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ABSTRACT

Background: Disorders of sex development in 46,XX individuals are most commonly
caused by congenital adrenal hyperplasia due to 21-hydroxylase deficiency. Delayed
diagnosis may result in severe virilization, psychosocial difficulties, and the development
of adrenal tumors.

Case presentation: We report a 19-year-old phenotypic female with a 46,XX karyotype
who presented with primary amenorrhea and marked virilization. Clinical findings
included clitoromegaly and hyperpigmentation. Laboratory tests showed elevated
ACTH, testosterone, and DHEA-S. Imaging revealed an infantile uterus and a 2 cm right
adrenal mass. A one-stage laparoscopic right adrenalectomy and nerve-sparing
clitoroplasty were performed. Histopathology confirmed a benign adrenocortical
adenoma. Postoperatively, glucocorticoid and mineralocorticoid replacement were
initiated. At 6-week follow-up, androgen levels normalized and external genital
appearance improved.

Discussion: This case illustrates the consequences of late-diagnosed congenital adrenal
hyperplasia and highlights the role of chronic ACTH elevation in adrenal tumor formation.
Combined surgical and hormonal therapy provided favorable endocrine, anatomical, and
psychological outcomes. Nerve-sparing clitoroplasty represents a modern approach that
preserves sexual function while achieving cosmetic results.

Conclusion: In regions without newborn screening, congenital adrenal hyperplasia
should be suspected in virilized females. Early recognition, timely hormonal therapy, and
appropriate surgical intervention are essential to optimize clinical and psychosocial
outcomes.

Keywords: 46,XX disorders of sex development, congenital adrenal hyperplasia, late
diagnosis, clitoromegaly, adrenal tumor.
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ROI LOAN PHAT TRIEN GIO'I TiNH 46,XX
BIEU HIEN MUON DO TANG SAN THU'O'NG THAN BAM SINH

D6 Van Coéng’, Binh L& Quy Van, Nguyén Hoang Tudng, Hoang Tién Pat, Hoang Khac Chuan
Khoa Ngoai Tiét niéu, Bénh vién Cho’ Ry - 201B Nguyén Chi Thanh, P. Chg'Lén, Tp. H6 Chi Minh, Viét Nam
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ABSTRACT

Dat van dé: Réi loan phat trién gidi tinh & ngudi 46,XX thudng gap do tang san thugng
than bam sinh thé thiéu 21-hydroxylase. Néu chan dodn mudn, bénh nhan dé bj nam héa
nang, réi loan tam ly tdng san thugng than bam sinh xa hdi va c6 nguy ca hinh thanh khdi
u thugng than.

Ca bénh: Chung téi bdo cdo bénh nhan nir 19 tudi, karyotype 46,XX, nhap vién vi vé kinh
nguyén phat va nam hda r6 rét. Kham lAm sang ghi nhan phi dai &m vat, tang sac t6 da;
xét nghiém cho thay ACTH, testosterone va DHEA-S tang cao. Siéu am va MRI phat hién
t&r cung nhi nhi va khéi u tuyén thugng than phai 2 cm. Bénh nhan dugc phau thuat mét
thi, gom cat tuy&n thuong than phai ndi soi va tao hinh &m vat bao t6n than kinh. Giai phau
bénh xac dinh u tuyén vé thuong than lanh tinh. Sau mé, bénh nhan duoc diéu tri bd sung
glucocorticoid va mineralocorticoid. 6 tuan sau phau thuat, ndi tiét tré vé binh thudng va
hinh thai co quan sinh duc ngoai cai thién ro.

Ban luan: Truong hgp nay minh hoa hau qua cua tang san thugng than bam sinh chan
doan mudn va vai tro ciia ACTH cao man tinh trong hinh thanh u tuyén thugng than. Diéu
tri ph&i hop phau thuat va ndi tiét mang lai k&t qua t6t vé noi tiét, hinh thai va tam ly. Tao
hinh &m vat bao tén than kinh la xu huéng hién dai, gilp cai thién thdm my va duy tri chirc
nang tinh duc.

K&t luan: O nhitng noi chura c6 sang loc sa sinh, can nght dén tang san thugng than bam
sinh & tré nir c6 dau hiéu nam héa. Chan doan sém, diéu tri néi tiét kip thai va can thiép
phau thuat hgp ly sé gitip t6i uvu héa két quéa ldm sang va tam ly.

Tir khéa: Réi loan phat trién gidi tinh 46,XX, tdng san thugng than bam sinh, chan doan
muodn, phi dai &m vét, u tuyén thugng than.

1. DAT VAN PE

R3i loan phat trién gidi tinh & ngudi 46,XX chu
yéu lién quan dén tang san thugng than bam sinh
(congenital adrenal hyperplasia - CAH), moét bénh ly

muén gay nhiéu hé luy vé thé chat, tdm ly - xa héi va
strc khoe sinh san.

di truyén lan thuong do thi€éu men 21-hydroxylase,
chiém khoang 90-95% trudng hgp. Su thiéu hut
cortisol dan dén tang ACTH va san xuit qua muc
androgen, gdy nam hda co quan sinh duc ngoai &
tré nir. Tan suat CAH c6 dién dugc udc tinh khoang
1/10.000-1/20.000 tré sinh séng.

Trong thé dién hinh, tré gai biéu hién nam hoa ngay
t so sinh véi phi dai 4m vat va dinh méi l&n, dé bi
chan doan nham gidi tinh. Tuy nhién, nhirng truong
hop CAH khéong mat mudi hodc khong dugc phat
hién sém cé thé dién tién Am tham va chi dugc chan
doén khi day thi véi cac biéu hién: phi dai &m vat, vo
kinh, ram l&6ng va véc dang co bap. Viéc chan doan

*Tac gia lién hé

Ngoai CAH, nam hda & nit con c6 thé do u tiét
androgen tir budng trirng hodc tuyén thugng than,
nhung day la tinh trang hi€m gap. Cac khdi u tuyén
thugng than thuan tiét androgen chi chiém khoang
0,1% téng s6 u thugng théan, trong dé khoang 25%
c6 kha nang ac tinh. Trong b8i canh CAH khéng kiém
soat, hormon ACTH cao man tinh c6 thé thuc day
hinh thanh céc not tdng sadn hoadc u tuyén thugng
than.

Tai Viét Nam, sang loc sd sinh CAH chua dugc trién
khai rong rai, dan dén mot sé trudng hop chan doan
mudn. Nhitng bénh nhan nay thudong dén bénh vién
khi da co biéu hién nam héa nang, vé kinh hodc kém
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khoi u thugng than, doi hoi tiép cén da chuyén khoa
trong chan doéan va diéu tri.

Chung téi trinh bay mot trudng hop nir 19 tudi vai
46,XX r6i loan phat trién gigi tinh do CAH biéu hién
muon kém u tuyén thugng than, dugc x& tri thanh
congbang phau thuat mot thi (adrenalectomyvatao
hinh 4m vét bao ton than kinh), déng thoi ban luan
vé y nghia lam sang vay van lién quan.

2. CALAM SANG

Bé&nh nhan nir 19 tudi, dugc xac dinh gidi tinh ni tir
khi sinh, dén Bénh vién Cho Ray vi v kinh nguyén
phat va nam héa nang. Tién sl ghi nhan am vét to
dan tir nho, chua tirng dugc chan doan hoac diéu
tri. Gia dinh khéng ai cé bénh tuong tu.

Khdm [dm sang cho thay thé trang co bap, tang
sac t8 da, vu Tanner lll-IV, ldng mu day, &m vat phi
dai khoang 3,5 cm vé&i dinh maéi lén va 16 niéu - duc
chung. Khéng sd thay tinh hoan vlng ben hodc moi
l6n.

Xét nghiém noi tiét ghi nhan ACTH, testosterone va
DHEA-S tang cao, estradiol gidm, karyotype 46,XX.
SiéuamvaMRIchothdytircungnho (nhinhi), bubng
trirng hai bén binh thudgng, khoi u tuyén thugng than
phai kich thudc 2 cm.

Hoi chan da chuyén khoa (bac si niéu khoa, bac si
noéitiét) chan doan: 46,XX r6i loan phat trién gidi tinh
do CAH biéu hién muodn kém u tuyén thuong than
phai. Bénh nhan xac dinh ban dang gidi nir va dong
y phau thuat.

3. KET QUA DIEU TRI

Phau thuat dugc tién hanh mét thi dugi gdy meé toan
than, bao gdm cat tuyén thuong than phai ndi soi
sau phuc mac va tao hinh 4m véat bao ton than kinh.
Trong mo phat hién khéi budu tuyén thugng than
phai kich thuéc 2 x 1 cm, mau vang nhat, ranh gidi
r6, khédng xam &n; dugc cat tron cung tuyén, bd an
toan, mat mau téi thiéu. Thai gian mé khoang 150
phut, khéng bién chirng.

Tao hinh am vat thuc hién dong thai: boc tach bao
toén bo mach - than kinh lung, cat giam thé hang, gitr
quy dau gan mach - than kinh, tai tao méi nho va
tang sinh mon. K&t qua ngay sau md cho thdy am
vat giam kich thuéce roé rét, hinh thai &m ho hai hoa.

Giai phau bénh xac dinh u tuyén vo thugng than lanh
tinh; m6 am vat cho thay thé hang phi dai, khong ac
tinh.

Hau phau, bénh nhan dugc diéu tri thay thé
hydrocortison va fludrocortison. Dién bi&n thuan
lgi, rat dan lwu ngay tha 2, xuat vién ngay thi 7. Sau
6 tuan, nodi tiét tr@ vé binh thudng, am vat thu nhd,
hinh thai &m ho can déi, bénh nhan hai long vé két
qua thdm my va chic nang tiéu tién.
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Phau thuat tao hinh am vat

Tai kham sau phau thuat 6 tuan

4. BAN LUAN

Trudng hop nay minh hoa CAH 46,XX chédn doan
mudn vdi u thugng than dong thai va nam hda nang,
hiém gap & Viét Nam. X{ tri mot thi (adrenalectomy
va tao hinh &m vét bao ton than kinh) mang lai két
qua ndi tiét, giai phau, tam ly tét.

CAH mudn va uthugngthan: & noikhéng sangloc so
sinh, thé nam héa don thuan c6 thé thoat phat hién
do khéng mat mudi. Bénh nhan biéu hién khi day
thi: nam hoa, r6i loan kinh nguyét. ACTH cao man
& CAH ki€ém soat kém thuc ddy tang san ndt/u tuyén
vo thugng than. Phan Ldn lanh tinh, nhung can loai
tri 4c tinh, nhat [a khi nam héa nhanh hoéc khéi u
chiém uu thé. O ca nay, kich thudc 2 cm, md hoc
lanh tinh, phi hgp tadng san/u tuyén do ACTH.

Phan biét u va tang san: hinh anh c6 thé khé phan

biét tang san hai bén véi u don thuan; thuc hanh wu
tién danh gia ndi tiét, hinh &nh hoc va can nhac phau
thuét khi c6 nét trdi, hoat tinh androgen, hodc ban
chat chua r6. Quyét dinh cat bd (& hop ly dé gidm
androgen va c6 chan doan mé hoc chéc chan.

So sanh vdi u tiét androgen khong do CAH: PASAT
cuc hiém (khoang 0,1% u thugng than), nir chiém da
s0; khodng 26% &c tinh. Biéu hién thudng ram 6ng/
virilization manh; testosterone tang la ddu an nhay,
murc rat cao va u >4 cm gagiy ac tinh. Trudong hop nay
u nhd 2 cm, testosterone khoang 4 ng/mL, mé hoc
lanh, phu hgp u tuyén [2].

Nguyén tac diéu tri

- Noi khoa: b6 sung glucocorticoid va
mineralocorticoid theo khuyén cdo (Endocrine
Society, 2018) dé binh thudng hdéa steroid, bao
dam téng trudng va (c ché ACTH. O ca nay,
hydrocortison 15 mg/m?/ngay va fludrocortison 0,1
mg/ngay dugc khéi dong sém [3].

- Ngoai khoa: adrenalectomy khi u cé hoat tinh, kich
thudc, hoac ban chat khong ré. Tao hinh am vat bao
ton than kinh nham duy tri cdm giac, chlc ndng tinh
duc. K&t qua thdm my, chitc nang t8t ngay ca khi
thuc hién & tudi vi thanh nién.

-Pachuyén khoa: nditiét - niéu/phau nhi-ditruyén -
tam ly déng vai tro then chét trong tuwvan dinh huéng
gidi, quyét dinh phau thuét, va theo doi lau dai.

- K&t cuc sinh san: hoi phuc kinh nguyét sau giam
androgen va bd sung steroid cho thay truc ha doi -
yén - sinh duc cai thién; van can theo dbi kha nang
rung trirng va hé trg sinh san khi can.

Ké& hoach diéu tri dé xuét

Poi hoi ti€p can toan dién va da chuyén khoa.

- Diéu tri n6i khoa a nén tang, nham Uc ché san
xudt androgen qua muc bang liéu phap bd sung
glucocorticoid, thudng la hydrocortisone. Trong thé
CAH c6 dién nang c6 mat mudi, mineralocorticoid
(fludrocortisone) cling dugc dung dé duy tri can
bang dién giai. Viéc theo dbi chat ché nong do
hormon nhu 17-hydroxyprogesterone va
testosterone & rat quan trong dé diéu chinh liéu,
tranh cudng androgen hoac tac dung phu. Liéu phap
hormon giup ngan am vat to thém nhung thudng
khoéng ddo nguoc hoan toan kich thudc phi dai da
c6 tlrbao thai. Bénh nhan ciing can liéu steroid tang
cudng khi thuc hién phau thuat.

- Phau thuat tao hinh am vat (clitoroplasty) dugc
xem xét khi &m vat phi dai gy anh hudng dang ké
dén tdm ly ho&c chirc nang tinh duc ctia bénh nhan.
Muc tiéu a thu nho am vat dé dat dugc hinh thai
n gidi phu hgp, ddng thdi bao ton tdi da chirc nang
cam giac va kha nang tinh duc. Cac ky thuat hién dai
wu tién bao ton bé mach than kinh (nerve-sparing),
tranh viéc cat bo hoan toan am vat (clitoridectomy),
von tirng phé bi€én nhung gdy mat cam giac va hién
khéng dugc chdp nhan cho céc truong hgp lanh
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tinh. Cac phuong phap bao géom cat bé mét phan
thé hang (reduction clitoroplasty) hoac thu gon &m
vat (clitoral recession) nham gidu am vat vao vi tri it
16 hon.

Ve thoi diém phau thuat, cac khuyén nghi hién nay
(Chicago Consensus, Endocrine Society) dé xuét tri
hoan phau thuat & tré em cé mirc do6 phi dai nhe (<
2 cm). Diéu nay cho phép bénh nhan tham gia vao
quyét dinh khi trudng thanh va bao vé chirc nang
tinh duc lau dai, trdnh cac bién chirng tiém &n nhu
giam cam giac. Doi véi cac trudng hgp phi dai trung
binh d&én nang, phiu thuat do chuyén gia giau kinh
nghiém dugc can nhac. Sy phéi hgp ctia mdt nhém
da chuyén khoa, bao gdbm néi tiét nhi, phau thuat
vién, chuyén gia tam ly va di truyén, la yéu t6 thiét
yéu dé cung cdp cham sdéc toan dién, nham dam
bdo bénh nhan cé mét co quan sinh duc thdm my
va duy tri chiic nang.

- Khia canh xa hoi - y t&€ céng cong: trudng hgp phéan
anh nhu cau cép thiét ctia sang loc sa sinh 17-OHP
dé phat hién CAH sdm; tang cudng truyén thong
giam ky thi, dao tao tuyén co s& nhan biét bo phan
sinh duc mo hod va chuyén tuyén. Céac trung tam
chuyén sau va khung phap ly vé xac dinh lai gidi tinh
&Viét Nam hé trg diéu tri ding huéng; tuy nhién, tiép
cén con khéng dong déu, dac biét & vung xa.

5. KET LUAN

- Phat hién sém: sang loc so sinh CAH va gido duc
cbng dong giup dinh hudng gidi kip thoi, phong nam
héa nang va hau qua tam ly.

- Déanh gia toan dién: karyotype, xét nghiém ndi tiét,
hinh anh hoc can thiét dé phan biét CAH vdi u tiét
androgen khac.

- Piéu tri phdi hgp: adrenalectomy khi c6 chi dinh;
tao hinh am vat bao ton than kinh giup téi uu
th&m my, chirc nang; liéu phap glucocorticoid va
mineralocorticoid suét ddi véi hudng dan
“stress-dose”.

- Theo doi lAu dai: danh gia noi tiét dinh ky, tm soat
tai phat/tén thuong thuong than déi bén, hd trg sinh
san khi can.

-Tac dong hé thong: tang cudng mang ludi cham soc
r6i loan phét trién gidi tinh, chudn héa quy trinh tuw
van - diéu tri - theo déi da chuyén khoa nham giam
céc ca chan doan mudn tuong tu.
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