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VI. KHUYEN NGHI

Can tién hanh cac nghién clu thuc nghiém
trén ¢ mau I6n hon va thuc hién chu trinh pH
theo doi thai gian dai hon.
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HOI CHUNG KHANG ANDROGEN:
BAO CAO CA LAM SANG VA HOI C(’U Y VAN

TOM TAT

HGi ch’ng khang Androgen (AIS) la tinh trang dot
bién cia gen AR nam trén doan gan cua nhanh dai
cla NST X, di truyén theo dac tinh gen lan dan dén
tinh trang té€ bao khong dap ‘ng mot phan hay hoan
toan véi cac androgen lam ngan tré sy nam hda co
quan sinh duc (CQSD) cua thai nhi nam [1,2]. AIS rat
hi€m gdp, chi chiém 1/20.000-1/64.000 ¢ nam gidi
[3]. AIS dudc chl yéu chia thanh 2 loai tuy theo mirc
dd biét hda cd quan sinh duc: Khang Andogen hoan
toan (CAIS) va khang Androgen mot phan (PAIS).
Chan doan dua vao xét nghlem nhiém séc do. biéu tri
bang phau thuat va ndi tiét thay thé tuy phan loai,
b&n canh dé hod trg tadm ly 13 rdt quan trong trong
cong tac cham séc ngudi bénh [3,4]. Do do hi€ém gap
va can xét nghlem dac hiéu nen viéc chan doan va
diéu tri vdi_cac bénh nhan méc hoi chitng khang
Androgen van la mét thach thirc vdi cac bac si. Bao
cao ca lam sang Ching t6i bdo cdo mot ca lam
sang bénh nhan mdc hoi chirng khang androgen tinh
hoan trong 6 bung ung thu héa dugc chan doan va
phau thuat tai bénh vién K. Ban luan: Trong ba| bao
cd0 nay, chlng t6i ban Iudn vé déc diém 1am sang va
phudng thdc diéu tri d6i véi hdi chiing khang
androgen. K&t luan: Hoi chirng khang androgen la rat
hi€m gap, viéc phat hién va diéu tri cac bénh nhan
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mac hoi chirng nay van con gap nhiéy kho kh&n. Chan
doan phan loai chu yeu dua vao nhiém sic do va lam
sang. Trong diéu tri can su két hgp hai hoa giita phiu
thudt, ho trg tdm ly cho ngudi bénh va ndi tiét thay
thé tuy phan loai.

SUMMARY

ANDROGEN INSENSITIVITY SYNDROME:
CLINICAL CASE REPORT AND LITERATURE

REVIEW

Androgen insensitivity syndrome (AIS) is a
condition caused by mutation of the gen AR that is
located on the proximal long arm of the X
chromosome, inheritance is typically maternal and
follows an X-linked recessive pattern. It results in the
partial or complete inability of the cell to respond to
androgens which impairs or prevents the
masculinization of male genitalia in the developing
fetus [1,2]. AIS is a rare condition, with an estimated
incidence of 1/20.000 to 1/64.000 male births [3]. AIS
is divided into two categories depending on the
degree of genital masculinization: Complete Androgen
Insensitivity Syndrome (CAIS) and Partial Androgen
Insensitivity Syndrome (PAIS). Diagnosis is based on
karyotype. Treatment involves surgery and hormone
replacement therapy according to the specific type,
and psychological support is also a critical component
of patient care [3,4]. Due to its rarity and the need for
specific diagnostic tests, the diagnosis and
management of individuals with AIS present a
significant challenge for doctors. Clinical case
report: We report a clinical case of a patient with
Androgen Insensitivity Syndrome, intra-abdominal
testicular cancer diagnosed and operated at K
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hospital. Discuss: In this report, we discuss the
clinical characteristics and treatment approaches for
Androgen Insensitivity Syndrome. Conclusions:
Androgen Insensitivity Syndrome is extremely rare,
and the detection and management of these patients
remain challenging. Diagnosis and classification are
primarily based on karyotyping and clinical findings.
Treatment requires a harmonious combination of
surgery, psychological support for the patient, and
hormone replacement therapy, depending on the
classification.

I. TONG QUAN

HOi chitng khang Androgen (AIS) la tinh
trang dot bién cla gen AR nam trén doan gan
clia nhanh dai ciia NST X, di truyén theo ddc tinh
gen lan dan dén tinh trang té€ bao khong dap
(fng mét phan hay hoan toan cua té€ bao véi cac
androgen lam ngan trd su nam hda cg quan sinh
duc (CQSD) cua thai nhi nam [1,2]. AIS rat hiém
gap, chi chiém 1/20.000-1/64.000 8 nam giGi
[3]. AIS dudc chu yéu chia thanh 2 loai tuy theo
mic d6 biét hdéa cd quan sinh duc: Khang
Andogen hoan toan (CAIS) CQSD ngoai la nif
nhung nhiém séc do 13 46,XY. Khang Androgen
mot phan (PAIS): CQSD ngoai c6 thé 1a nam hay
ni. Chan doan dua vao xét nghlem nhiém sic
do. Diéu tri bdng phiu thuat va ndi tiét thay thé
tly phan loai, bén canh dd hd trg tam Iy la rat
quan trong trong cong tac cham soc ngudi bénh
[3,4]. Do d0 hiém gap va can xét nghlem dac
hiéu nén viéc chan doan va diéu tri véi cac bénh
nhan mac hoi chu‘ng khang androgen van 13 mot
thach thic véi cac bac si. Tai Viét Nam bao cao
vé hoi chiing nay con han ché.

Chung t6i xin bdo Mot ca lam sang hiém gap
vé trudng hgp bénh nhdn médc hdi chiing khang
androgen c6 tinh hoan ndm trong & bung ung
thu hda dudc chan doan va diéu tri tai vién K.

Il. BAO CAO CA LAM SANG

Bénh nhan luBng gidi g|a nam, 45 tudi. Tién
su gia dinh c6 mét em kiéu hinh nit 42 tudi
nhiém s3c thé gidi tinh XY chua cé con. Ndm 22
tudi BN di khdm san khoa vi khong c6 kinh
nguyét, kham thdy khéng cd cd tir cung, phau
thuat noi soi sinh thiét thay 2 tinh hoan trong )
bung, xét nghiém nhiém sic do 46,XY, yéu t&
biét hda tinh hoan (TDF) (+). Bénh nhan dugc
chén doan hdi chiing tinh hoan nit tinh héa diéu
tri v&i ndi tiét Estrogen va dudc tu van cat 2 tinh
hoan do nguy cc ung thu hda nhung tur chdi, theo
doi dinh ky 3-6 thang/lan. Cach vao vién K vai
thang bénh nhan nhap vién vi thay tic vung ha
vi, di kham phat hién khdi & bung kich thudc I16n.
Kham thay bénh nhan c6 ki€u hinh ni, giong cao,
hé ca kém phat trién, tuyén vi phét trién, &m hd
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binh thugng, khéng 16ng mu, am dao la tui bit,
ngan, khdng quan sat thay co tir cung.

-

x
TN

Hinh 1. Bénh nhan tuyén vi phat trién, 4m
hé binh thuong, khéng Iéng mu, 4m dao la
tai bit. ngan
Xét nghiém mau bénh nhdn nhu sau:

AFP | hCG |LDHEstradiolTestosterolFSH| LH
1,07]4,87|383| 41,4 10,4/52,4
ng/mi TO/L 0T /L pgymi | 382 n9/mbipyi oy

Phim chup cat I&p vi tinh toan than khong
phat hién tif cung, khéi canh tinh mach chu
dudi 68mm bd gon, tdn thuong canh bd mach
chau bén phai ngdm thudc sau tiém kich thudc
66 mm. Bénh nhan dugc chan doan so bd theo
ddi_tinh hoan an ung thu hoa/AIS. Tién hanh
phau thuat ndi soi cit 2 tinh hoan. Trong mé ton
thuang vi tri buong tring phai theo d&i u tinh
hoan 6x5cm chdc, khdi vi tri budng triing tréi,
hach chl bung vi tri trén chd chia bé mach chau
kich thudc 8cm, chac khong di dong Giai phau
bénh sau mé u la Seminoma, tén thuong vi tri
bubng triing trai la tinh hoan. Chan dodn Xac
dinh la ung thu tinh hoan/AIS, hién tai bénh
nhan dugc diéu tri hda chat BEP 3 chu ky. Ngoai
ra em cla bénh nhan cling dugc van dong di
kham dé chan doén va diéu tri.

Hinh 2. Khoi u tinh hoan 6¢cm (anh bén tréai),
khoi hach chu bung 8cm (anh bén phai)

Il. THAO LUAN

3.1. Co ché cua hoi chirng khang
Androgen. TU tuan th(r 6 cla thai ky, phdi thai
nam va nif déu cd 2 cap 6ng sinh duc: Ong wolff
sé biét hda thanh cc quan sinh duc nam va éng
muller thanh 1ap mdi chay song song vé@i 6ng
Wolff s& biét hda thanh tlr cung, ¢ t& cung, voi
tri’ng va 1/3 trén am dao. Ong sinh duc mac
dinh phat trién mang tinh cai khi khéng cé su
bi€u hién gene SRY (NST Y). N&u cd biéu hién
gen nay, ong sinh duc nguyén thuiy sé biét hda
thanh tinh hoan. Tinh hoan c6 hai nhdm t€ bao:
Té€ bao leydig lam nhiém vu tiét testosterone va
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té bao sertoli tiét anti - mullerian duct hormone
(AMH) gilp ngan can su hinh thanh 6ng muller
[1,3]. Testosterone g|up phat trién nhitng dac
tinh sinh duc th& cap, bién dm 6ng wolff thanh
mao tinh hoan, tdi tinh, 6ng dan tinh, dong thoi
kich thich dua tinh hoan tr bung xubng biu &
thang th(r bay va xuat hién, bao tén dac tinh
sinh duc nam th{ phat. Sy nam hda cd quan
sinh duc tuy thuéc vao hai néi tiét t0
testosterone va dihydrotestosterone (DHT) lam
cho duong vat va cac phan cia 6ng Wolf phia
bén trong tiép tuc phat trién [1,3].

HOi chirng khang Androgen con goi la hoi
chirng khong nhay cdm Androgen (AIS) do dot
bién gen ma hda cho thu thé androgen-gen AR
la gen ndm trén clda nhanh dai NST X. Vi vay
tinh di truyén la do me va theo tinh chat gen lan
lién k&t véi NST X [1,2,5]. Thu thé Androgen
khong tiép nhan noi tiét t6 nam nén androgen
khdng c6 tac dung tren cac cd quan dich & mot
ngudi mang nhiém s&c thé gidi tinh 13 XY, nhung
co thé lai biét héa thanh nit gigi dudi tac dung
cla Estrogen. Su khoéng dap Ung t€ bao vdi
Androgen ngan can su hinh thanh cg quan sinh
duc nam, khdng cé su phat trién sinh duc th(
cap clia nam gidi khi dén tudi day thi. Bénh nhan
¢ tinh hoan nhung tinh hoan khéng di chuyén
xudng biu vi khdng c6 biu.

3.2. Chan doan va phan loai hoi chu‘ng
Khang androgen Chan doan xac dinh va phan
loai chu yéu vao xét nghlem nhiém sic d6
(nhiém s&c thé gidi tinh 1a XY) va kiéu hinh bénh
nhan. Hoi chufng khang androgen hau hét xay ra
& bénh nhan cé nhiém sc thé gidi tinh XY (nam
gidi), rat h|em gidp c6 thé xay ra & bénh nhén
mang nhiém s3c thé XX (nu’ gidi), vi ly thuyét be
ho bi bénh khd cd kha ndng smh san [4,5]. Daoi
vGi bénh nhdn mang nhiém sdc thé XX, tinh
trang khang androgen khong xay ra theo cd ché
glong nhu & nerng ngudi mang nhiém sic thé
XY, vi cd thé nit von da thiéu testosterone. Tuy
nhién, su’ bién ddi hodc dot bién gen AR ciing ¢6
thé xay ra trong mdt s8 trudng hop dic biét,
nhung rat hiém gdp va khdng phai la biéu hién
dién hinh cta hdi chitng khang androgen [3,4].

Dua theo murc do biét hda cd quan sinh duc,
hoi chitng khang androgen chia 2 nhém chinh:
Khang androgen hoan toan (CASI) va khang
androgen mot phan (PASI) [6]. Bénh nhan
khdng androgen hoan toan cd kiéu hinh nir, bd
phan sinh duc ngoai hoan toan la nit, am dao
ngan. Bén canh d6 bénh nhan khdng cd t&r cung
nhung cd tinh hoan, tinh hoan thudng nam trong
dng ben hodc 6 bung, khdng cd su sinh tinh
trung [7]. PASI do nhitng khiém khuyét nhe gay

ra nhiéu dang r6i loan khac nhau tur phu nit cé
muc d6 nam tinh hda nhe dén nam gidi c6 kha
ndng sinh san kém. PAIS ¢ thé chia thanh 3
phan nhdm nho gém: PASI cd ki€u hinh nit vdi
muc do nam hda nhe (PASI/nir), bénh nhan cé
am vat to, am dao hep, m6i bé dinh nhau, tuyén
sinh duc thudng & ben, tudi ddy thi s& phat trién
nguc, tuy nhién cé su' nam hda nhe va khong co
sy’ sinh tinh trung; PASI cd ki€u hinh chi yéu la
nam (PASI/nam), bénh nhan cd 16 tiéu thap, biu
ché doi, vi tri tuyén sinh duc chu yéu & biu, dén
tudi déy thi ¢4 ki€u hinh nam gidi tuy nhién c6
tinh trang va to, l16ng sinh duc it va tinh trang
sinh tinh khong cé hoac suy giam nghiém trong;
phan nhém PASI t8i thi€u cd kiéu hinh bd phan
sinh duc la nam tuy khong rd rang, tuyén sinh
duc & vi tri biu, bénh nhan xuat hién vi to, su
sinh tinh hau hét bi giam nghiém trong [3,4,6,8].

Bénh nhan cla ching toi mac hoi chu’ng
khang Androgen hoan toan, nhiém sic do 46,XY,
ki€u hinh nit, bd phén sinh duc ngoai hoan toan Ia
nit, am dao ngén. Bén canh dd bénh nhan khong
6 tr cung nhung cé tinh hoan trong & bung.

3.3. Piéu tri héi chirng khang
Androgen. biéu tri h0| chu’ng khang Androgen
la su’ két hgp hoai hoa glLra phau thuat, st dung
hormon thay thé va tu van tdm ly cho ngudi
bénh [3,4]. VGi nhom khang Androgen hoan
toan, bénh nhén nén cat bo tuyén sinh duc sau
tudi ddy thi, ngiing phat trién vi ndi tiét to
testosterone c6 thé chuyén héa thanh estrogen
dé gilp tré phéat trién nhu nit gidi. Sau khi tré da
qua day thi phai cit bé tinh hoan dé phong ngtra
ung thu tinh hoan giong nhu nhu’ng trudng hdp
tinh hoan trong 8 bung. Trén cac bénh nhan nay
phau thuat con vai trd tao hinh, gidn nd 4m dao
[3,5]. Diéu tri noi tiét thay thé vdi Estrogen sau
khi day thi d& phong nglra nhitng triéu chimng
cla ngudi man kinh (bénh lodng xuang, I3o0 hoa
t& bao). C6 thé dung két hdp V(i Progesterone
dé phong nglra ung thu vi nerng dau tién van
phai dung Estrogen liéu thap roi tang dan dén
liéu ngudi trudng thanh [3,7].

Nhom PAIS/nir can phau thuat ngay khi phat
hién hodc trudc day thi d€ ngdn qua trinh nam
hda cd thé xay ra. Mot s6 trudng hop can thiét
tao hinh hoac dung liéu phap gian nd am dao.
Hormon thay thé dugc s dung tai thdi diém day
thi du ki€n néu phiu thuat cat bd tuyén sinh duc
dudc thuc hién trudc tudi day thi [3,5]. Nhém
PAIS/nam khéng can thiét cat bo tuyén sinh duc
nhung can theo doi, dong thdi phau thuat stra
chita 16 tiéu thap cang sém cang tot. Viéc sur
dung hormon con nhiéu tranh cdi, mot s6 tac gia
st dung Testosterol liéu cao, tuy nhién hiéu qua
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cla nd chua dugc chiing minh. Nhém PAIS tGi
thiéu ¢ kiéu hinh nam, mét s6 bénh nhan thay
kho chiu va anh hu’dng vé tam Iy vi chi’ng vu to,
phau thuat glam thé tich cd thé thuc hién. D6i
vdi nhdm nay tuyén sinh duc khéng can cat bd
nhung can theo doi [3,4,5].

Nhin chung diéu tri ndi tiét cé thé giup
erdng theo ding gidi tinh cla tré. Sau tudi day
thi, co thé phau thudt tao hinh dé chuyén déi gidi
tinh theo y mudn cta ngugi bénh. Bé trai phai
dugc bd sung androgen dé phét trién theo ki€u
nam gidi (moc rau, giong noi tram). Xac dinh gigi
tinh la mot van dé rat phuc tap ddi véi ngudi
bénh va phai quan tam dén yéu t& ho trg tam ly
rat can cho bénh nhan va ca cha me cla ho.

Bénh nhan clda ching t6i mdc khang
Androgen hoan toan da diéu tri estrogen khi
phat hién bénh sau tudi day thi. Bénh nhan dugc
tu van cat tinh hoan, tuy nhién tir chdi, vi vay
xuat hién tinh trang ung thu tinh hoan nhu
nhung trudng hdp tinh hoan trong & bung.
Ngugi em clia bénh nhan ciing dudc dong vién
di khdm dé dugc chan dodan va diéu tri.

IV. KET LUAN

AIS la bénh hiém do su dot bién clia gen qui
dinh thu thé androgen AR nam trén NST X, di
truyen theo ddc tinh gen Idn [1,2], su chan doan
chi can dya trén xét nghlem nhiém sic do nhung
cac thay thuSc san can biét rd dé c6 thé chan
dodn va tu van diéu tri ho trg cho ngudi bénh
dung lic, gitp ho chon lua hudng phat trién
theo dung gidi tinh vé phuang dién di truyén,
nguy cd ung thu va gidip ho 6n dinh tdm ly dé

nang cao chat lugng cudc song [3,4].
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GIA TRI THANG PIEM PRISM IV TRONG TIEN LUONG TU’ VONG
TRE EM NHAP KHOA CAP CU*U BENH VIEN NHI PONG CAN THO'

Buii Quang Nghial, H6 Thanh Huy?, Dwong My Linh!,

TOM TAT

bat van dé: Tién lugng tu yong G tré em bénh
nang dong vai tro quan trong, ho trg bac 5| diéu tri
dua ra quyét dinh xU tri va theo doi hiéu qua hon. Co
nhiéu thang diém dugc st dung trong 1dm sang dé
tién lugng nhu: PIM, PELOD, pSOFA,... Trong dé phai
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Nguyén Phwéc Sang?, Tran Thi Huynh Nhu!

k&€ dén thang diém danh gid nguy co t&r vong & tré
hay con dugc bi€t dén la Pediatric Risk of Mortality,
goi tat la PRISM d& dugc phat trién, hoan thién va sur
dung ngay cang nhiéu do dat du’dc sy phan biét va
hiéu chuan tét trong cac cong cu. Muc tiéu nghlen
clru: 1. Mo ta triéu chu’ng lam sang, can |am sang cla
tré tai khoa cap clu sur dung thang d|em PRISM 1V
trong tién lugng tlr vong. 2. Xac dinh g|a tri tién lugng
tlr vong cua thang diém PRISM 1V § tré nhap khoa cap
clru tai Bénh vién Nhi dong Can Thg. POi tugng va
phudng phap nghién ciru: Nghién ciu cit ngang
mO ta co phan tich trén 103 tré tur 1 thang dén 15 tudi
nhap khoa cdp cltu tai Bénh vién Nhi dong Can thg tir
thang 7/2023 den thang 1/2025. Két qua: Tré em
bénh ndng da s§ & nhém 10-15 tudi, phan I6n nhap



