D F R A8
TREEHITHNITT VR D:rzl/%//0.0ZS 0.2 mg/H 32— 3k0&E535, BASCEFR
ﬁﬁ%\i/vm%%@a‘zﬁmﬂ#ﬂ;ﬁ@%%WM&%ﬁW&em@fﬁm(NaCl)%‘:ﬁsE 1 ked7=b
0.1-0.2g/H P32, BEFAL B T T 142, ZVvReaF Y A3 AMICET HF
TR B CHEFF 97228, AL LE &R L, P IETE55 58055,
a—FVVHERFR R B 2%, FLIE ) 10-20 me/mi/H | Sh A #110-15 me/mi/ H | TP EE ) 10-15
me/ni/ A

EAEMITE R RO 1.5 500 2 (F L EITo>TD, ZOH BT RNIEREa VTV 20
P F Y — VTR T % 118-HSD1 BUE M S E SN HZ81CL D, GH & IGF-1 1%
11-BHSD1 ByEME A il 3223, BEMIZTIT GH & IGF-1 23 I L TBV K=V T — v i fiE
W<, BRI O 21K BRb % 2 RJE TlE, 2Ty — Lo kN7 BRI, EEH
BOBIRIY 2507 VT T AL, AU NE— L DIZDERATEAR (T L R=y a7 %
YA ) 2T 555605050 EHRFHDEERNICRVE EOMOREIT52E036
0, — AT L,

ARV AR DI R E IR BN R B UG | RERIME IR E DA ARFITIT @ H O 3-4 %
BOE 2L FaA/R (b LI, ERaa/LF Y U5 ¢ 50-100 mg/ni/ H ) 23 53425, MM,
THNZF o THEDPED 72O RF LA THE 2V Fa R a2/t 75,

LML a v Fa/REEL LA E’Jj( 75>6Az%‘:u‘ocb\ﬁ# X, BB A EICHEC IR R
DB L7027, ERm=)LF Y 50 mg/m(?LAj] 25 mg. & 50 mg, 552)\ 100 mg) #fiEt%.
eRe=/LFY 100 mg/m/ H % 24 FF 2S5 05 #2720 3 [ENSH T CTREEL , RIIEF AR
BT LTI R BT 3 1R 21TV, Jj: B ELID ﬁ&%%ﬁ/ﬁ/\ﬁ%

BRI oL XL, FUFATIC 50 mg/dDeRea L FY oL, FilfhbeRoaL sy
100 mg/mi/ B Z sl & 75, B O BIAATREL /2720 H T THE L, MERFRR IR
7,
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1. AANREAG WML B Mo bR BRSSO F 5=, B 2011; 115:
5-12.

2. Hughes JA, et al. Consensus statement on management of intersex disorders. Arch Dis
Child 2006; 91: 554-562.

3. Achermann JC, Hughes IA. Disorders of sex development. In: Williams Textbook of
Endocrinology, 12th ed. (Eds. Melmed S, et al.) Elsevier Saunders, Philadelphia, 2011:
868-934.

MR — A T AR A, B EER W) . 2 ek, 2014.

NI IR G IR BRI AR T 7 (B HER #W) . 28 &IaH ik, 2015.

L A= —JEGERC T A=A S A FTEIEIE T AR T A, B JEEE 2008; 112: 1048-1050.
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B EEDEREERITIL T HEE
BERELVICHEN
PP PR A - PERRR T, BROBHEIEL LIEROBEELE N LT L —B L
Vo BRI, T2 R e S U ARIGRE TR, BIEREII A L LT, HAE O HEHKGE
IR IT LML U C#EInT 228, FROIEERER LR 2 47 5 B I8
o (R tor7m) W SMESRSCMOME b2 2 L BRRIIZIE S » & b EIE & 72
Do LU, SMEER DS EIRRE O FFA TiX . Prader 2% Quigley 43323 H1 5
NTWD, ZHOIFEBRFMMETH D, o, Mot bRE 2 28I
SEAGd A HFIEITH SN TV, LR o T, ARUFZEHETIE. Z OB
EOMESLIZIY A, BLITORRZZEFT T D (R—),

Qo \ S \ \ W\ A Ry

\? \J w@f \?\I@j/ \z@ j/ w@«" m&x “\Z J-\jf

1P RN EIAND) WA NS ANRL) RRY RN 4D ()
xEXME 1B 28 3 4% 2 SF =&BENE

Prader 48

\,ﬁ_/»fﬁ/»/\,/»/\,/

G O & w woow
DD D U G S

15 2% 3E 45 5 6/7E
TEBMR SEER R

Quigley 748 (MMEREBEH YN 6E. WERBLLATE)



nEFESEREORTY VT

BAE, ME—fEH ST 2ok B L FEE0X EMS  (external masculinization
score) ECTHDH, L, BBEE. X=XV A X ARED, BRAA®E,
o 7 —EEEY. '7%/1/7“%% %@Jj(ﬁm% R TAaT I 7T 50T
boH, baniux, EFBR - L/, o REBEEONERIRELZ Z O EMS
ETHEMmL, BRELTEALTWD k XOEMS AaT7 N9 S ETHDL &
BERNWTE L, £, KR BIRA~EMWHIEE LZBKRMT v e 7r Uiy
EARIGE (7 e 7 U ZREEEFOa— RERICEREL) BEF O EMS A
a7 MR THDH I EERE L, LER->T, EMS 227 9 80 LB IR %
BIRTHEHZERD EEDLD,

Table 1 The masculinization score based on points allocated to a
variety of anatomical features. The EMS is based on external genital
features and the IMS on internal sexual organs

Score for Yes/No

Feature or condition
EMS

Scrotal fusion 3/0
Micropenis 0/3
Urethral meatus

Normal 3
Glandular 2
Penile 1
Perineal (4]
Right and left gonad (score for each)

Scrotal 1.5
Inguinal

Abdominal 0.5
Absent

IMS

Uterus 0/3
Fallopian tube (right and left score each) 0/2
Epididymis (right and left score each) 2/0
Vas deferens (right and left score each) 2/0
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(MR EMOEE. £TEREN)

AR B (DSD) O FEH 7 #%121%, AESR B X O MESR O R BRI G RE 1) - M OB RE
S 7 NS O MRS 22 5 2 8 Te B IR Ot i RS AR Ofd B, QOL, t &I a5
DOLMENRHD Y, RIETIL, DSD ORI T#HOHIE | KI5 2 SRS RE - A5 RE 1%
LT B,

A R E L RIERD

EROREM M ET, o A B CThHM B R (gender identity) . BB DT M
K THDHERIRENDIT A THHMELE (gender role) . BILORE M DX G THAMER %
fe 9 PE 8 18] (sexual orientation) (&% % heterosexuality. [F44: % homosexuality, i 4%
bisexuality) ® 3 DD K EHE MDD,

PR — &, A E}S\03*1%5'@&%%%@0)%5:&“6%50 —J5 . B OMERINZ5E K A
U, < A IR ORI Z R D DI~ T285 . MERIE Fn(gender dysphoria:GD)
LW, Fo, H OO HIRIVERN 35 ik 0 ’ﬁl :t IEE’J’C (F72< IR TR FE i C
63’(?‘5&h§b<:}:%§>60

¥, B R e @THFLJ BB D, W E IO & THD, 1o T, L7

J?@Jﬁvﬂﬁié’]“(ébé(ﬁ FINBE) | L PERRDITHEE DORER N LM THD (RIMEE) 7
BEW- T, MEHRICEH 75%)%)( M A RBTFETHD) VO LTI 24,

FERRIPESRE OB TH LM OME S bIZIX, BE ?&%f@‘l‘/lx%/“(é‘bé?/l\ =27V

ST AW F R & B O DENRBRREER O E ORERHLEE 2D 5,

!

B.DSD [ZHIT5 M RLEF D4 E
DSD (T ZAMEREFI OSE E 15 8.5~20% L M E SN TV 8, Leth L TAEFL TWD R
r I R B T ER (CAR) WS Z M BILE R OB FE 1T, — 4t i@%ﬁﬁb: 0.005% T2 D
IZ% LT, CAH Tl 5.2 %E B SN TV D 9, CAH LI DSD (2381 AP R1EF O E I,
1998 412 Slijper IZXV 1D T Sz 10,
DSD OMERINEF OB IR T HE N OO HE L, R LICTEED TORLE 9118 RIEC
IZR L5 DSD 194 FlICBAL T, tE A B O EZ I T\D 14,

C.DSD &¥E MBI R E LA TERE
DSD (. 46,XY DSD. 46,XX DSD\ BIOWE @M DSD O 3 >OH 77— |24 S

N5, i )
1. 46,XY DSD B eenaer ysonor 35 1Rt & Bt M B ramer g F- S 56)
}Z FEAR I PE R O A LD = Fom MtoF i
I3 A

WBAEBOT  RayX o REdhd 46, XX CAH 52 12.1 9
VIEITER A2, HARRIZ 46, XY. 5@-RD2-D 6366 0 1
%L%&LT;LF;&E!%&%II\%%%%‘EE 46, XY, 178 -HSDI-D 64 0 11
T 5, JRIRNE, PRI Bl A 42 o
TARNAT QU ELE AR T ARA 46, XY CAIS 0 0 12
TD/,T/'E}EHT -(3?)5 iﬂ%ﬂ% 46, XY PAIS 7 14 12
Ekrékbwc j:\ 46,XY I\iﬂgﬁiﬁ 46, XY micropenis 1] 3 12
ﬁ?ﬁi&fﬁﬁ‘@’ﬁﬂ%ﬁﬁzﬁiﬁ&f .dﬁ,x‘r nenhermonal DSD* | 35 [ 0.3 [ 13 -

D, TANAT OV FEAREEL
T, 17[34:]\“\3:\’(“\/15:\3/(]\\‘}% 5 ¢-RD2-D: 285 o BITAE A iAsE 17 8 HSD3-D: 17 8 -ER O AT O/ FR A EE IS
KF#E B (17p-HSD) K RJE T CAISRER T FOS T PAIS IS BT RO S R

Bb, TARATHAMEMAREL .mssenns sm-ronsatsy

TIL, Sa-iZou R RIBIEE T
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Ky RINE TH 5,
PR EE DSD O REEDOBRICE VT, BMAEMOM~OT o ar GO,

AN Ajﬁﬁ/ﬁkiﬁf@rﬁ% BIOHAEROMFLEL OB (RVEISERE) N, BIED

PEEFR, HEEE BLOMEREROERICEETHIEE 2 LD 59,

2) 46,XY DSD DR T %
Kohler 5 %, 46,XY

DSD @k A 57 FllZF 0

T, AMESRTE R Tl

=2 HEXRELGoIXY. DSDDENE. FLROS O RRIBICE 55558

XY, DSD-CF (n=17) XY, DSD—PF (n=30) XY, DSD—PM (n=10)

Tt & BMERRTLFS BLEE (n=6) &5 B8R S IS ISR SRS RLEE (n=6) 43 BB & M1 RR SRS AR (n=3)

Rt i RCR ey SIEEISICREENS  iRAMTER
FEIZOWTHRHAL TWD, Nttt I ) N
AN GBI EER 2 pri—= piviiioni i
w7,

XY, DSD-CF: ELLTEHF A TS AT, BFIE-OERIZESHLALL
X¥, DSD-PF: AL TEHF IR TS, BUERLELCOERLBSHIZEOHLNS
XY, DSD-PM: BHEELTHESATLAN. BHETRLE-OMERRESHTHS

(1) APEZRTE R AT~ D% & B (3% 3)
XY DSD-PF(#:2 B e TH DM IMEZR D B AL 2> TND) THERR I ik T 2%
T Bl DL L (57.9%) 23, i o
SMPEZR DB BB 2 EZ D @m@ (A &
Fro Ty, MR BLE 215120
(47.1%) LRI L, T 7= FAf [E158

;|3 XY, DSD-PF O ERE FOMBSAMRBEEFHOARK,. B8 08E

SHEREAR | FMEBRER | FRER | FHER
TR FIRRHE 2@ BT 2@ kELE

ﬁi%mmiﬂﬁ ;:{Isg 0%} ;_{Izi m* 2 {22 2%) "::1??1 0%)
4z N N ETREY . n o
f“ ‘E‘f - Ijg Qﬁig fﬁ?‘fﬂ ﬁé%ﬁf swEEoss S 0w 0D ren
Z. = //ﬁ\‘ H. NE ° t\ H N .
o 7= LN TG R T 4 1 i - Taamw  Benm 4Gow 4 ceaen
75& %Zﬁﬂéhfb\fcib\&%zgﬂﬁ_o ﬁﬂﬂ.%ﬂl:(b\ n:{IO ) n(:IEt ) n{:El ) ":(mﬁ
[E4A 3 (30.3% B471% 2 (250 & (60

—J7, [AIC XY DSD-PF TH->Th, ¥

> e, 557, H /\ = n= n= n= n=
BEWEL QR BACIME gt e Sy T T
ﬁﬁ@ ZH J\@ { RN 'fﬂ: —
WL T OB IR T e I K SV o ==

(2) MEATE RT3 DA A2
P A TR R D R EE X, XY DSD-PM(50.0%) > XY DSD-PF(41.3%) > XY
DSD-CF(23.5%) > xf Ffdt 5 2z M (11.5%) CTh o 7=,

[MEFERRE] PM: fL& g B - SRS IC B A LEE NS D, PRS0y 2otk - S as 0 55 4
{bZB 5 CF: 4y Lotk « S PE BRI BRIV EANEM TR D LN (TR el ARG

i) ]
(3) XY DSD # 1. XY DSD %
PR 3B LUK R M O MR TS

T4 X, DSD ZtE, XY DSDH . 5L TR F 2otk D pF T E N RO R R

£ H
@j k‘ri E/j ﬁ:ﬁ LE (il:_{ 4) i (L EF R 27(18-48) 25(18-62) 19.5 (18-50) 27 (18-57)
| = -
l‘ij:El Iﬁ" G;Eg L/Eaj:\ XY BEDEN A~ —DFER n=17 n=30 " n=10 n=145
DSD-PF It i 1 434 A A2 7 & Taw RERT Wy weRm
WTWD [RIPESE DB FE DS &< i : : ] :
Hé- E ﬂ)ﬂ DT }\ wd /7— D *%2 *EP 4l~$ hﬂifm;ﬁgaﬁ ;‘;‘(ga.ax) ;‘52(232!&) * S_ﬁ E;“(se?.m
7 IIEDFH 0 2(9.1%) 5 (83.3%) 7 (4.8%)
\Q‘i’\mﬂiﬁﬂ .7:/ S’ \\:/0) \;(, ﬁzﬁ 1(6.7%) 4??':)” u( - 11 (7.6%)
3;;% I\i ’ﬂﬁ;l; ; >( 75 ?E]\{EIJ gﬂ 77, HLI vzﬁ—&l'—‘;;“zxﬁﬁﬁ ?sa (16-33) :3; 5[8-24} :41?'::6] ?4 (4-1.6)
! 3 \/\ : o
—) . XY DSD-CF ( = i e m:tsmgaml ;‘;‘(?nw ;‘;2(:;3.9&) ¥ :zcaae.m ;‘:4(39.3&}
N L 0 B (21.1%) 2(33.3%) 1(0.7%)
]\Db‘yﬂ’:mﬁ)fﬁi‘ ‘l‘éjﬂé‘r{ﬂci HiTA~DEL 16 27 =8 137
i n= n=, n=! n=
933%2’))2@\;1‘%?‘*‘(8’})@ . iﬁ‘{f{? %3 6(a7.5%) 18 (86.7%) ™7 4(44.4%) 19 (13.9%)

HIC Y Be Rk D fFAE IR 7]

B LW EE 2T,
(1)~ (3) Dk 1%, XY DSD T

XY, DSD-CF: #&aiktt, BRI OERZEHLALN

XY, DSD-PF: #t & ¥yt BT OERMSSHICESHoND

XY, DSD-PM: 3 &M B, BT ORI SHTES
* EEEMICHEEHY
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X SRR DO T AL T R T 232 T TR MEL L TR T8 DI, FilisE R AR
EWNH T DRI O E DN FHNENIZLEE R LTV D,
(4) 46,XY DSD DO AEFHEE S

érrﬁskbfé/ﬁbm\é*/\ﬁw/l\ 07 AR IE (CAIS)IZIF 2 BE 1T 72\, BB T R
/7 AR TE (PAIS) D35 &1 21E ., 3= B jt’a“iﬁ/\)i—/a/#;lb@\Ejz)\,%\%@éiﬁczﬁéj
T OIE MM D70 EITAETHEE NIZHOWTII RS2 10, PAIS NBMEEL TS 4E
TEEEDLG AT 2RO W REMEIXH D2 1718 — 5 PAIS ik A B 15 filicis
TR=A% WM A DREBR 72N E VIR EHH D 19,

So-38 TEE SR KABIE I, B TR ERIZR - TR, B ELLCOAFERE HIZHD 20, mRE
BEOREFNVEAGICIVAETAR TS E TIN5 2D, L LU TEEIN Su-i8 T
% 35 RARE Tl i B2 R M T b iE, i e TR E2ITHZEN AT RETH D 2,
17B-HSD KABJE 1L, BHEEL THEFEL TOBH AT, 1B et R LT H 7775>n.u&5%zh
% 2,

2.46,XX DSD
1) *33%43 E/j l‘i%é 0)%”&&7&5% FE CAH (CYP21) REA SIS 54| DI 58:% - 1E (R ER - IR
e e
75>77 ?Eﬂ:?“é LThHD, *ﬁﬁlﬂﬁ’] i%’v\é
DREBLLTIE, AT T D~ 2
0)7/% a7 AERD PEH R ORESL L
o, MERE PR T szeT e =
57259, 46, XX DSD DJF[K &L TiL CAH
Zﬁ%%%’ab\o ré;iﬁ% 96% 8% 1/3 0%

n=14

2) 46,XX DSD O£ ¥

(1) CAH B A e M D MRS RE - AR B RE 7712 B8 3 %l &

LK ICB T D, 21-KERLIEZE RARJEICED CAH A &t 54 Bl oo PERERE . ERERE 111
RS R e

lZR9 29, ZDH5 5 6 CAHOMRT . FIRE &1 S8 - DMK
EODLASECISOE | i | oo | mensis | sman
F o4 BEM 14 15 27 6

414 CAH @ 90% LA (30#E k7 O #) (8) n 12 @

FizEBEME D N—RF— FHAUNBREM 0 (0%) 2 (13%) 9 (33%) 3 (50%)
DR D H -T2 RiEED 10 (71%) 8 (53%) 5 (18%) 2 (33%)

f r {Kzﬁpp gbﬂ;u Lk— TEEERAE L

xﬂ‘[,“(\ i—‘mﬁ%im TEREERER (BER 17.5 (n=12) 20.6 (n=8) 19.0 (n=25) 16.4 (n=5)

57% U EMEDty
A= F =B o Tz, HHITEEI D5 CAH ZMEDHH | IR TR E e R AY | Bl
FHEACTL L IR IR U TR o720 A 4 crismesmmanones. srossoxs 10 50
ARNEOAEFE T, A #A | B B8 CAH Tz
[ | oaHeee2 =6
IR0 BB MRV THD 170-EF —

T i4Ewe () (EEED 30 (18-63) 31 (18-63)
gX o 7us A7 uy (170HP) BELX U U Fe

X?“/“/Z}"‘/%{@kl@éﬁ‘: LVCEU\ /I)\/XU\/*& HIHRSE D (50 13.1(8-20) 12.8 (10-16) NS
?JT‘@O)?E*? <% HOMA-IR %"%%k@*ﬁ F?g Eiuwﬁﬁl_%(i!) 187 16.6 <0.0094
Bt SRR, BLAEGIMICHE A een P Tom o
}4— Iz &)%j”bf _f—k }:LT i‘f@ﬁ TMETF” AETER 11,38 (28%) 8/32 (28%) NS
W o IEIRARER AN 46 (74%) 21 (34%) £0.001

CAH [T~ TH#E R CAH 2o DTG
@bﬂiﬁ%ﬁz1&ﬁ‘oflo :ﬂ%@r{ﬁ%%§i\ 1987 BH O IET & (§EE) 30 (21-39) 27.7 (19-42) < 0.001

40 Johns Hopkins K% Mulaikal 5 29| ), SELE=E 258 , SR L
7% CAH Pk 80 1 C oo 2 6 & A b aew . T
: _
o FREE 2 4 NS
AT x—F L inbHD, CAH tc $(62 Bil) o3& ATsEEE 4 18 <0004
{7 |G IR T & e [EPARE R/ D)

74



HEREDBRICHT oM EZR 6 BLUE 7187 29,

VL ED35DFEDIIEDORsFEL T, CAH M THIFEEIMEIME T L TWHE &L T
(3, LR D T AL DR B SO BT Al O R~ i )2 FE TR B IEB o7 ey 1R
MDA R PEFRE ZE D ZAL DS VERYTE B~ DB IEIZ LB L THDHEL TN D,

(2) =BT CAH O E

BT M THDH CAH DA H AR ICAME R 3 5242 B (LB (Prader ¥ TOV
FE)ERLTWTH, ZMhEELTEEF TH5ODFEAITHS 2D, KIUGIE ™, /NEIZE s STV
ZVER — Ve E (BAE OPERE ) D2 W K (DSM-IV-TR) EAME 2R D B ML BE DR IE T
&% Prader 23 ¥H% VT, AFR CAH ot 142 BB WTRAEB O 7 o Ral s o ks e
WENOREERRFTLTRE R DSM-IV-TR 3% 4 H 0] L7 LH]T Prader 43 38 O - HIEIC 7=
ERBDIRINST2ZEDE HERETY CAH LT KMELL TEEFTLIENEARTHLEERL
TUWTW D,

— 07 SER BT CAH LI THMELL TEBINT-HE Th., RS EIC
M ZHRWHIe, ZHEEL TEBEINTG A ITEEMZ 3T 2R — OB ENH T
LR DBHHEND, ERBIER CAH L MEDOPETRE D7 #H12oWTik, MR T H T
WET 5 BRI D 2829

(3) CAH ML Ji e

21-/K AL F%E 38 KB 128D CAH DIEHR =13, 1980 AN DA CTIIHE 8 L7 C 6.7%, Bl
BHEALTC 33~60%E W5 X7z 29, AERROMMWELH LU CiL, FMEERTE AR T O R R
DAREODOMRNIEEEDIK T, @7 FaZ U fiEOar ha— L iR+ 4372728 D A
BB RERNHITHND 2630, —J5  Cateras HiE 106 A D CAH M IC BT D5 I DA T,
ZIREHRLELTHMBWIZZ VaavF a5z E(L L TR 7o Ra g i 2 E 4
LTEIBIR, IR T CTEERMAI I AZAT o 7201 T, H5E 2278 ¢ 88.9%, Hiifli 1 Mk 7Y
T 92.9% MR TE-EME LT 5 3, [l o T2 pk Bl B 2 M8 e 85 0 12 hf HH L 7= %% (2 4T
BR.HELEEVDOYHELHD 3D,

FE 1 #% CAH (Nonclassical CAH)ICBIL Tl W2 L L7- 95 A H 85 AMTLHRE rl BE
ThHol=Zenn, FEH M CAH LEDAEFHRE K FIXEZbd TRELWZ P, 2B, £ F
8T 52 FE M MR PN BUE B (PCOS) TIE, s K 30%F2 BEIZFE 1 #LRY CAH 2SR D)5 es
. CAH I2X5E 7o Fas v fifEld PCOS fRELZ S X E2bNnD 39,

(4) CAH B A5k

CAH BYETRBUI 2> TWABHE X, Tz ~y T SE T2t R B DK 1/5 LD TRAR
EChoTebT oMENHD B30, 2O ML, MEEOM P T Ras BT el
MOERA STz AN Vs | R IR LD EARL B LVEL G E IR TS5 81280,
BOTAT 4o eI OBRESCR TR EN R E SN bl ans 9,

— 7. 7T AZBIT LN CAH B 219 A (18-79 5%, V-1 32.1 %) D A 2B T, 65%
DBARE ZFF O M R— R =080, £DHH D 51%03 1 NLL EOZE R A4S T e iE
SNTWD, ZOEMTO 71 NOF; -5 A& TiX, IE% 34%, 5 R 24%, & D
30%. fEXE 7 12% Th-olz, SHIT, BRI —MRAE TIX 57T% B RAE BELEENIET Th
ST273, Bl B A7 I 5 (adrenal rest tumor) A3 56%(79% 75 it Al M) 1238 D B, i FSH & &
BLOA e Y BARME ALV 2080 EBIE L Tz 30, it B CAH IZB W TR
S A H LU TR IC R LE Iy e — LR A i = LT fE 5. 88 % (17 AH 15 A) T
ZIRPEONTETHHERHD %Y,

3. MYu KM (Chromosomal) DSD

TR A M M IR 2L T BURE (MG D) (235 1) D 0t O ME 28 22 (2 B 92 M FHZ B W T Reinerid,
LML L THERB STV 1145 1 0 6 5 (55%) A8, thS gt A B EICE 4422l LT

75



&%&%LTV%O F7-. Szarras-Czapnik*i, BiEEL TR B INTVD MGD10 #loME H 381
BYETHY, 9D 7 FIN L EEER RN D728, — 5, LPEELTEBF SN T D MGD9
BDHE 2 FliZ A EE L TOM A RIZZRL, ZEELTHE B SN MGD D% IX B HEEDOMHA
BRIZZ LWEHAE L Td, Ocal B D, 13 1% THMERR O B AL Tl 217> T a2

AR BEIZE T L2 MGD fil& @4 LT,

SCHR

1 #E 7 E, INE - RANFLE, ACHA, mMHED ., ZZE D, ARG, BRECE Z
%15%%&@%@&:%@#5/\ﬂ%%0 H % 2008; 112: 565-76.

2. IWPRHE MR — PR FEE O Wr. YER — MRS OHMELERIR dET R (L2 RE
) . T B 5 H i 2004 39-53.

3. Steensma TD, Kreukels BP, de Vries AL, et al. Gender identity development in
adolescence. Psychosocial and psychosexual aspects of disorders of sex development.
Horm Behav 2013; 64: 288-97.

4, Mz REEFVER — MRS O BARBY 720 B 3887, B ARE S 2014; 4682: 68-69.

5. BBKIA oM betEd L. HILEE 2000; 104: 1073-1076.

6. Meyer-Bahlburg HF.Sex steroids and variants of gender identity. Endocrinol Metab Clin
North Am 2013; 42: 435-452.

7. McCarthy MM, Arnold AP. Reframing sexual differentiation of the brain. Nat Neurosci
2011; 14: 677-683.

8. Furtado PS, Moraes F, Lago R, et al.Gender dysphoria associated with disorders of sex
development. Nat Rev Urol 2012; 9: 620-627.

9. Dessens AB, Slijper FM. Drop SL. Gender dysphoria and gender change in chromosomal
females with congenital adrenal hyperplasia. Arch Sex Behav 2005; 34: 389-397.

10. Slijper FM, Drop SL, Molenaar JC, et al. Long term psychological evaluation of intersex

children. Arch Sex Behav 1998; 27: 25-44.

11. Cohen-Kettenis PT. Gender change in 46,XY persons with 5alpha-reductase-2 deficiency
and 17 beta-hydroxysteroid dehydrogenase-3 deficiency. Arch Sex Behav 2005; 34:
399-410.

12. Mazur T. Gender dysphoria and gender change in androgen insensitivity or micropenis.
Arch Sex Behav 2005; 34: 411-421.

13. Meyer-Bahlburg HF. Gender identity outcome in female-raised 46,XY persons with
penile agenesis, cloacal exstrophy of the bladder, or penile ablation. Arch Sex Behav
2005; 34: 423-438.

14, RibgEw], wEEA, #8778 B oM BRI T2 AN R, B IEES
2013; 117: 1403-1408.

15. Kaohler B, Kleinemeier E, Lux A, et al. Satisfaction with genital surgery and sexual life
of adults with XY disorders of sex development: results from the German clinical
evaluation study. DSD Network Working Group. J Clin Endocrinol Metab 2012; 97:
577-588.

16. Wisniewski AB, Mazur T. 46,XY DSD with female or ambiguous external genitalia at
birth due to androgen insensitivity syndrome, 5 alpha-reductase-2 deficiency, or 17
beta-hydroxysteroid dehydrogenase deficiency: A review of quality of life outcomes. Int J
Pediatr Endocrinol. 2009; 2009: 567430. doi: 10.1155/2009/567430. Epub 2009 Sep 10.

17. Gooren L. Improvement of spermatogenesis after treatment with the antiestrogen
tamoxifen in a man with the incomplete androgen insensitivity syndrome. J Clin
Endocrinol Metab 1989; 68: 1207-1210.

18. Giwercman A, Kledal T, Schwartz M, et al. Preserved male fertility despite decreased
androgen sensitivity caused by a mutation in the ligand-binding domain of the androgen
receptor gene. J Clin Endocrinol Metab 2000; 85: 2253-2259.

19. Bouvattier C, Mignot B, Lefevre, H, et al. Impaired sexual activity in male adults with
partial androgen insensitivity. J Clin Endocrinol Metab 2006; 91: 3310-3315.

76



20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

Katz MD, Kligman I, Cai LQ, et al. Paternity by intrauterine insemination with sperm
from a man with 5alpha-reductase-2 deficiency. N Engl J Med 1997; 336: 994-997.

Price P, Wass JA, Griffin JE, et al. High dose androgen therapy in male pseudo-
hermaphroditism due to 5 alpha-reductase deficiency and disorders of the androgen
receptor. J Clin Invest 1984; 74: 1496-1508.

Costa EMF, Arnold I1JP, Inacio M, et al. Normal bone density in male
pseudohermaphroditism due to 5alpha-reductase 2 deficiency. Rev Hosp Clin Fac Med
Sao Paulo 2001; 56: 139-142.

Mendonca BB, Inacio M, Arnhold 1J,et al.Male pseudohermaphroditism due to 17
beta-hydroxysteroid dehydrogenase 3 deficiency.Diagnosis, psychological evaluation, and
management. Medicine (Baltimore). 2000; 79: 299-309.

Finkielstain GP, Kim MS, Sinaii N, et al. Clinical characteristics of a cohort of 244
patients with congenital adrenal hyperplasia. J Clin Endocrinol Metab 2012; 97:
4429-4438.

Mulaikal RM, Migeon CJ, Rock JA. Fertility rates in female patients with congenital
adrenal hyperplasia due to 21-hydroxylase deficiency. N Engl J Med 1987; 316: 178-182.
Hagenfeldt K,Janson PO,Holmdahl G,et al. Fertility and pregnancy outcome in women
with congenital adrenal hyperplasia due to 21-hydroxylase deficiency. Hum Reprod 2008;

23:1607-1613.

Speiser PW, Azziz R, Baskin LS, et al. Congenital adrenal hyperplasia due to steroid
21-hydroxylase deficiency:an Endocrine Society clinical practice guideline. J Clin
Endocrinol Metab 2010; 95: 4133-4160.

Woelfle J, Hoepffner W, Sippell WG, et al. Complete virilization in congenital adrenal
hyperplasia: clinical course, medical management and disease-related complications. Clin
Endocrinol 2002; 56: 231-238.

Houk CP, Lee PA. Approach to assigning gender in 46,XX congenital adrenal
hyperplasia with male external genitalia: replacing dogmatism with pragmatism. J Clin
Endocrinol Metab 2010; 95: 4501-4508.

Jadskelédinen J, Hippelédinen M, Kiekara O, Voutilainen R. Child rate, pregnancy outcome
and ovarian function in females with classical 21-hyrdoxylase deficiency. Acta Obstet
Gynecol Scand 2000; 79: 687-692.

Casteras A1, De Silva P, Rumsby G, Conway GS. Reassessing fecundity in women with
classical congenital adrenal hyperplasia (CAH): normal pregnancy rate but reduced
fertility rate. Clin Endocrinol 2009; 70: 833-837.

Dagalakis U, Mallappa A, EIman M, et al. Positive fertility outcomes in a female with
classic congenital adrenal hyperplasia following bilateral adrenalectomy. Int J Pediatr
Endocrinol. 2016;10. doi: 10.1186/s13633-016-0028-4. Epub 2016 May 20.

Bidet M, Bellanné-Chantelot C, Galand-Portier MB, et al. Fertility in women with
nonclassical congenital adrenal hyperplasia due to 21-hydroxylase deficiency. J Clin
Endocrinol Metab 2010; 95: 1182-1190.

Reichman DE, White PC, New MI, et al. Fertility in patients with congenital adrenal
hyperplasia. Fertil Steril 2014; 101: 301-309.

Arlt W, Willis DS, Wild SH, et al. United Kingdom Congenital Adrenal Hyperplasia Adult
Study Executive (CaHASE). Health status of adults with congenital adrenal hyperplasia: a
cohort study of 203 patients. J Clin Endocrinol Metab 2010; 95: 5110-5121.

Gooren L. Androgens and estrogens in their negative feedback action in the
hypothalamo-pituitary-testis axis: site of action and evidence of their interaction. J
Steroid Biochem 1989; 33: 757-761.

Bouvattier C, Esterle L, Renoult-Pierre P, et al. Clinical outcome, hormonal status,
gonadotrope axis, and testicular function in 219 adult men born with classic 21-
hydroxylase deficiency. A French National Survey. J Clin Endocrinol Metab 2015; 100:
2303-2313.

King TF, Lee MC, Williamson EE, Conway GS. Experience in optimizing fertility
outcomes in men with congenital adrenal hyperplasia due to 21 hydroxylase deficiency.
Clin Endocrinol 2016; 84: 830-836.

7


https://www.ncbi.nlm.nih.gov/pubmed/?term=Caster%25C3%25A0s%20A%255BAuthor%255D&cauthor=true&cauthor_uid=19250265
https://www.ncbi.nlm.nih.gov/pubmed/?term=De%20Silva%20P%255BAuthor%255D&cauthor=true&cauthor_uid=19250265
https://www.ncbi.nlm.nih.gov/pubmed/?term=Rumsby%20G%255BAuthor%255D&cauthor=true&cauthor_uid=19250265
https://www.ncbi.nlm.nih.gov/pubmed/?term=Conway%20GS%255BAuthor%255D&cauthor=true&cauthor_uid=19250265

39.

40.

41.

Reiner WG. Gender identity and sex-of-rearing in children with disorders of sexual
differentiation. J Pediatr Endocrinol Metab 2005; 18: 549-553.

Szarras-Czapnik M, Lew-Starowicz Z, Zucker KJ. A psychosexual follow-up study of
patients with mixed or partial gonadal dysgenesis. J Pediatr Adolesc Gynecol 2007; 20:
333-338.

Ocal G, Berberoglu M, Siklar Z, et al. Gender dysphoria and gender change in an
adolescent with 45,X/46,XY mixed gonadal dysgenesis. Exp Clin Endocrinol Diabetes
2009; 117: 301-304.

78



	確定診断
	上記の少なくとも１つの症状を有し、かつ、染色体検査により、45,Xのセルラインの存在あるいはX染色体短腕遠位部を含むモノソミーが同定されること。
	参考所見
	 染色体欠失は、通常のG-bandingで同定される大きさである。
	 組織特異的モザイクが存在しうるため、複数の組織の検査を要することがある。
	2. Carrel AL, et al. Growth hormone improves body composition, fat utilization, physical strength and agility, and growth in Prader-Willi syndrome: A controlled study. J Pediatr 134:215-221,　1999　(文献5)
	4. Haqq AM, et al. Effects of growth hormone on pulmonary function, sleep quality, behavior, cognition, growth velocity, body composition, and resting energy expenditure in Prader-Willi syndrome. J Clin Endocrinol Metab. 2003 May;88(5):2206-12.　(文献7)
	5. Carrel AL et al. Growth hormone improves mobility and body composition in infants and toddlers with Prader-Willi syndrome. J Pediatr. 2004 Dec;145(6):744-9.(文献8)
	2. de Lind van Wijngaarden RF et al. Randomized controlled trial to investigate the effects of growth hormone treatment on scoliosis in children with Prader-Willi syndrome. J Clin Endocrinol Metab. 2009 Apr;94(4):1274-80.　(文献16) 
	3. Berini J et al. Growth hormone therapy and respiratory disorders: long-term follow-up in PWS children. J Clin Endocrinol Metab. 2013 Sep;98(9):E1516-23 (文献17)
	GH治療による中枢性および閉塞性無呼吸への影響を検討した48か月間の縦断的観察研究。75名のPWS患者を対象に行われた。対象の選定は遺伝学的にPWSと診断された症例で、身長による基準は設けていない。GHの投与量は0.010 から 0.030 mg/kg/日であった。 GH治療によりRDI（呼吸障害指数）、CAI（中枢性睡眠時無呼吸指数）の低下を認めた。OAHI（閉塞性無呼吸低呼吸指数）に関しては、GH治療経過で増加し、扁桃腺・アデノイドの肥大と相関があった。本研究は、無作為化比較対照試験ではないため、GH治療OAHIとの正確な関連性は不明であるが、GH治療の経過でRDIが悪化していないため、無呼吸や扁桃腺・アデノイドの定期的な評価が必要ではあるが、GH治療は安全に行えると治療であると結論付けられている。
	1. Obata K et al.  Effects of 5 years growth hormone treatment in patients with Prader-Willi syndrome. J Pediatr Endocrinol Metab. 2003 Feb;16(2):155-62. (文献20)
	2. Angulo MA et al. Prader-Willi syndrome: a review of clinical, genetic, and endocrine findings. J Endocrinol Invest. 2015 Dec;38(12):1249-63.(文献24)
	多嚢胞性卵巣症候群
	診断基準
	A. 臨床症状
	B. 検査所見
	診断基準
	A臨床症状
	B. 検査所見
	他の重要な臨床所見および検査所見

	A. 診断項目
	B. 参考とする内分泌検査
	A. 診断項目
	B. 参考とする所見
	治療のまとめ
	A. 外科治療
	1. 外科治療の基本
	1) 手術時期
	2) 外来フォロー
	3) 告知
	2. 女性化外陰部形成術
	3. 男性化外陰部形成術
	4. 疾患による治療
	1) Turner症候群
	2) 混合性性腺異形成
	3) 卵精巣（ovotesticular）DSD
	4) 46, XY DSD
	4-1) 精巣分化異常
	1. 女性化治療
	2. 男性化治療
	1）-①原発性性腺機能低下に対する男性ホルモン療法
	文献
	A. 精神的性発達と性別違和
	B. DSDにおける性別違和の頻度
	C. DSDと精神的性発達と生殖能力
	1. 46,XY DSD
	1) 精神的性発達の基盤となる病態
	2) 46,XY DSDの長期予後
	(1) 外性器形成手術への満足度(表3)
	(2) 性生活全般に対する不満足度
	(3) XY DSD 女性、XY DSD男性、および対照女性の性的活動と性的問題（表4）
	(4) 46,XY DSDの生殖能力
	2. 46,XX DSD
	1) 精神的性発達の基盤となる病態
	2) 46,XX DSDの長期予後
	(1) CAH成人女性の性機能・生殖能力に関する調査
	(2) 完全男性化型CAHの性決定
	(3) CAH女性の生殖能力
	(4) CAH男性の生殖能力
	3. 性染色体性（Chromosomal）DSD
	文献



