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V. KET LUAN

CHT c6 d0 tin cay trong phan biét u TNBMT
lanh tinh va ac tinh, su két hgp danh gia hinh
anh hinh thai CHT va do luGng hé s6 khuéch tan
ADC dua vao ROI thanh phan ddc trong tén
thuong cé giad tri trong chan dodn phén biét u
tuyén mang tai lanh tinh va ac tinh
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HOI CH'NG KHONG NHAY CAM ANDROGEN HOAN TOAN:
BAO CAO CA BENH HIEM GAP VA HOI CU’U Y VAN
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TOM TAT

HGi chiing khong nhay cam androgen hoan toan
(CAIS) la tinh trang bénh ly roi loan phat trlen gidi tinh
46, XY hiém gap do dot bién gen thu thé androgen
(AR) trén nhiém séc thé X, thudng biéu hién vo kinh
nguyen phat & ngufdl co hinh théi nir. Ching t6i bao
cao trudng hdp mot ca thé 21 tudi ki€u hinh nit gldl
kham bénh vi v kinh nguyen phat Kham lam sang
ghi nhan bénh nhan co tuyen vl phdt trién binh
thu’dng, 16ng mu va nach thua, am dao dang tdi cut.
Siéu am, chup_ cdng hu’dng tur cho thay khong cd hmh
anh tur cung va buong tru‘ng, hai tinh hoan an trong [
bung. Xét nghlem nhiém sdc thé dd 46, XY co dét bién
dong hgp tr ¢.1921C>T (p. GIn641Ter) gen AR. Bénh
nhan dugc chan doan CAIS vdi tinh hoan an hai bén,
phau thudt cdt bd cac tinh hoan an két hop liéu phap
thay thé& hormon dai han va hd trg tam ly. Trudng hop
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nay nhan manh sy can thi€t nghi téi CAIS & phu nir
tré v6 kinh, c6 ki€u hinh nir nhung khong cé tr cung
dé thuc hlen cac xét nghiém chan doan xac dinh, gidp
dua ra phuang phap diéu tri va chdm séc phl hc_fp cho
nguGi bénh. T khoa: Hoi chiing khong nhay cam
androgen hoan hoan; V6 kinh nguyén phat; Roi loan
phét trién gidi tinh; L|eu phap thay thé hormon.

SUMMARY
COMPLETE ANDROGEN INSENSITIVITY
SYNDROME: A RARE CASE REPORT AND

LITERATURE REVIEW

Complete androgen insensitivity syndrome (CAIS)
is a rare 46, XY disorder of sex development
attributable to pathogenic variants in the X-linked
androgen receptor (AR) gene and typically presents
with primary amenorrhea in individuals with a female
phenotype. We describe a 21-year-old phenotypic
female who presented with primary amenorrhea.
Physical examination showed Tanner V breast
development with sparse axillary and pubic hair and a
blind-ending vagina. Pelvic ultrasonography and
magnetic resonance imaging demonstrated absence of
the wuterus and ovaries and identified two
intra-abdominal undescended testes. Cytogenetic
analysis revealed a 46, XY karyotype; molecular
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testing detected a homozygous c.1921C>T
(p.GIn641Ter) AR variant. The patient was diagnosed
with CAIS with bilateral cryptorchidism and underwent
laparoscopic bilateral gonadectomy, with plans for
long-term estrogen replacement and psychosocial
support. This case illustrates the diagnostic pathway
for primary amenorrhea with absent Miillerian
structures: targeted imaging to define anatomy and
localize gonads, followed by cytogenetic and molecular
confirmation. It reinforces guideline-concordant
management emphasizing prophylactic gonadectomy
after completion of puberty to mitigate malignancy
risk, coupled with individualized lifelong hormone
therapy and multidisciplinary counseling.

Keywords: Complete androgen insensitivity
syndrome; Primary amenorrhea; Disorder of sex
development; Hormone replacement therapy.

I. DAT VAN PE

HOi chirng khong nhay cam androgen hoan
toan (CAIS) la mét réi loan phét trién gidi tinh
rat hi€m gap, thuéc nhdm hoi chiing khong nhay
cam androgen (AIS) do dot blen gen thu thé
androgen (AR) ndm trén nhiém sic thé X khién
co thé khéng c6 dap (ing vdi testosterone va cac
hormon nam khac [1]. Trong CAIS, ca thé mang
nhiém sic thé (NST) gidi tinh 46, XY cé tinh
hoan san xuat testosterone binh thudng tuy
nhién tinh trang khang hoan toan androgen gay
ra cac déc diém ngoai hinh Ia nif [1,2]. Tan suat
ghi nhan CAIS udc tinh khoang 1/20 000-
1/100.000 cé thé nam gidi mang nhiém sic thé
Y [1]. Bénh nhan CAIS thudng dugc nudi duGng
nhu con gai do b phéan sinh duc ngoai nit tinh
hoan toan. Dau hiéu lam sang dac trung la vo
kinh nguyén phat khi dén tudi vi thanh nlen hodc
tinh cd phéat hién tinh hoan lac chd khi mé thoat
vi ben & tré sc sinh nir [3]. Cac dau hiéu lam
sang thuc thé thudng bao gdm: &m hd, 4m vét
nhd, am dao dang tui cut, 16ng mu va 16ng nach
thua. Tuyén vi phat trién nhd chuyén hoa
testosterone thanh oestrogen ngoai vi. Thudng
khong co tlr cung va budng triing khong c6 do
AMH tUr tinh hoan (¢ ché phét trién &ng Miiller.
Chan doan CAIS dua trén phdi hgp kham lam
sang, xét nghiém ndi tiét (testosterone cao, LH
tang, FSH binh thuGng dén tang nhe) clng VGi
khdng dinh bd NST 46, XY va dot bién gen AR
[3]. Quan ly CAIS can can nhdc cét tinh hoan du
phong ung thu sau khi hoan tat day thi két hgp
diéu tri thay th& hormone estrogen lau dai dé
duy tri phat trién cac ddc diém sinh duc th( phat
va stc khde xuang [2].
Il. BAO CAO CA BENH

Bénh nhan nir 21 tudi, ki€u hinh hoan toan
nit, dén kham tai bénh vién ching t6i vi vo kinh
nguyén phat. Tién st IGc 1 tubi d3 tirng dugc
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chan doan thodt vi ben phai va diéu tri bao ton.
Khong cd tién st bénh ndi ti€t hay nhiém doc.
Tién s gia dinh khdng ghi nhan bat terdng phat
trién giGi tinh. Bénh nhan c6 mot chi gai_phat
trién thé& chét, gidi tinh binh terdng O tudi day
thi, bénh nhan phat trién tuyén vi binh thudng
nerng khdng c6 kinh nguyét, phat trién chiéu
cao luén han mdc trung binh so véi gidi nir cung
do tudi. Nam 18 tudi khdm siéu 4m va chup cdng
hudng tir (CHT) vung tiéu khung phat hién
khdng co tu’ cung, bubng triing, tinh hoan lac
chd trong & bung. Xét nghiém phan tich NST cho
két qua 46, XY.

Kham tinh trang l4c vao vién: chiéu cao 171
cm, can nang 53 kg, toan trang binh thudng.
Khéng thdy bi€u hién nam hoa nhu thanh quan
to, 16ng nguc. Long nach thua, 16ng mu rat it.
Tuyén va hai bén phat trién Tanner V, quang vu
nhd, nim vd binh thudng. B0 phan sinh duc
ngoai: am h0 va am vat hinh thai nir binh
thuGng, con mang trinh. NOi soi am dao cho thay
am dao réng, sau khoang 6 cm, cé cac nép niém
mac binh thudng, tan cung dong kin. Xét nghiém
noi tiét: estradiol (E2) 40,5 pg/ml (thap);
testosterone 27,9 nmol/L (mlc cao han so véi
nit binh thudng); progesterone 0,119 ng/ml; LH
28,8 mIU/ml (téng cao); FSH 9,0 mIU/ml (binh
thudng), prolactin 407 U/ml (binh thudng). Hinh
anh CHT vung ti€u khung ghi nhan 8m dao cut,
khdng cé tr cung, budng trLrng Cé cau trac
dang tinh hoan lac cho trong & bung bén phai
nam sat 16 ben sdu. Bén trai ndm sat sau bd
mach chau ngoa| trai.

> P 4, -
Hinh 1: Bénh nhan nif 21 tuéi, CAIS. Hinh
anh CHT tiéu khung

(A) Am dao cut, khong cd tir cung (mdi tén).
(B) Tinh hoan phai gan 10 ben sau (mdii tén). (C)
Tinh hoan trai sau b6 mach chau ngoai (mii
tén). Hinh anh trong md ndi soi: (D) Tinh hoan
phai (mii tén). (E) Tinh hoan trai (mi tén).

Két qua giai trinh tu gen cho thay bién thé
dong hgp tr c.1921C>T (p.GIn641Ter) & gen AR,
mot dot bién gay dirng gen sém.

Dua trén cac dic di€ém lam sang va can Idm
sang, bénh nhan dugc chdn doan hdi ching
khong nhay cam androgen hoan toan (CAIS) vdi
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tinh hoan &n hai bén. K& quad xét nghiém NST
do 46, XY loai trir hdi chiing Mayer—Rokitansky—
Kiister—Hauser (MRKH) va biéu hién nir tinh cling
vU phét trién day du loai trir hdi ching thiéu 5a-
reductase type 2. Sau d6, bénh nhan da dugc
phau thuat noi soi cit bd tinh hoan lac chd. Trong
md ghi nhan hai tinh hoan & vi tri tuong dong vdi
mo ta trén CHT. Bénh pham sau phau thuét dudc
gui lam xét nhiém mo bénh hoc. Két qua ghi nhan
hinh anh c3u tric tinh hoan xa héa mét phan, co
cac 6ng sinh tinh cha cac t€ bao sinh duc
nguyén Uy, t€ bao sinh duc non va trudng thanh.
Khong thay ton thu’dng ac tinh hoa

Hinh 2. Hlnh anh glal phau benh nhuom HE
bénh pham sau phau thuat

(A) Mo tinh hoan con cdu tric cac 6ng sinh
tinh (mii tén vang) va m6 k& xa hda (mii tén
den). Anh phdng dai cao (B, C) cho thay r6 cac
ong sinh tinh v6i mang day day (mii tén cam).
Biéu mé long 6ng sinh tinh con thdy t&€ bao
Sertoli, tinh nguyén bao va tinh bao (mii tén
xanh duong), rat it tién tinh trung sém, khong
thay tién tinh trung mudn va tinh trung. Tang
sinh t€ bao Leydig (mii tén xanh 1d) quanh cac
ong sinh tinh. Khong thdy mo u, té bao ac tinh.

K& hoach diéu tri sau phau thudt gém: liéu
phap thay thé hormone estrogen lau dai, theo
doi phbng ngUa Ioéng Xuong, ho trg tam I)’/ gidi
tinh va hoa nhap xa hdi. Ngusi bénh ra vién sau
phau thuat 3 ngay, toan trang binh thu‘dng Két
qua kiém tra xét nghiém ndi tiét sau 14 ngay sur
dung Oestrogel 0.06% bbi x 1,25 gam vao moi
bubi sang ghi nhadn hau hét cic hormon vé
ngudng binh thudng, con tinh trang thi€u hut
nhe estrogen kém tang th& phat LH, FSH, cu
thé: estradiol (E2) 42.8 pg/ml (thdp hon binh
thuong), testosterone 0.51 nmol/L (binh
thudng), progesterone 0.302 ng/ml (binh
thudng), LH 61.3 mU/ml (cao), FSH 88.4 mU/ml
(cao) va prolactin 581.0 U/ml (tang nhe). Bénh
nhan dugc hen tai kham dinh ky va dé nghi theo
doi suét dai.
Ill. BAN LUAN

CAIS la nguyén nhan phd bién nhat gay hinh
thai nif & bénh nhan 46, XY, do dot bién mat
chirc nang & gen AR [3]. TruGng hop bénh nhan
nay cé kiéu hinh nif hoan toan, 16ng mu/néach
thua va phat trién vi day da, phu hop vdi cac
bdo cdo trong y van [3]. Hormon sinh duc nam
(testosterone) trong mau thudng & mic binh

thudng hoac tang nhe, do tuyén sinh duc la tinh
hoan nhung khéng cé tdc dung do thu thé
androgen bi dot bién gay mat nhay cam [3].
Hinh anh siéu &m, CHT & bung, ti€éu khung cho
thdy khong cd tir cung, budng trifng do AMH cua
tinh hoan da (c ché phat trién 6ng Miiller, déng
thdi thdy hai tinh hoan &n, thudng gép trong
CAIS [4]. K&t qua NST 46, XY va dot bién gen AR
(p.GIn641Ter) khang dinh chan doan CAIS. Diéu
nay phu hgp vdi cac bao cao trong dé cd khoang
95% CAIS mang dot bién gen AR [1,2].

BOi canh lam sang nay can phai phan biét
vdi cac nguyén nhan vé kinh quan trong khac
nhu MRKH va hoi chirng thi€u men 5a-reductase
type 2. Trong do, MRKH dugc loai trir do bénh
nhadn mang nhiém sic thé 46, XY va c6 tinh
hoan. HGi chirng thi€u men 5a-reductase type 2
cling it cd kha nang vi bénh nhan cé nguc phat
trién (thiéu 5a-reductase gdy nam hda that bai,
am vat to, vu it phat trién) va khdng cé yéu t6
nam hoa hay u nhay cam androgen khac.

Th&i diém phau thudt cdt bd tinh hoan lac
chd dé loai trir nguy cd ung thu hoéa trong hoi
chirng CAIS ciing can dudgc can nhic kj ludng dé
vira dam bao phét trién cac déc diém gidi tinh
trong giai doan day thi nhung ciing kip thdi loai
trlr dugc tén thuong &c tinh héa. Nguy cd phat
sinh ung thu tuyén sinh duc & CAIS tang theo
tudi: mét s6 nghién clru ghi nhan tan sudt ung
thu biu mé mam & tinh hoan CAIS téng tir vai
% & tudi 20 dén trén 30% & tudi 50 [5]. Do do,
khuy&n nghi chung la tri hodn cdt tinh hoan sau
khi hoan thanh day thi tu nhién d€ c6 thé phat
trién ddc diém gidi tinh th( phat nhS ndi tiét tir
tinh hoan va chi dinh cat tinh hoan trudc tudi 30
[5]. Trerng hgp nay, bénh nhan da dugc phau
thuét & tudi 21, va khong phat hién t6n terdng
ac tinh trén benh phdm sau phau thut. Mot so
nghién ciu cho thdy khodng 30% bénh nhan
CAIS c6 mang tén thuong u &c tinh
(gonadoblastoma) & tudi vi thanh nién hodc
trudng thanh [5]. Sau cét tinh hoan, bénh nhéan
can dugc diéu tri thay thé hormon estrogen suét
ddi d€ duy tri siic khde xuang, tim mach va gidi
tinh, do mat ngudn estrogen ngoai sinh tir tinh
hoan (trong CAIS estrogen chl yéu dugc tao tur
aromat hoa testosterone) [6].
HS trg tam ly va hu‘dng dan hoa nhap xa hdi cho
bénh nhan CAIS ciling rat can thiét, dac biét la
cac van dé vé tam ly gigi tinh va khé nang sinh
san (khdng thé mang thai do khdng cé tr cung).
Ngudi bénh cd ban dang gidi la nit ngay tur nho
va thudng chdp nhan gidi tinh sinh ly ciia minh,
do dé khdng can thay déi gidi tinh sau khi xac
dinh chan doan m&c du mang bd NST gii tinh
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nam 46, XY. Viéc quan ly diéu tri toan dién cho
ngudi bénh can dén su két hgp da chuyén khoa
bao gém bac si san phu khoa, néi tiét, di truyén
va tam ly [1,4,6].

IV. KET LUAN

CAIS la mét roi loan gidi tinh do dot bién gen
thu thé AR gdy méat nhay cam androgen hoan
toan & ca thé mang bd NST 46, XY, bi€u hién
ki€u hinh nit va v6 kinh nguyén phat. Trong thuc
hanh 1dm sang, khi gép mét phu ni tré c6 ki€u
hinh nit, v6 kinh nguyén phat va khéng co tir
cung, can nghi dén bénh ly CAIS dé tién hanh
xét nghiém NST do, tim dot bién gen AR, danh
gid ndi tiét va khdo sat tinh hoan &n xac dinh
chan doan. Piéu tri tiéu chudn cho hdi ching
nay bao gom cat bo tinh hoan sau khi hoan
thanh day thi nhdm loai bo nguy cd ac tinh, két
hgp liéu phap thay th€ hormon estrogen lau dai
va ho trg tam ly. Trudng hdp nay cho thdy tam
quan trong cla viéc phat hién sdm, chan doan
ding CAIS dé& ngudi bénh dugc diéu tri kip thdi
va cham soc toan dién.
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TRIEN BENH THAN MAN GIAI POAN III TAI THANH PHO CAN THO'
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TOM TAT

Pat van dé: Bénh than man (BTM) dang trg
thanh mot van dé stic khoe ngay cang phd bién trén
toan thé g|d| Tai khu vyc Dong bang song Clru Long,
d3c biét 1a & thanh phS Can Thd, ty 1é mac bénh ngay
cang tang da nhdn manh nhu cAu cé’p thiét can da‘nh
g|a cac bién phap can thiép & giai doan s6m nham
ngan ngura sy suy glam chirc nang than khong hoi
phuc. Muc tiéu: Ngh|en ctu dugc thuc hién nhdm
budc dau danh gia hiéu qua clia cac bién phap can
thiép d6i véi tién trién clia bénh than man giai doan
III tai dia ban thanh phd Cin Tho. Péi tugng va
phuong phap nghién ciru: Thiét k& nghién cru can
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thlep trude sau khdng nhom ching trén 34 bénh nhan
mac BTM giai doan III theo KDIGO 2021 tai Can Tha.
Cac bién phap can thiép bao gom thay doi 16i sdng
(ngung thuoc la, van dong, kiém soat can nang, ché
do an) va diéu tr| y té (klem soat huyét ap muc tiéu
<130/80 mmHg, kiém soat dai thao dudng véi HbA1lc
<7,0%, va sir dung Dapagliflozin 10mg/ngay cho tat
ca bénh nhan) Bénh nhan dudc theo doi trong 12
thang, danh gia su thay ddi do loc cau than udc doan
(eGFR) va ty 1é albumln/creatlmn niéu (ACR) Két qua
can thiép cd hiéu qua dudc xac dinh khi toc db giam
eGFR < 5m|/phut/1 73 m2 da/ndm. K&t qua: Ngh|en
cltu ghi nhan tudi trung binh la 71,849,3, nir gIO'I
chiém 61,8%. Yéu t6 I|en quan thu‘dng gap bao gom:
dung NSAID 76,5%, s6i than/nhiém trung tié€u tai phat
55,9%, tang huyét ap 52,9%, dai thdo dudng 38,2%.
Sau 12 thang, 44,1% bénh nhan cai thién eGFR. O
nhém cai thién, eGFR tang trung binh 11,36+9,38
mI/phut/l 73 m2. Ty |é dat muc tiéu lam cham tién
trién bénh 1a 58,8%, trong khi 23,5% tién trién sang
giai doan ning han. Pa sG bénh nhan cd ACR giam
hodc khéng thay doi. Két luan: Nghlen clru budc dau
cho thdy két qua sau can thiép cé 58,8% bénh nhan



