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[ Abstract] Based on the relevant literature reports in recent years, this paper reviews the basic process
of 46,XY sex development in embryonic period,and analyzes and expounds the abnormal clinical symptoms of
several important key points,and puts forward some corresponding treatment opinions. In addition , several unex-
pected issues involving sex abnormal development were described in the course of common surgical procedures
in pediatric surgery and the corresponding suggestions for management were given.
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ARMRNGE T A —NRA T A E 502 S AR AR T AR T L L AMH, @7 &
SU_EME R & F 5+ (disorders of sex development, DSD) & 359 4 75 B A 2 E R LB A L LA R4 R BT
&S A A BRI, LT AL A DSD, 2006 %k &9 A A BALAR & Ui 2 hmsf DSD 4%, 345 DSD 52 LA
Fe e R IR R LM AR LT RER B SRS REZE LA TE 2L
H— g, it B ERIZELE RS A ® Y de Fisher £ AA B ZIBCRLTHFFLOLLSEN,

Cools 2! #2338 £ 57 (difference ) k% &X,F % 3 % 4L (disorder) , Bp Differences of sex development, % -3 3

45 DSD 4% =k % (D46,XY DSD; @46 XX DSD; @k % ¢4k DSD, 2 & 46,XY DSD & % £ 2, B #1745
F50% A LT EMERE, WEEILEL S FHALRERLE, £EDRER S BRA,SMERG 2T
VEST*F R oh A 7 3 04 g3 %%iﬁﬁfﬂiffflﬁﬂ% BRUBEFAET R A LA BZHATH I FE 128 T EIL
B B TR, BT TR R B AL BAR B AN R B SR, B ik Rk 7 W 64
KU, B TEH LFLRE TR R KA ERREMERE IR E R AT L, L Z T HIRE
Moo Bush, g Ao BL IR HAE IR A SRS B AR R F g EIR AL SRR 0T ATk R R
AALTT DS AT 00 R o b i A AL E R E BT ALK S R R A VAN, REAER BN E
(anti miillerian hormone , AMH) . #p%) 2 B it Z 64 /K -F1H, 25 T A 34T 8 £ 69 hCG R R T k) b = 4
W) oA X R R At A IR T @ T AR Gk, BRI, e e R AL T A A R,
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% 7] ( chromosome microarray, CMA) ; ZX B A A 78 2 %, E DU R B FF A B E4 (Panel ) 6 &, — i L H
O B] SRR AR ARAE M ik 200 MR E S5 RR R F FF A K e A B, A =K B3 K (next generation
sequencing, NGS) 5k & LA & 3L 2E s AL B RERAREE, ERARAFF, BT AT ol A5
EFRAMHEZLARAHN., FHNEZEZEOTTAREMNLERGBE, LAEAREFERNOLLE, KX
& B B AT S e EF 46,XY MR A F A AT R AEF B I F 09 W B B AL 2R L

— K F

BAT X THALE F56 K mFESEA A eyl , AR T 4k 78 M A, — A& A 1/4 500 ~
55001, (94 R G h kR A A B FF T 6 IR R T AL, W K R T ik 1/200( 12 ) A= 1/300 ( fid
T R BRI R A 2 AR % TGN RAMACR 40 AT, 128 %15k Lt Sk & T
0 A % T 7 LR, B R R 48 1/5 000 ~1/10 000, £ £ 8 0 0,

S EAVR F A RILR R R L A

1. B A AZIE M R BRI T A A LIRS BAN N K B A2 R @k M A F , B AR
E FT HERIAE R T AKMEIN; 2RSS 6 B ik kA A L R ILR 5L AR A A § 8,
o B4 (Wolffian duct) A= &) P | % ( Miillerian duct) ; ZER % 7 ~8 B, Y E 2 T W Fi Y F & ka4 L
B SRY KA R HRLEESE— A MARR(XEEARAGEREERL AHEFTEEKRL)GRAET, K
SACE R @ FHEF 540 R SRY SOX9 NRSAI MAP3KI %5 R W RE, Rk BahEH kT HT, W4 RN
46, XY T A PEMERE K F A (complete gonadal dysgenesis,CGD) (10] s RIS AR H R ACHE S, dm Swyer 45 4
P, EEMBERILERT . BAHY £ EK, AT RRGMIR S H FBOREIR, L RAVEA (KA ) A
Db R, B b AT A ) R AW BRI IE , SM L S AR e m kAR, A EH I E T, AL A AR
A& BRI, 2 IE 5 EBUR 5 T o r

2. P& DSD JEESM KBRS E T ILE RS ED LA ELRERAT(EAY £ 6
W SRY K E A TFTATARIL) 69T T, R A @ F 5L F LA T T RIS TR L, A
RSP DSDM | 9 DSD % % WA A Z 46,XX (60% ) ; 3 ok % & F g AR, 46,XX/46,XY . 46,XY/
47,XXY .45,X0/46,XY 46,XX/45,X0 46,XX/47,XXY (33% ); 46,XY =V W, %5 & 7% . 57 £ 5 14 X4k
KA — I 5 9P 5 (40% ) 5 AN 2 97 35 (34% ) 5 — M 97 5, b E L (15% ) 5 — A 9p &, ) 5
(11% ), SPGB FHETIAE B (11% ) S (89% ) , — bk WAL T4 3 ) £ F K P 91N,
RAMGIEANE, mMABRAELR P EBAR S HELE, R LB EATREOLSTEARAEAF LA
w!B SRR TUALE TR, L TABETEEARNE, 552 BT M AT S e, B gp
FT AN EZ BN LR AP IR R BEINE E I A A WL, AR,

3. ShAGEEAM  SRY R ARG, R AR RIS L A X Hm i (Sertoli cell) , Z &
75 2 18] Fy 4m e ( Leydig cell) 5F it #8, EAa94E AL 5] 7 B8 (Wolffian duct) X F 4 W £ Ay & 2oy
¥, EREISHE 8 215 B EMEEH N RSt K BE8' ;4922 So 3B JREEEGAE A, SE8R 7T VA S 4L R A
B, SRS M E S R AR N R BB S ~ 1045 K 3| $ B MM A A E (ke Z W EAFI )
RE, RN AR RN AERE R R ERRE L, BT LR KA TR AR E (ST
BE ARG 2h) 3540 T 28R &R A % 87 ( dehydrotestosterone , DHT) ; 2%, Sov 3% JR B 2 4k 8k % %, R % F 30 2 7
Tik#Aeh DHT AR T B ISP A FA BB TR A ML HER AL T RE (D) KRETEL WERTFRS
o Rk, ShAEE BAEMEF FeRkH S8 ~ 15 B DHT K-FAKT AR Z LR AT .

4, BH T A RIS THEHRE Rl 5k £ B E B/ F3(INSL3) , ms £ 238 ~15 A4
Tl FREASEHNE TABEER AR EZ R L, S5 25 ~35 B EIMAEILAE Z W E 2R E 0
AU B e R R B R A, ik INSL3 S E B R, SR E AR ER, N5 E LAY Lk
HREIERE AT FRIGEG L A,

5. &) 4 (Miillerian duct) B RABRFEELT R4 S PEETALTRT T M E A L2/3
i, EHIHFmCis s AMH, 8 X5 58l F R ERHBALE R, & X F WA RERFF B0
AMH R & AMH Z kS e 1523 ) THRIAF R AN EETE WP EAMEFHARGE N, HEEFNLL
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F tm R e R e A AT, A AMH AR, S0 WS R A TR B b
B, R N T R L Motk e NS (BRI )Y B R SUBOE R sk ILREA o
FRABIAAT RESFE, W HE AT HELT AL AL TUREYEFF HEFr & i
e m Rk FHI,

6. KIEHAFH SRR E 8 ~15 FSrAMABE LT £ ZIRHRNEFIRRR , KI5 67 % 1%
IR SEERA BERE FHAEF 16 ~18 B ()G 6 AN A WA F A B F AL T BT R0 3 8 4 ik &b X 7)
B E£EZ" sk £ T L 46, XX B _E % & it ¥ 4 % (congenital adrenal hyperplasia, CAH) , 3 % %
B EILF AT A RAARL, RFEEF R TIPI R EFABA R S  BACITATRETT A
WIZN R G TEF AT RBUA(ERFRE), MR E LR R B ILE TR A — S iT 4
46, XY 7 A VM F R R AAE, BRIk A A AR % 09 F B KT o T AR R KR A A, BT
FIAFTAKBAATA, BT ARBOETE RBEAN R ARER — @ B, sk ETHIA =%
F—E A, e BRI S S ERER T, B, £ DSD #AT A 5 B it , & 4 8 R 6 aF H A&
A NEHAEI(0~6 AR ) ZFEKT 3 KA 69 F e, R KRR 69 T RE A AR § R A At — Bt
5B

7. FEAG LR B 18 R Rk, B T Lk g ik ey AR AR A (LH) 5 LH %4645
A, % LH SR AR T Rbhde 34 B TR AL R LR B AR HAL R I, 1R L3147 hCG & Kk, 2
B 4 hCG #b Y5 LH AR 254, RS0 JR 4a i 4 ik SEBR , A ) 7 18] B 2@ AL o dk , & 3 2GR 36 )6 SEBR K T 48 &
2 ~34& vk b, KR i ik BT, T VAR hCG #4774 55 VA B & B AR SE B8R K 7 i b B9 16 R K, 4
RFEHEALTY, o R T EMERAREF , BHTHE T LM Eh-F 0 2 8B 3, AKEFRLT
DR R R &R B E, IR E IR T T8 s SN A 78 B St R I, 4238 20 4 5 kX £ 46,XY &)Lk
% W R o dech B

8. EHA KA ISR AL MAFIES R A2 E B3] K5 R E 8 A RSB, F N E R S Ak
o B EFRE FHX LB T RE X, ¥ L% T AR T ERFRAEER, N -F AR
P, 4o 178 &K B BEHLAHE 3 S 2, 7T 5| Al —BA Kok 3540 R 0 {2 l6 R £ # % L8492 Sa-if RiGEZ
( BATi8iE F0R RAEIKTRERLE PSR L), HERT FHERR S RAFHE B R WA E
B, % BILmEREN, B ETRNAABZILF R BINI, F S kRN, 2 HALETH, A
FWRFTENFRTEZLEH W RAEFROARFENLER, B A LLFRGIEN S RBRRIMEZ T M
P A 60% o BOLRFJE AE R W B AT, 6 R BT K EOUBAT IR B AR AL S R A B
P B AT & B LR AT LT R R E RO AR SRS (GEF 18 F) BILA ok E
MR G BATIN A FA B ET R,

9. M A ZHRARFTF  LBHRE B I RRREAT, B R 0 SR S A B VT AR R LA
PR 2 St 6 R B3R AR R R AKX R 4% A 4E (partial androgen insensitive syndrome, PAIS) &
W, JmE B ER— , TRAA LR ERBEFE TR LEZP T RETAHNEI AT XX ELEME
BRARR TR ERERRREAEIREIT O, 5 RIS TR, P Rie 2 4G R 28R BN, T
HRIEAL, BSl, X K BIATRIE TESERE, £ H B L5, FAMELE S AL L FHHEAL
A MM & RAR 42 A-4E ( complete androgen insensitive syndrome, CAIS) B A Z 18 34 7 4% L, 16 JR &
A ZAdork, B LM it R4 o ab 2369 AMH, & 5 ) Miillerian K% S0, P RAEF T
Wrgp g Ak 2/3 ME, EIURSE B AT Aot 5 R AR, A EF 3T 5 ik ey i BGE R R it 4 M
WAEm St EA T ENE,

=R A FIME e R

1. #AIUSP A BAM  FARIAA A AR R T, A EZH DILGER) I EF LAY, B3
£ BIL, REZGL W RE T, AL E MBS P Rk RBRG BB, B AR 50% A ETHRAR L
R 3% A s (CAH) , 2k 25 A9 ) B ¥T A AE 2 )5 20 R R AR A i I EAR S & (& AR 4L, VA ARAh B 47
hgE N E)MERAEG, FERTELELFEM RS LRSS ER(AEZ@REN,EFZ21 dR
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B o TR SRY A BARN , N5k AthE 36 17 F30R  fod ff 5T fods 28R A — 8 %%  AMH
F, TAFALRHET—F 44, ZHrk CAH, R GRS L4648 7T vA 5 2] 37 A& )L E )G 34T, 8

S A A LB E E 4% % R B IR AR $ ke

2. K FERA BASAP AR BT A K ILE AR BEROAM R SANREFE LGNS F R, BZ S
W, %R A BN ERM, FREERFZELZE, LCAHR Y ERTFEBEELGAR, RP LA E
AAEAAEEN, BEAEAARHIN (L ERLAEERGEL), AR, ST, EF A Tk
W QYA EIT BRI LR R E R LR EAN, Lo R B, WA R0 E
AEEEM e RERT R, TABEHR TG W& BTG L; Q% ABELENR(RERF KLY
T TE) T RAIIR TN, AT KT g, KA F I 5 5k el ; QMM e Fsh (B4R m
KA RELEAZS(FFRAY), 2N REL KD EREREE S, DF IR AN, & F 3K
REIBIE; ORBAITRER MR ERST(ZRARFTARAE) ., wRERAFRLFTHINE  RILHZR S
B R EARA 46,XY , FE AR e 5 R Ayt taAh F, MUK AT 2AH5A CAIS, T At — F AT R B AG A, 4w R
ERMEHEZRERAGSI LT RAMREEL, TAHYL, TEEIZERIA M4 OF R KX E
BILEALFTR, TARFEALTNE BT R, R KA EI A2 50kt FE IR N 5 586915 A
T AR A MR A BRI FOANA T, W SLE R F . B, SRR R F A bR R SR
AEZNER., FARFTHPZIERENLSHTBE , WEZk, BRI, EL2HFITRFEE, SRR Pk
R, BELRNEAG X ; DERbEERETAFRAR(WamMHFE) REERIE 46,XY, M 4% XA
JL#& ER3E4T DSD 49 % AR,

3. B AT SASANK B LRI E F AR B ATIE R LA AR R AR S W R R AT K
AT IS AN, A AT H R A £ &) P B2 (Miillerian duct) 1B AL R A S 34T LRI AD £ %, B FFAE b A 7
EIMLFF, RATEAESAT DSD 346, — 2 F R P& 8], Z K 7T 462 PMDS, Bubadit: OB A TG, £
WA E IR M Rl Y, R BT B A R T A AR R B he 1B A B e, R T R B A5 R
B Hede 7 QR BT ERT L R T ERAR AT G 409 AMH F= AMH 450k B Al % 4643
B EAE AN A S FE; QR RRAEATAL , #F)5 4 DSD 9 % A6 #4 bi e BAT-T 5 4 iF
Tk, TOARGWE, LE S F R BT LZELMGHRAEEE

4. BEF RIS ZLIAMIPE T, I EFNL, SBERFBEFTF BEFRATLIAT T MIPEEGL
22 L PTIE , ALA B R IS SE A AL TS SE AN 69 IR O YL (BT A S AR A ), AL AR K
fhtm 2 NEHARE P SAGFAR, AL EDNRIL, 3 FERTE, SR TRABERLIESERETRA
PR KR EFH(RRA TEFEEL, REBA EEREMN), TR ERAGRLBEBL: OBBAF
1y D% RIRARATLLLR 5 RATEH T, 452 DSD 45 ( 2 B2 A A ARAN) G, BT EL TR
BERK, RPTAWSRT T RAMIPEER A28 1Fm 45 &, A HGHHE ., REHFLT ME

REA—M FHEERERT; OFHARFTRIERT THE TR, BURIRAR W, A2 LR RE
ARBRMR, FE2F Rintk, AL EHR, MNBRFRT THERL, TRARFEKAHR ALE A H 5
PERR LR SR GE AT s ok A B R A AT, E B B sy B R B 3 — 6 R LA T R A

5. WMARTREATEEZMBEEIRE RZAEN XEBIVABE S F T4 FHAA AR P RBEEI
FERE AL E IR, AR T T E MR, BB IR K F R, BRI T — 2 H ATk
RAF 69 EIM S o ak R F 6 AMH (28] b B8 2 AR e 2 RRSEEB P ERELERE N L, B AT
TART , THRAEELTEREE P RAREE L, TR EBAGEBL: QRN ERATF/F7EEhKE
% ,LH FSH S8R W2 E8 474 & B & AMH S8 Z 460 (hCG & R, % F8 WA EMW 74 % B &
AMH 348 24K F M R, hCGC M A R B 6 EMAAA LIb, MR EHRH CEL, LEBTEEEIK
P QBAMAT LA E R PEATORELE AEFLT T MIPERIPL, Wk % F2 CAH,
Lo A T A m— A Trocar IREFIWE TR, LE L FHWEE, ORBBATHRERIE S, LH FSH, F8 R
SCEEA AR E B & AMH 3824 m) A & hCG UK R, AR BRI IT , Ak, B A XA R RBIRA Bk
I 9 Z R
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6. i FRESERPRANIME —HAES R A MAKE T LHE T RIT4T DSD 45 121 %
FRSE R P AR T R — R R AE 3 F AL R AT R AT ALK % S A &, R $ AT J &R 3L SRY
AR ALK £ RASFE T EGER T FEBAFRET LA LTI E (KA EEZL) ot R E
F B BB A ENIE AR AL R AT A AT RE T RS AR, 28 FRAmARITEA =K, KRG
B ILR B A AW B K RS bk SR, KR B B AR AR, P o XEN R, R T RS ST
i ILHE R B R R A B K, R BUR A B S AR R B AT - MR BT e DR
KR, B R G ], TAT B e ) {e B ARG Sk, T ARR T, EER KA, X E LK
FJg TR ZRIRE R AR ERZIL ARG T REGFAT, QEMRREF i@, RARL
F AL AN B S, FTAT BN S 25 A3 ) AT B A ) I S B SR S B R B A

W F 46,XY DSD 5% B % 4, B ¥ H00 ERE AT, § R0 A R EUK, SRIRE 09 /L 72 05 X &
AR, B, A5 IS R 330 STRRE AR ), 16 R HLIE AL B2 47 A A5 33T BATF 09 % P S AT BE AT 1 R AF
253k,
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