2012528 3H
HHZ(ORTL)
{EARREX
http://www.nms.ac.jp/nms/seiril/

Dt EEDORREREIRF
Disorder of Sexual Differentiation (DSD)
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“Disorder of sexual differentiation (DSD)”
1. o b D BAEIZ R 5 2 B %
A. PEYLEAR D FH

1) HERERZED S DO
FE R E BAR 7-(SRY) DL - K48 (XX Male; XY female)

2) PG R DA G o D RE
XO: JPEIEFZ RS - AT Al ("Turner"); XXX (n X, n>3): "super female"; XYY: "super male";
XXY: A5 AE R B ("Klinefelter')

3) Chimera=E-1%: -2 (true hermaphroidism) : "ovotestis"(mixed/bilateral/unilateral) % £
ambiguous g enitalia at birth (EBIHED TR | ); bre ast de velopment & virilization at
puberty

B. MERE B D RE

1) B 2317 5 A K (A drenal androgen)

2) PERRIZH5 1T % A AKX (in sufficient synthesis)

3) BRI Z 31T D1 (" Penis-at-12syndrome™)

C. EARNE Y 75— - EREIEVHEIR D R
Testicular feminization (Tfm, F&HEAMZMEALIE « 72 N a7 USRI KABIE)
Estrogen a receptor K BJiE

D. Miillerian Regression Hormone (MRH)® i

XY male with fallopian tube & uterus (no ovary, of course!)

XX female without fallopian tube & uterus (caused by non-testicular MRH, or genetic failure to

form Miillerian duct)

2 BIBEEAT vA FEAMGRICER S DM LR

SeRMERIEF 8 2 A% Co ngenital adrenal hyperplasia

-2 B pseu dohermaphroidism

2 ERMERIBSBIZIE | WSRO 7 £ — Ry 7 HIEIC AT 5 e

WEFn 64 1 Hinn | 21-KEBEEER RBIEDN T AR~ AR 7 ) —= 0 TREOGIRE L 72 5
(Ft6 THH, XM HH1?),

HE T T 0D S RVERI S BUELBIE R O A R Tl A% —ERLIE . BKCIEERY 2 v 7 N Z 5,
VY ARAY ) — = T ERELARTOMEE BRI 55 B < BV, MR O B T Bk
{ERRSICHEITL T 22T 5720 6 fRiZo 7

1. BIBEREKIBIED > BarF y — LN TERNZ L2k, FEEK)DACTHA BRI 55Uk
SN DHiHEREIEDWERR A & 72T b O Z S RIERI BB AUE & 5
A ERMERIBEZAIE (K THENDLZE )
a. UARA RBERE (ZAUIBER KBTI, %ilk)
b. 21 /KER{LEE S KAEJE (21-H ydroxylase, P450c21)  [HE 58T oD Ao PR - fa b5 |
R Dt BT & BRI N B 5
c. 11 B -/KIR{LE#E KIBAE  (11B-Hydroxylase, P450c11) [ 7 o> Ao PR M = B b5 )
d. 17 a -/KER{LE%ESR KABJE (17 a-Hydroxylase, P450c17)
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e.3B-E Faxv27nrA K7t Fas—EBXKIEE (3 B-Hydroxysteroid dehydrogenase)
(EFMCIIERM LSRR INE, ABAIE, =%, RiERE)
B iFl72 ACTH 3l % X 7= &7 b D (T RAT a A ROKAN) -
18-t Mm% 7 —EXRBIE
18-t FrF¥ 27 mA F7F b Frb—ERE%E
2. FIESEE Q1-/KERLEER RIBAE LM T IERE T2
SERMERIFRIZAD 5 b

21-/K Pl 35 K ARTE 87. 2%
URA RBEFEEIE 5.5 %
17 o - /KR U ISR RABIE 1.9 %
11 B /Kbl s5 K AE 1.7 %

3- Fa¥xv 27 oA RR/KFEKBIE 1.8%
FIEBEIIIAFEEN DV . VAL FREAIE, 17 « -/KERLREE RAERE I H A N2 0,
3. JEMR
A FHEOER
DIaNLNF =)L ET IV RRAT R CDORE
ks, BACRIE, Sk, KiE, HlEg, HREE, v a v
KF MU DA @Y U AE
2)ACTH & : Ff§DBHEILE
B R X B IELR
1) AT v A Fimfl (o 21 AKER(LEER RBIE, 11 B -KER(LIESE RABIE) « & EoE
OB FEEAER, L@mRAERERZ2 L, Wb 1), FERMOIEREEZ 51T
WRWG AT & & b BRI RS E
2)3B-t RuXxT AT7uA( RF b Fu s/ —8KEIETIL DHEA (7> Fa 7 U AEM 35S
W) DFFEET A NAT B ORENSLROINMERO B, BIRORE TR
3 AT A FAE (BROVKRA FBEMIE, 38-E ReX T A70 A KT Rub
F—B KRB, 17 o KEE(LEER KIIE) « BRORE TR, 5/ ZAC R osME
i
)17 a -KER(UEESE RIBJE Tl IMEIZIN L, HERLVE L DORENS Bl & “IRMH8
AR EEMER N A DN D
5) 18- KEE(LEEE RIE, 18-t RR¥ A7 A KT b Ka b/ —EREIETIET L KA
Ty OEMOAREIZ L0 ARME KT N U A - @AY U AMAER Y
6) 11 B -ZKERALEESR RIBAE « T i =5 0D A AR = R B |
4. JRIA - EY RS MER, 21- KB EEER RIBIEITR 1 55 T~2 T2 1 AORIERTHDH Z
EMD, ZOBEBBTFOXFY Y TIET0 AT 1T AN (BHEBGEFOX v U 7 RESFELE LT,
F E B DIFRNT R DHERIT 25%, 1/70 X 1/70 X 1/4=1/19600) , Z25RZE A L 0 FIE L7261
b5, BEFETIRN KB AR, ERA O b OlX, SIRBIPIEIZFIE - k2T 5,
5. WBEAEHEBEOa VT —LORh, TV RAT r R IEO8ATX., Florinef (fludrocortisone
acetate) & Wik, TERICIZR < RS LA T1&2IL R AT,
6. UARA FisfEEE(Praderii) & StAR
BAT A RFVECORBEFEE T2, HAERFLYBIBERSERZEZE L, 46,XY OffF
RTITR R COBMEFRNVE VEAREED T DIMER N LM LT 5, FY GRS YEREER T
»H 5D,




StAR (steroidogenic acute regulatory protein) : A7 2 A Rik/LE AR OHEERM L I ]\ oy

FUTHE~Oa L AT —LOBEE I hay R TN TOREERIL (P450sce) |

a L AT a— /L& BIET D AREHIEEEO R 2 bﬂ/b)?ﬁ&/ﬂﬁ#%ﬂf%é ACTH

S°LH/FSHD % RARHIILIZ L 2 cAMPIEVE(LIZ L 0 A S D
smmﬂa%i%@¢®@nz’beﬁm@ﬁéf7&®i7yyﬁ&®4ybny;

N7ied, BIBTFRFEIZIIE T =7V NCA My T a Ry Eo DERPEZ N, T 2 &

VABR AT TA T ER HERAR ERAHENTWS,

AETIE StAR OEFIZ XV EIB L OMERRICB T 52T X TOAT B A REALEUPEKT

TR, HEIAARNCE S A, K100 BIAHRE STV D,

FEAK - HAERE LV L WEIE A RIER(EIL A R, Mk, RNE3E 722 SHERISER), REEINAR
BipEahb, %XY@%fi7beTH/\M@ﬁwt@%Aiiﬁiﬂkﬁé U]
BB bEE I, EEN, B, KREBRIIE®ET 5, BEOMIEITIER T germcel
%%w%héo\:7 B HSEONMERRIIEE L2V, 46, XX EIA TIZINE T O I E R,

IO LN 5,

Z :WWT ek, R ARLAE, BhifbTeMloREA, NP, au
F—, TN RAT Y YERALECTRTNRKRZT H, ACTH DEfE, =D
EE, R C19, C21 A7 1A R{EfE, LH - RH #&%% T LH/FSH @&, £ 721K Na -
& K IMGE, FRRNIFSIEFIR D20 OBE TH LD,

1B BMEHORIB ALY (FvaanrFad REORIxZ/valFadf RRZ, Bk, B
JEDORG L, Kb DR

HERFRIEL LT ZvaanT a4 K« Florinef O 5., BEEIT 0.1~03g/ke/ H (&
3g/aEHET 2, BIRTITREITEFER L, BRI, AT MFICL Y 2K
Pz HERL S 5

3 RIBEEATOA RRLE SRR RIERE (£ 80)
o BRERAE 4R saE
B - IR BELR S =SMmE Bk (EME) | BFExE | BED
SR BB
21-7KER L BE R RAEIE 87.2%
BABEE itk HY
o i B 183k K FEES HY
B BEME -EBRIE —FE
it
1prkELBERREE | Btk B HY 7%
Ta-KEEBRREE | Bt RSO HY HY 9%
£tk B SRR S
3P-EROFLRTOALR | Bt REFH-BREALE HY HY 8%
Bk REER R IBE i B
YRA @R BxFfMbHhdT LR KRR HY »HY 5.5%
18-EFOFX L S—HE RIEE PEE
18-ErAF>RTO/F i
FEROSF— b RIERE B
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