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[ Abstract] Objective To explore the clinical features, diagnoses and therapeutic strategies of complete
androgen insensitivity syndrome ( CAIS) in children. Methods The relevant clinical data of a child with CAIS
were retrospectively reviewed. “ Complete androgen insensitivity syndrome” was applied as a search term in
PubMed, China National Knowledge Infrastructure (CNKI) and WANFANG DATA from January 2013 to Octo-
ber 2023. Along with the relevant literature fulfilling the specified inclusion and exclusion criteria, general pro-
files, clinical manifestations , treatment protocols and follow-up results of children diagnosed as CAIS were sum-
marized. Results Upon admission,a 13-year-old girl with primary amenorrhea was identified based upon so-
cial gender. A definite diagnosis of CAIS was confirmed through comprehensive clinical evaluations of symp-
toms , physical examinations, color Doppler ultrasonography for body mass evaluation, sex hormone analysis and

chromosome karyotypic analysis. Bilateral laparoscopic exploration and subsequent bilateral orchiectomy were
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performed for cryptorchidism. Pathological diagnosis was testicular tissue atrophy and absence of spermatogenic
cells in seminiferous tubules. The child was discharged postoperatively. Subsequent follow-ups revealed bilateral
breast hyperplasia and a decline of sex hormone level. To date,the child fared well. Here all of 11 CAIS cases
were assigned female at birth. Diagnostic age ranged from 26 days to 17 years. Primary amenorrhea (n =5) and
indirect inguinal hemia (n =5) were the predominant clinical manifestations. Most girls exhibited typical fe-
male external genitalia. In 7 cases, vagina was imperforate while another case presented with a normal length
and a narrow diameter. Karyotype analysis revealed 46,XY (n=10) and 47,XXY.ishYpl1.3 (SRY + ) (n =
1). There were relocating gonads in abdomen (n =1) ,rejection of surgical intervention (n =1) and gonadecto-
my (n=9). Postoperative follow-ups revealed that 7 children recovered well and received hormone replacement
therapy. The longest follow-up period was 20 years. One case developed breast hyperplasia while three cases
were lost to follow-ups. Conclusions As a rare disease, CAIS usually presents as primary amenorrhea. Howev-
er,it can often be misdiagnosed as an indirect inguinal hernia due to the presence of a mass in inguinal region
before puberty. For girls presenting with either an indirect inguinal hernia or primary amenorrhea, clinicians
should stay on a high alert for the possibility of CAIS. Differential diagnosis requires further imaging studies and
chromosome karyotypic analysis while genetic testing is necessary for confirming a diagnosis. Surgical interven-
tion should be performed as soon as possible. There is still some controversies regarding optimal timing of sur-
gery. Gonadectomy should be performed during puberty or early adulthood for minimizing cancer risks and facili-

tating normal pubertal development through hormone replacement.

[ Key words] Androgen-Insensitivity Syndrome; Gonads; Surgical Procedures, Operative; Child

Fund program : National Natural Science Foundation of China(82293660)

DOI:10. 3760/ cma. j. cn101785-202409049-013

SELVERE ZAEUREZESAE (complete androgen
insensitivity syndrome, CAIS) J&2—F 7] & B 8 5K
I , JE HE I R A U SE A F (androgen insensitivity
syndrome , AIS) ff) — Ffi 37 784, 4f R 58 4 G2 11, AIS 75
ABEF E R Z R 1/100 000 ~1/20 000, CAIS A9 %
I AL B VEF A L 1/64 000 ~ 1,20 000"
3 [ [ 7. DA 5 B 57 DL I 2 28 0 L 26 O 5
WL o CAIS FE LAY Y 4 R A% Rl 46, XY, P fi
RS2 (AR HER R o8 AU, S BN e 4
ELMERB o ATl ORI SR.
AR SRS 3 BT 5 15 DR 2 B T B e 3 B A Y 1
1 CAIS LMY &l , IF R G5~ E M &
SCHR, B EAR T CATS 8 LAY i R R E 12 Wr e 13
Jei , B v I R 5 U6 T2 5 1R AL

J ) 3

— ARBeiih LSy &t

HEPERIA L, A0 13 2 2 A H L A 2Rk
AABE. SMBEAE I CT AR5 M 1R, A BE#f
o SBULBRTEME , A7 MR RN T A S, SRR i
filt, TNV R AU , BRI IRk 259, A —
AHAHFN—TR A , FC AR PR S 55 ) 22 B 0E 4. A fAk
LRSS SR B N2 R DU, BB bt

(FTA), B B RS & & AT, /N R K & A
R, iR LA O AR SR A B IE TR 29 2.0 em,
PRA Jy— H o, 76 B 18 R, BEALCh R IE B (&
1B) o S0 A fioh Sz w285, UL IR & B T, s A (8
RUUE OB 240 W0 5 e 1) DX 3531 fik Je 24
1.0 em x1.0 em x 1.0 em S/, i, 3 B0, [
S, JTCWI R R o PR : DRI IECR (follicle-stimu-
lating hormone, FSH) 4. 80 mlIU/mL, {i¢ &% & 4= il &
(luteinizing hormone , LH)20. 94 mIU/mL, 8 — /¥ ( es-
tradiol , E2)189. 60 pmol/L, 22 <0. 16 nmol/L, 52 i
30.36 nmol/L, #F & ( prolactin,PRL)498. 70 mIU/L,
P2 ) [ % £ (anti-Miillerian hormone , AMH )
15.10 ng/mL, 7 & )L 4e o {R % 5 46, XY,
R0 220 By 75 R A R JBETR) DX AT L 4.2 em x
1.0 em x 1.8 cm SEAUKE IR, 70 I JBE 78 P4 26
4.1 emx1.0 ecmx1.9 em SRR, MG 7T
W2 b AR R, RN 1.8 em x 0.3 em,
2.2 em x0.4 em, % JEAAE BN, BUNIE BCIA X 52U
FAGEA W (K 2A) o ZE R R CT K A 7 JB% bt
JE T3 WXE R I3 A 0 B B 4L 5, 2 AT Ak
XU L JBE T8 % B 285 40 AR WS AR % B 52, W ARG . 1
BRI BT R UL B R I8 DR IS 7 S AU T
THXSBR 43 A0 B L 45719 5%, KGR S2 0T R (&
2B) . AN TR R G0 A] S A E Wb R A7



B 5 UshRigsE 2025 4 3 A 24 %5 38 J Clin Ped Sur, March 2025, Vol.24, No.3 273

TR X S B (B 2C) . ABEizli: D58
DM R AN BUREE SR 246, XY M & 7 R
(disorders of sexual development, DSD) , 5 % 51| A1 HE
PRUER AT ARNR

e N o
- ke gF4 I

EABILE L MM REAR R T, ST BRI
RULA, 1B, KPS Z &5 B: I T KBS, ol /N9l s &
HAR, BIEDRRIE D B8R, b2 KSR A

B 1 gt MR A USRS GBI LAMER &R /ML

Fig. 1 Preoperative appearance of female external genitalia in a

child with complete androgen insensitivity syndrome
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Fig.2 Ultrasound, CT images and computer-assisted surgery system of a child with

complete androgen insensitivity syndrome
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Fig.3  Gross appearance and pathological examination of complete

androgen insensitivity syndrome
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