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ABSTRACT

Androgen insensitivity syndrome (AIS) is a hereditary disorder that’s characterized by the female phenotype
in spite of the 46, XY karyotype, and this is caused by mutation of the androgen receptor gene. We
experienced a case of the complete type of AIS. A 20-yr-old woman was evaluated for primary amenorrhea.
The patient had external genitalia of the female phenotype, but she had no ovaries or uterus. The abdominal
computed tomography scan revealed suspected testes in the pelvic cavity. The chromosome analysis was
reported as 46, XY. We identified an androgen receptor gene novel mutation, including CAT deletion at the
position 1925~1927 and AG deletion at the position 2129~2130 of exon 5, in both the proband and her sister.
The patient underwent laparoscopic gonadectomy due to the possibility of malignant tumor developing in the
testes. The subject is now on estrogen supplementation and she is under regular follow-up; she is in a good
condition. (J Korean Endocr Soc 23:277~283, 2008)
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AR A FAde] FFolglek. FAPAAT2EEY U,
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o] AN, IFEATZ AL Sl F 0.9-8.9, o4
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% 46, XY (Androgen Insensitivity Syndrome, A.L.S.)

@ Carrier of an X-linked recessive A LS.

Fig. 1. Family pedigree of androgen insensitivity syndrome.

-

Fig. 2. Computed tomography of abdomen showed bilateral pelvic cavity masses suspected with testicular tumors (arrows).
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Fig. 3. The karyotype of patient showed a 46, XY chromosomal pattern.

Table 1. Primer sequences and polymerase chain reaction conditions for the androgen receptor gene

Primer Sequence (5° — 3°) Size (bp) Annealing T (C)
ARIN CTGGAAGGAAAAACTTACCG 879 60
ARIC AAAAGTGGGGCGTACATGCAA

AR2N TTCAGTGACATGTGTTGCATTGG 262 54
AR2C GGTTAGTGTCTCTCTCTGGAAG

AR3N GTTTGGTGCCATACTCTGTCCAC 333 55
AR3C TCTGGTCTAAAGAGAGACTAG

AR4N CCACTGATGATAAATTCAAGTCTCTC 376 60
AR4C CTAAATTATGATCCCCTTATC

ARSN CCAACAGGGAGTCAGACTTAGC 277 65
ARSC AGGTCTGGCCAAGCTGCTG

AR6N CCCTCATTCCTTTTTCCTCTG 195 65
AR6C GGCATTCCCTGCACTTCTAG

AR7N TCTAATGCTCCTTCGTGGGC 265 65
AR7C CTCTTATCAGGCTGTTCTCCCTG

ARS8N CACCTCCTTGTCAACCCTGT 252 60
AR8C ATCTGAAAGGGGGCATGAG

L5504 30%7F ZA¢H(annealing), 72CollA 30&7F A
(extension) TS 1F7]| 2 353] HHE AJslslaL HEH o0&
4 I8E 72CollA 1027 RESAIFAEE Staamadsivt
So] F85 A g4 10 uLE #Hslo] 0.5 pg/mLe] EtBr
(Ethidium bromide)7} 871 1.8% oP}&= 7I(agarose
gel)oll A7) ds3led ERIsIel. k=2 8 747
87He] ool thele] FRtEAIMNES-S& 538 AR 7]
Al FAE AldlEick AA 7IAE B4 SAE 1
" Al 3| Al 4] fJzfelo] U3t ATE AR, V)E
2] Androgen Receptor Gene Mutations Database[4]ol]4] E.
E]A] 9k AlZ-E- F9)9] EedHo](novel mutation)7} HF
Z=|Aek ol 504 R wis] Eednlol 2 1925~1927 91X
9] CAT <37|(Histidine oF]x=Ah7} ZA<=(deletion)E-= 1+
Asiet. 7 HA) Solwo] & 2129~ 2130 99X]2] AG %37

7} g WAk 21299159 A 7]9] Af- A&
o]% CCAZA] ZEF(Proline)& HeHNZ H-E 3 encoding)
slglont, 213091%19] G 17 A& 79 GAGY] 5%
ZKGlutamic acid)oll4] GAC2] o}A3}2 E XK Aspartic acid)
2 X2=|Qdek 3t AG 75| 9J3t 2ol E (frame-shift)
2 Qlal 2163~2165 37|91l TAAC 23 AR A=
(premature stop codon)e] A4 =|JrKFig. 4). A1) FA
X & 22 EdHo]7t whzdx]o] AulellA] FU’E 4Rk
Edulo|7t EANRkE Sjlslgick
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Exon 1 2 3 4 5 6 7 |8
:’;25:1(1:;27 Position 2129~2130
Normal CAT CCA GAG ACC
His Pro Glu Thr
\ Position
2163~2165
Patient AAA CCAAA GAC TAA
deletion Pro Asp stop

Fig. 4. Scheme of the androgen receptor gene mutation. The underlines indicate the position
of nucleotide deletions. The arrow indicates the position of frame-shift. Amino acids are
shown with a three letter code.

Fig. 5. Gross sections of the resected gonads. A. Right gonad was surrounded by whitish tunica and had yellow-gray nodule.
B. Left gonad was composed of gray parenchyme and had multiple nodules.

ALY
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Fig. 6A. Histology of the resected gonads. A hamartomatous Fig. 6B. Histology of the resected gonads. Surrounding
nodule was encapsulated by thin connective tissue and was parenchyme consisted of tubules and proliferated stromal
composed of compacted seminiferous tubules with little Leydig cells (H&E stain x200).

stromal Leydig cells (H&E stain x100).
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Fig. 6C. Histology of the resected gonads. A gonad at left
side included fallopian tube-like structure (H&E stain x40).
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