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SUMMARY Androgen insensitivity syndrome ( AIS) is a very uncommon genetic disorder that results
from the resistance of androgen receptor (AR) to androgen, which influences the formation of the male
genitalia and in turn presents with female phenotype. Surgical resection of undesceaded testicle and dif-
ferent kinds of genitoplasty are crucial methods to correct the deformity of reproductive system, as well as
hormone replacement therapy, which is an essential therapy for postoperational rehabilitation in AIS pa-
tients. A 43-year-old patient, who was socially female, was first admitted to gastroenterology department
due to recurrent ascites and occasional abdominal pain with unknown origin. Taking physical examina-
tion, ultrasonography, karyotype analysis and sex hormone levels into consideration, the overall manifes-
tations revealed the typical clinical features of complete androgen insensitivity syndrome. After that she
was transferred to urology department for laparoscopic gonadectomy. During the surgery, doctors found
that there was a vesical fistula on the upper wall near the conjunction between the bladder and ligamenta
umbilicale medium, which explained the recurrent ascites for more than 4 years. After resecting the testi-
cles and the tissues around the vesical fistula for histopathology, the result suggested Sertoli cell adeno-
ma, hyperplastic Leydig cells and urothelium atypical hyperplasia. Hormone replacement therapy was
given right after discharge. The hormone levels of follicle-stimulating hormone, luteinizing hormone, es-
tradiol and progesterone were modulated by the dysfunction of androgen production after gonadectomy and
hormone replacement therapy together with psychotherapy could stabilize her hormone levels and improve
the quality of her life. The patient was suspicious of AIS family history and the pedigree was made to ana-
lyze her family which was possibly X-linked recessive pattern. We propose three possible hypotheses of
the fistula, which are direct surgical injury, recurrence of bladder cancer and congenital urachal anoma-
lies. But whether it is relevant between urachal anomalies and AIS is yet to be discovered.
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T 38 2% AS 5 27 A AiF (androgen insensitivity
syndrome , AIS) , S{FR by S22 AL, o2& —Fh 22 L Y
X EBBR B L. BT X Je @ik b gnid iR
A4k ( androgen receptor, AR) ) 3[R & A 28 7%, AR
FEAETIRE SR e — RN R IPLLE A AE , R
BN AN RS ECR 3 BURR, 5 s AL M B
PR 8 BN [R] R B 1) 22 A, 32 SR IR 2 —
VERE B N AMETE B 6 P SRR A AT 2
AR AR X ME 2R A R 72 BE 9 BURREE , ALS W] A4y
h5E4at AIS (complete AIS, CAIS) | 354714 ki &=
AEUREEAAE (partial AIS, PAIS) f 5271 AIS (mild
AIS,MAIS) ) AIS FEss & 51k 5 0 1 Nk v 2%
5K 17100 000 ~1/90 000, CAIS F & 9% FAE B
B LA 1764 000 ~1/20 0004, H RijEE R 33
HISATT T AR AR I FEAR TG TR A
IBIT, I BN AT, DA ST R AP AR A
LD ERRIIRE ™ o ASSCRARIE 1 ] CAIS £33F 15
e F) i 191 o

e

B 43 % s L, RIS T TA) T R O
JERK 4 A7 WA 5t R N R BEBE AL N AL, BR
18 8 AE G 17 248 PRI B3 DG M9 Fa DR (transurethral
resection of the bladder tumors, TURBt) 347 R J5 B bt
GRS Y 2 4, R B I IR DT 2 R
2 48 BEIE RS ORISR T, L H S mifi
m s ks RE, HEHE WERT. &
FART 80 kg, B 170 em, (AT 45 %L 27. 68 kg/m”,
JETHERE . AR Lo A, Jo A A R k4, TR
BRE INIIN L, A 8 SRR IEKRE , T E
B RFLD K E IR (1) 5 SUNME BV DR fi
PR

BEEIR A - (1) PEHECGR I E 2 s PEIR DD REAN 42
5P 3§ % 2 (follicle-stimulating hormone , FSH ) 68. 14
IU/LCIE®# {E: BR e 9 3. 85 ~ 8. 78 IU/L, 48 4 M
16.74 ~113.59 TU/L; BPE 1. 27 ~19.26 TU/L) ;4
TR B & (luteinizing hormone, LH ) 31. 67 TU/L
(TEH A: OPIf B 2. 12 ~ 10. 89 1U/L, 4 £ 1
10.87 ~58.64 IU/L; 9 1.24 ~8.62 IU/L) ; ff
M 29.08 ng/LOIEH(E : BRI A 27 ~ 122 ng/L, 4t 22
<40 ng/L; B PE <47 ng/L) ; 23 % 0. 73 pg/L
(IEH{E: I8 0. 31 ~ 1. 52 pg/L, 4 221 <0. 78

pe/L; B 0. 14 ~2.06 pg/L) ; % 4. 13 nmol/L
(%1 <2.60 nmol/L; ¥ 6.07 ~27. 10 nmol/L)
(2) P A% R (G WAf) : 46,XY, (3) 75 Ul
JE B SRR AT BT 7, 55 s AL A5 R i 5%
FEM RE TE [ R, ] 3.0 em x 1.1 em, JE [ 75
55 WIRIEAR 22 78 [ 75 548, R/ 1.0 em x 0.9 cm,
7R DL B S R 8 ML A 5 LR 75 3 5 AR DL B b 3 5 74
BETE, RS2, (3) 158 CT: 7/ BoR
AHCREAART?) , WU B A 5 AT I3 2%
5, AT WA ROKFERR RS . 2 I ABOP M R T
B I CAIS W REMER

B RS TE2 R RBE IR IMEE .
TR BRI O N A AR (Fa ), IR B
ERIOR , SR D) 7 IR AT IR IR B T XU e =2
PIBRA . RFRUE EIGED) 0 LI ZE A PR —
BED) B AR A TR U A M RA R, A
PNER Ak D 22 47 SE AL 2, 22 ) S2 AL 20 B B
(F2.3), 73 B IR XU 52 ALZH 2, 56 P A 34 1 1L
O E RO R Lo B PR T I A 1 LI e 3
JBE I THURE— HAR 2 0.3 em BB (& 4) , S4B
WAl S B AL (K P R BP R B 5% ) , 48 PR IE [n) JB5
IOt T 98 1 A B K, AT LR 2ok 328 I AL
WESEREAE AR A6 B S B IR K- BUB K A0 52
PIBRZE ORI 1 em ZHEUF S8 S R AL
S 1 550 6% 1% % e 2 250 o LA A O P 5 SR 42
AN 20 A M EEALAT DLZE TR IG A i iy, IR AE I
P B TR 200, 2R DA BE A A SRS -, S ie 2H 4k
FYOLE R N 40 A £ 1 (cytokeratin, CK) (=)
F&EH (vimentin) ( + ), _F 52 20 fifd il 475 JR ( epithelial
membrane antigen, EMA) ( — ) . #15| & o (a-inhibin)
(+) SR F (calretinin, CR) ( +) L4 )
%% 99 (cluster of differentiation 99,CD99) ( + ) Jgi/R 1}
A H 1 (Wilms’ tumor nuclear protein 1, WT-1)
(+) T 432550 8 6 3 5 J5E-1 (Melan-A/MART-
1,MelanAm) ( =) Ki-67(1% + ) , £ Sertoli 2 Jif Jlit
81,5/ 1.7 emx 1.5 cm, [T Leydig 41401
R A= e AN AT WA i, BB S T bR, DR/ING S
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PR b R AR RIE AR (5) .
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Figure 1 Breast and pubic hair development Figure 2  Bilateral dissected testicles
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Figure 3 Undescended and atrophic testicle tissue
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Figure 4 The vesical fistula on the upper wall of bladder Figure 5 HE staining of testicular tissue ( x 100)
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B . AR SEH W 8 AN BT 4L, B 4 4
FEEIRSr A 1 AT g B ) N-A Ui 45 44 J5 (N-
terminal domain,NTD) , 1% 2 .3 Mg T4 fih i) DNA
254 5546 155 ( DNA-binding domain, DBD) |, £ 4% X I
HI55 4 ~ 8 S0 4 fih i C AR o A4 25 5 435 g
( C-terminal ligand-binding domain, LBD) ,4 #B/3 IE
WD B R AR S el W S R ( di-
hydrotestosterone, DHT) 5 AR 254 )5, 2 (R g5 ¥ 72
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JER P E B — B o 0 G S
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95% 1y CAIS J& i T AR FEPRR7AE, HAUA 28% ~
50% () PAIS 30 AR JEPR 578, I R AR 5E R %€
AN V22 R F B 43 A2 W) 27 BILR R ok
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MG B EJF, M oA & 4 TG K & F
W ERBERIERIE LTS 6 i, B Y Jeffk
5 28 FE K] ( sex-determining region on the Y chro-
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Yy DHT REf€ ik 5 25 719 1] BH 2856 10 LA K% 9] 25 16
BE VA, R XoF DR A TR 443 AR5 A S M A v 08 7 T
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R I T 2R, R BN S EFE A R R
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ZEWHE ARG W] RETE T 7 91 B FL 5 K 7 BRI
IR HBAERE "
2.3 Lk G2 K

LW AIS JEH 2 CAIS, 7 2l i il R R K
TS ER KD E KB A3 A AR PR 588 A
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FEHS BRI So i JELE 2 5= 4E (steroid Sa-reduc-
tase deficiency,5ARD) R A IR A AT
( persistent Miillerian duct syndrome, PMDS) " ) J%
178 FZS [ 5 i & B ( hydroxysteroid dehydrogenase,
HSD) B i ' A% 5. WABRIZ I ALS T B 3L
R, b T 2255 RBOR A ARSI IR A 73X 7
O3Sy ABAS SO AR Y MR I RAE AR SR Ml
=8 bR LA CAIS ZWi 48 5~ — 22973t
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2.4 JBJ7
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O, 3 v R A TS
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& AT AR AR A R SR, S LA R
R ARG /INE S A D L 2 U AR B A
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AT A A o A S I T AR 2 2
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Figure 6 Pedigree analysis

ARIGH 6 KV 11 AL R A, ks
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