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[Abstract]Disorder of sex development(DSD) is a group of chromosomal karyotypes, gonadal phenotypes,and gonadal anatomical
discordant disorders. In order to further deepen the understanding of DSD by clinicians, standardize the diagnosis and treatment of
patients with DSD, the Subspecialty Group of Endocrinologic,Hereditary and Metabolic Diseases,the Society of Pediatrics,the Chinese
Medical Association issued Consensus Statement on the Diagnosis and Endocrine Treatment of Children with Disorder of Sex
Development. The consensus provides clinicians with information on DSD classification, clinical evaluation, gender identification ,

endocrine hormone therapy and associated tumor risk. This paper interprets and further discusses the main contents of the consensus.
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I, HRTEE R H 2 2006 4E ESPE FI LWPES 48 H
KR G0, BIARIEGL AR DSD 43k 3 K46, XX
DSD( F% S it it SRY K 5 A 5) 46,XY DSD( &
BB R B S BEBER A R R RS %) A
et S5 DSD(FHZ S AR S B A C), Hib 46,
XY DSD i R IR 4 fi R B2 2% I R A FR A LR K

2 DSD ByiEfL

2.1 ARREFHBS W DSD AL

DSD (Il RERAUFAE i BE S B , 25 MR BOCHE Y
SRR ATATAEEERA P REB 2 WA DSD, B LA 5
41 )L LS A B O e (R A BRI R BN — B a8 IR
TET 28RN (30 /NI ZE Lo B IR LA B B i B REAS
IR Z I, JLEE R DA ) 5 T DG TR PR IE T 248 (35
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HRMERGERI, IR LT BAMEOLE R DSD. O
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TAME AR I R U IR | T B s QB 2 TR A
IRAE TR, SOOI SEAUE M BB AR 5 s @XUAS A fih K%
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LH) 150 30 ] 3% 2 (follicle—stimulating hormone , FSH) J& T {4
AU AR (1, 25 LH a8 S8 L TR) S5 40 A AN B S
V1) BT 2 A= S, FSH. 3038552 AU S A 240 A0 B9 SRR, 40 i
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T, 6 H IR I B 2 B IG(EL, SR B/ NE R . e LI
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222 fEMBEEIEE (gonadotrophin releasing hormone,
GnRH)FEIAE:  GnRH UL G kA4 HPG RhiTIfE,
JLAE HPG kb FpBRg LT, GnRH SR G N FH25%)
By i Iml rpax e 2 W i, B GnRH 2.5 pg/(kg- 1K),
R 100 pg, IEH LH 90 WE(E 1 BLAE 30 min, 1§
E>EERIA 3 A% FERMENT MR MR BEERME R 2 501K
$5 N #7 LH 5T HiS O AR AR TR W (E T 60~
90 min HIUNAER JI , JCIR A5 5 R S SE R S 344
TN TR A T R 2R S I B B S T i
223 NGB B MR (human chorionic gonadotropin,
hCO) AR JEmh i T AR AE VAENA 2 4R
WA AR 2] . OHESE 36 h Y, T ERAFEEIR hCG Y]
W, T KT . QUINE B HPG 4l A 3G (8 1 375 Hh FE Al
LH FSH 1T ZKCF-RT LK, L2 i T-HPG Bhigek, #ws
17 hCG ORI A S AL BT A ML DI g

hCG WA B0 A BV ST | 22 U ik AT 4 3
ARG LR 3 d 2RSS . BARERAE D RS
AN [FJAT 4 e 156 AN TR 742 19 hCG (2240 L 500 U/YR, JL# 3
1 000 U/, 5 FWIRTIH 1 500 UAR) , 45 K albs KWL S,
I3 UKE 1 IESTRT AR 3 R TESTE R B R RER I AG I S
i) | XS0 S P 5 I SE TR AN S R (B R
JLHABEN 2~10 %, JLEIHHE N 5~10 fi5, & F 80 2~3 £5
B 345U b Wi B2 AU SR A A T AR IE . FR FELAFEALE
MBRINVIG T LA IR, H A KR I e s — 7
%A SCERIGETESS 1 RS 15 2 RIEE 3 RS hCe
1 500 U, SRIGFESE 2 JRIANSE 3 JA A it 2 vk, 7E56 1 Rk
SFPAT B 4 RRNER 22 KRN, hCG U A5 v 52 AU
SR HEA BT Sa—iR R 2 Bt AERYIZWT . #F hCG ik
T S ] 7 I T AL S S S e AN FERARL S R S
FofE 2 L>8, JLFI>10 WIS o] REAEAE So—id J5HG 2 Bl
ZHE S T AR <0.8 R 17— R4 i B A
= ATRER, X 2 R R 2SR S A
2.3 aRAEFHWE DSD P P ad 2R

WERERAEYSPEGIAAMNEEIRZ — FHEL
PR kT R 550 75U RVE R . DR bR b g 40 i 22
LIM1 ,CBX2 BMP4 NRSA1 K WT1 25 5% 55 A4 A i
TE AL AT RE AR . A e Ay XY, Y Jefafh |-
B 551 e 28 B (K] (sex determining region Y ,SRY) ik, 5
NRSA1 JE DR B3[R0S FE R U7 SOXO JEDRFeik , flifa4: g ) 2
ok, ARSI & XX Yo ik, 52 FOXL2 \RSPO1
WNT4 B—catenin SVHEVENR BOR LT MR AR L
RERIL, S FEANAE (Sertoli 4 ) 23 A K 41 AMH, 11 i v
BRE 5 M AN (Leydig 4NAE) A& B4 W52 B , T B i ks
B ARSI 2E | B Sa—i8 5B (SRDSA2) AL T /4
AU SRR (RSB 2% ) 5 M o ik 2R A o B
F T S & AMH, W& & W 15 XA SRR,
HMEFE TR IR R Lot AT s ma b e e A o1t
FRRY R A2 DSD,

DSD Ji B2 | R R A o e PR B LAl
B AATIMELARR S o s A A IR 6 TR B2 W R H)
W T RS e A Y [ IR ST 2 R A Bk PR 5 B 0
iy b ] Ay A B I S E S TS

DSD 3t 4% J5 PR 5 PR e 6 AAIE B2 A5 A (Turner Klinefel -
ter ZEAE AR ) #5 DUEUEE 5 (copy number variations, CN-
Vs), LR BB R 7 1 AR MR AR W el e 2
Y BA% AT 2 28 5 (single—nucleotide variants,SNVs) . H i}
T DSD 2y e ik i 3Bt Sanger MUF S
I AN G R B % 51 (chromosomal microarrays, CMA ) 45
QORI TR (Y, G B ik B 2wl , A AT
ARG G € 1A% B 784k i T LOWEE R Bk T 52 I
FOFLAA A . GG T EARR L, CMA R4 5E
B R G/ T T B B O B (H BN AR
AR SEAS I TEARL i PR P A LA 3 AR RN 3 WA A Wi A R
BN PEAR R RE R EA A . i T DSD AH Gy A28
WS, HARA IR RAR OG22 | X2 ARy . Ah i
TLH N 4 F2 2 R RE A R AL IR 20 Th AT E M B 1
ST DS PP 1045 8, T 605 AT LA ]I 27 LR 528 S
YOE, BT I SR E A KRR th S A, i
AT RERZ BT DSD BUmHED  (H A 2 Fr 7 A= (K
R HA5 VUS FMgE LR A R E B3 SN 4% . 46, XX
DSD PAJe R 1M 2 BT A iE (congenital adrenal hyper—
plasia, CAH) NZ2, YT CYP21A2 Z5JEIN [R5 28k Sl 2y
BrRiiZ e 3 T PCR Y5 81 73 BT I 22 J 4 S R S BOR
(multiplex ligation —~dependent probe amplification, MLPA) , iX
HERI R 2 BB BUE, 46, XY DSD 5% S ich &2
% W RAER Tz S SRR & MR A RS
FALLL B Z R Z AR S RE AR . s HIA5h -0
W A REY 30% 9 8 RERS RIS SRR 20 T2, R,
DSD fE 5 W RIS Wi 2l R | A AR A 2 Al 22 [l )
YIBE R BT 5 N S R AL )T (whole—genome sequencing,
WGS) Fil a3 41 E i (whole—genome mapping, WGP) 454 1]
REPUIHT T2 DSD (LD, I 35 S i 12 W A,

3 DSD BJigFr

3.1 %2547 FA (multidisciplinary team , MDT)# 97 #£ X,

E N K LA DSD B B TAME: G & 5 0 0 Bk 12 2
/NN IS RAMEE . (R X DSD IR ANFSE , [P E
EIERILN, ) DSD iy JLRHSE e A 5 B AR PRVPAL 2 Wit
S B ILR G O BRG] rIC SRR R W TE
A BRI MRS 5F — R S TAEC RS
— AR, MR 2N /I IR AR DB
P e A AR I 2 TAES S5 L AL
1) AT BATE 25 DT ME AR 3 (Y [R) P S5 T #8647, Wi DSD
BT — A A i SR R AT 3L, S S G b 38 38 P AT S I
IRIRSS  BRARE LT | B 2 I AR L BHE AL NOZAE R 12
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SRR R TS 5,
32 FAMES
3.2.1 DSD ZMHEES MBI aE fhn
R, MIA T Z R, KRN L5 H WA S 0T
AT B HFUR, ey 13 209, BERER IR 2 1 1
I, — M 12 AR B ROGR E, RAAR 178 M
0.25 mg &R H 1 W H M, & 6 A~ A 150 0.25 mg, ELEI A
FlEAH 1R, 80 RS A2 MR A R
SR AL FE F D REREAT | R A . A B A DSD AL,
14 384 3% ) 0 I A KT8 BRER — U LB
NN 2R 3 S ) 2R SR DA Sk R AL o a1 XS
D5 R aE A IR MR 21 7858 12 Key 2 AR A 2%
LR 10 d RIS LI A ROR PR . 2R R
T R R 280 5~10 mg/d , BRI A 22 100~200 pe/d , B
HJE 220 10~20 me/d,
322 DSD BHEHEHEMNIFEST  HE DSD A HEHEMSE TN
FEANRIEE RS IR T A K s
BB B AR O PR A EEIEIRE TR A — B
12 2916 WP AR RS ER b= 8™ SR/ B 4%, vT L
X IEHER T B IE T DA AR B, A
SRR 7 2~3 AR I B G R F A TR
Wil — TR S, GG R R 50 mg LN RS, B 6~
124N 3840 50 mg, iAEN4EH 250 mg AL AT LLFEA K39
e P BN S2 R 570, 450 5 B 2 J 200~250 mg 5% 3
A~H 1000 mg, 4] DL IR —BR SEERACAL 40 mg/d, B 6 4
AN 40 mg/d , e Zeh A 160~240 mg/d, SERRBGER
iz Bz A AT DA (A F s = LR, X AR
PRI M IR DI RE R T 1 5B 1%, 5 SR EAG YT A L, M R
BB SR — R A& R B 4 SR 7
B85 — 7, SE F SRS 5 A, B S AR PR A
VIRURTY N RPN F= VN S k23 AN g RSN o St Y
SR PEREE,

B2, DSD AR LR I PR  FE IS RYT T
AT e A8 e 1) T 2R, ARG s RS AR e A
TR AT BORIRE (4 P9 431 | 35 DR RS 5 SR A A — A BB Lt A T
AMRICTTAS . AR LR P 5300 A A7 11 R B i fin 2 F
DSD HYIAIR, FFRLE & B2y P A TARHE . DSD i R S .
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