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ABSTRACT
Diagnostic approaches for disorders of
sexual development in children

The birth of a child whose examination of
the genitals does not allow declaring sex is
always a difficult and painful event. It
involves the intervention a multidisciplinary
team that will work with the family, and
among them, the pediatrician which occupies
an essential place at the arrival of the child. It
iS a neonatal emergency requiring early
treatment (in case of congenital adrenal
hyperplasia - CAH). Since 2005, the revised
nomenclature, the new classification of
disorders of sex development (DSD) and the
identification of a plethora of genes required
for gonad (Chicago). This consensus proposes
to classify the various anomalies according to
the karyotype, and eliminates the terms
considered too pejorative, often used, as
"sexual ambiguities”, "Sexual reversion" and
"pseudohermaphroditism™. The unique term
that has been proposed and accepted is that of
DSD (Disorders of Sexual Development). The
choice of the sex of civil status (possibly
different from the genetic sex) depends on the
data present and future hormonal data (puberty
and  fertility). It results from a
multidisciplinary decision (geneticist,
endocrino-pediatrician, surgeon, pediatrician)
clearly exposed to the family.

Key words: Disorders of sex development
(DSD), children.

TOM TAT

Tré sinh ra “ khong ro 1a nam hay ni “ la
luén 1a mot van dé rat kho khan trong chan
doan va ton thwong tam 1y ddi véi gia dinh.
Viéc tiép can chin doan can phai cé su can
thiép cua mdt nhom da chuyén khoa hop tac
v6i gia dinh, va trong s6 dé, bac si nhi khoa
¢6 vai tro quan trong khi kham danh gia tré tir
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ban dau. D6 co6 thé 1a mot cap ciru so sinh can
diéu tri som ngay giai doan so sinh (trong
truong hop ting san tuyén thuong than bam
sinh - CAH) truéc khi can c6 chan doan gidi
tinh va nguyén nhan. Tir ndgm 2005, phén loai
moi cac roi loan phat trién gidi tinh (DSD) da
dugc dong thudn cong b6 (Chicago). Su dong
thudn nay dé xuit dé phan loai cac rdi loan
phat trién gidi tinh theo karyotype, SRY va
loai bo céac thuét nglr dugc coi 1a ‘miét thi
thuong dugc sit dung, nhu "mo hd gidi tinh",
"dao nguoc gidi tinh ", "ludng gidi gia". Thuat
ngit duy nhit da dugc dé xuat va chip nhan la
DSD (Réi loan phat trién gidi tinh). Sy lya
chon gi6i tinh cta ca nhan (c6 thé khac véi
gidi tinh di truyén) phu thudc vao dir kién hién
tai va cac dir liéu hormone vé sau (day thi va
kha niang sinh san). D6 1a két qua cua mot
quyét dinh da chuyén nganh (di truyén, bac si
Noi tiét Nhi khoa, bac si phiu thuat, bac si Nhi
khoa) va gia dinh.
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1. PAT VAN PE

Theo WHO 2001, ty 18 tré ri loan phat
trién giéi tinh - DSD (Disorders of Sexual
Development) c6 biéu hién 1am sang va duoc
chéan doan sau khi sinh chiém ty 18 2-3% tré so
sinh song. Khoang 5-10% cac rdi loan phat
trién khong dién hinh dugc phat hién va chan
doan trong giai doan nhi khoa.

Viéc tham kham 1am sang phai cAn than, ti
mi va toan dién dé tim kiém cac bat thuong vé
hinh thai,hé xuong, bat thuong cua than, hau
mon hodc da. Viéc tham kham nén duoc
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huéng dan boi cac gia dinh chan doén. Su hién
dién cta gen SRY cho phép chan doan giGi
tinh nhanh chéngecung voi két qua cua
karyotype. Dinh luwong ndéng 46 170H
progesterone (khong chd két qua sang loc so
sinh) 1a rat can thiét, giap phat hién sy bat
thuong cia sy phén biét gidi tinh lién quan
dén bénh ting san thuong than bam sinh do
thleu enzyme 21 hydroxylase, ma hién tuong
mat mudi mat nude ndng do suy tuyén thuong
than cap ¢6 thé de doa dén tinh mang cua tré.

Céc xét nghiém dinh lugng néng do cac
hormon: testosterone, AMH, chét ¢ ché B,
D4 can duoc chi dinh sém trong vong 36 gid
sau sinh. Siéu am ving tiéu khung (c6 hodc
khong cé tr cung, di tat li€n quan) can duoc
thuc hién sém.

Céau hoi vé lya chon gi6i tinh 1a rat kho
khan. Sy lya chon nay phu thudc vao dac diém
giai phglu vao kha ning phiu thuat, va cac
bién doi ¢ giai doan dy thi Chung ta biét rat
it, cho dén hién nay, diéu gi quyét dinh ban sdc
gidi tinh ciia mot con nguoi. Do vay, tlep can
chan doan DSD & tré em cin theo céc tidu chi
sau.

1.1. Chén doan cang sém cang tot nguyén
nhan dé diéu tri

Céc bénh nhi réi loan phét trién gidi tinh
thuong co6 cac van dé khac anh huéng dén
toan trang sic khoe. Bénh tdng san thuong
than bam sinh CAH co thé gdy con suy thuong
than cap va chét do mat mubi vao tuan 1-2 sau
sinh. Céc thé khic cia CAH ( thiéu hut 11f va
170 hydroxylase ) 1a nguyén nhdn cao huyét
ap tir thoi ky tré em cho dén nguoi 16n. XY
giam san mot phan tinh hoan cd nguy co cao u

té bao mam ac tinh ( 26% & d6 tudi 30), u
Wilms, bénh cau than lan toéa. HOi ching
khong nhdy cam véi androgen c6 u tinh hoan
ac tinh.

1.2. Chon lya cang som cang tot gidi tinh
cho tré

1.3. Tu van di truyén.

2. THAM KHAM BAN DAU

2.1. Kham danh gia co quan sinh duc
cua tré

- Xéc dinh c6 hay khong c6 tinh hoan

+Cho diém danh gia co quan sinh dyc khi
¢6 tinh hoan ( theo bang diém Admed) < 3
diém phai tim kiém céc di tat khac phdi hop :

L6 tiéu thap.

Duong véat nho:

Duong vat nho ¢ giai doan so sinh dugc
x4c dinh khi chiéu dai < 20 mm.

Duong vét nho & giai doan 1 tudi dén day
thi chiéu dai < 40 mm.

-bBanh gid mic d§o nam hoa co quan sinh
duc ngoai khi khong thdy tinh hoan theo phan
d0 Prader.

2.2. Khai théc tién sir gia dinh : két hon
can huyét, c6 ngudi mic DSD...

2.3.Thai d§ ciia thiy thudc

+ Khong nén noéi ludng gidi, hay ai nam ai
ntr, hay cac thuat nglr tuong tu, ma noi voi gia
dinh bénh nhi r01 loan phat trién gidi tinh”.

+ Chuyén gip tré dén cac trung tam co
equipe cac chuyén khoa so sinh - néi tiét nhi -
ngoai

+ Khong khai bao gioi tinh hay dat tén
theo gidi cho tré trudc khi co ¥ kién hoi chan
lién khoa, ¢6 hop tac cua cha me.

Bang 1. Bang diém co quan sinh duc nam ( ti da = 12, theo Admed [3])

Biu Duong vit nhé L tiéu Tinh hoan phai | Tinh hoan tréi
3 Cé Khéng Binh thuong
2
15 Biu Biu
1 Thén duong vat Ong ben Ong ben
0,5 O bung O bung
0 Khéng Co Canh hau moén Khéng c6 Khéng co
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3. TIEP CAN CHAN POAN NGUYEN NHAN

Tré ¢6 rdiloan phat trién co quan sinh Khé&m Iam sang
duc (1) Caryotyp, SRY
170HP, T, DHT, D4, AMH ,

A\ 4

) T~

So thdy it nhat mot tinh hoan Khong so thiy tinh hoan
Gen SRY
SRY (+) SRY(-)
46XY 45X /46 XY(8) 1
170HP tang 46XX (2)
! \ L
Testoster(c;r; (T) thap T bitrvlh th(l;;mg/ CAH (9) il
an
s 170HP binh
—_ﬂ thuong
A 4
AMH binh PAIS —khéng
thuong nhay cam mot
PRPED At 1x phén androgen
Céc tien chat tang (@) AMH binh AMH ting
R6i loan tong hop .
T (6) thuong DSD
D4, T tang Ovo-testis
- me bi nam hoéa
Hypospadia
— > Nang, vo can
l v
4 A Me bi cuon p:
AMH thap /khong £ s g Thiéu hut
dap g test hCG ;F:Zlelrlnhut androgen enzym
Loan san tinh hoan > y aromatase
A s SaReductase .
mot phan (7) (5) nhau thai

So d6 2. Tiép can nguyén nhan rdi loan phat trién gi6i tinh & tré em [14]

o1



Tap chi “N@i tiét va Dai thao duong”

S6 51 - Nam 2022

(1) Thua bac si, con t6i l1a gai hay Ia trai ?
Cau hoi ma bd me dit ra khi phat hién ra sy
bat thuong cta by phan sinh duc cta con ho
ngay sau sinh.

Trong moi truong hop, ching ta déu hiéu
rang d6i voi cha me, viéc khong thé xac dinh
dugc con minh trong gidi tinh nam hay nir la
mdt tinh hudng rat dic biét gay bat on ning né
vé tam 1y. Viéc phat hién ra sy bat thuong
trong cac co quan sinh duc doi héi phai tam
thoi dinh chi viéc khai bao gidi tinh cia tré
cho co quan dan su. Néu bac si khong thé dua
ra mot xac dinh vé gidi tinh cua tré so sinh,
can c6 hd tro cua ludt su va uy quyén cua cha
me vé viéc khong dé cap dén gidi tinh ban dau
trong gidy khai sinh.

(2) Can xé4c dinh gen SRY dé nhan dién co
hay khong nhiém sic thé Y.

(3) binh lugng néng d0 hormon testosteron
can duoc thuc hién trong vong 36 gio dau sau
sinh hoic sau 15 ngay ( do hién twong tiéu day
thi ). Nong do testosteron danh gia chirc ning
ctia té bao Leydig tinh hoan.

(4) Nong do testosteron binh thudng hoic
ting & tré trai c6 di tat 16 tiéu thip goi y chan
doan khong nhay cam mot phan testosteron.
Can tién hanh nghiém phap dong hCG dé danh
gi4 kha ning tiét testosteron cua tinh hoan va
hoat dong cua testosteron dén co quan dich (
tang kich thuéc duong vat ). C6 thé do bat
thuong ¢ thy thé androgen voi rat nhiéu cac
dot bién gen.

(5) Thiéu hut enzym 5alpha reductase typ
IT ¢ thé dan dén thiéu sy nam hoa & tré trai ,
tré so sinh co kiéu hinh nit. Hién tuong nam
hoa xay ra vao giai doan ddy thi , khi ma co su
tang hoat dong cta Salpha reductase typ [.

(6) Réi loan téng hop testosteron rat hiém
gap. C6 thé do thiéu hut enzyml17béta HSD
cua tinh hoan hodc bao gom ca vo thuong than
va tinh hoan (thiéu StAR, P450sc, P450c17,
3béta HSD).

(7) Khi néng dd cac hormon testosterone
va AMH thép, chan doan dugc xem xét 1a do
khiém khuyét sém trong su phat trién cua
tuyén sinh duc (loan san tinh hoan).

Céc bat thuong trong qué trinh biét hoa tir
tuyén sinh duc tién phat nguyén thuy khong
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biét hoa tao tinh hoan. Céu tric va cac té bao
Leydig bét thuong nén ndéng do testosterone
san tlet thap, cac té bao Sertoli da bi suy
giam: nong do AMH thap béi khi cac co
quan c6 ngudn gdc tir dng Muller van ton tai
(t&r cung, am dao).

(8) Bét thuong nhidm sic thé c¢6 thé lién
quan dén di tat 16 tiéu thap, caryotyp thé kham
45, X /46, XY. Trong roi loan phat trién tuyén
sinh duc 45, X /46, XY, mot tinh hoan bi giam
san, mot budng trimg thodi trién thanh mot dai
X0 Va cac co quan phu thude ng Muller nhur tir
cung , am dao hinh thanh mét nira.

(9)Tang san thuong than bam sinh (CAH —
Congenital Adrenal Hyperplasia ) nén dugc
loai b6 & tré so sinh c6 bd phan sinh duc bat
thuong, va khong cé tuyén sinh duc s thay.
170H progesterone, testosterone va renin s€
duoc do.

4. VAI TRO CUA PHAU THUAT

Tré rbi loan phat trién gi¢i tinh cin
dwgc phﬁu thudt sém, tot nhit 13 truéc
1tudi. Phiu thuat som gitp bénh nhén va gia
dinh tranh dugc su cing thing vé tam ly.
Bénh nhan dugc sinh hoat mét cach binh
thuong véi cong ddng va hinh thai, chirc ning
cua by phan sinh duc cling tdt hon. Muc tiéu
ctia phau thuat 1a khoi phuc giai phau va chirc
ning cho dudng sinh san bang cach thyuc hién
phau thuat “nit hoa” hodc “ nam hoa”.

Phau thuat dugc goi 1a "nir hoa": nguyén
téc phau thuat duya trén viéc giam kich thudc
clia &m vAt (Am vat) néu can thiét, mé khoang
am dao dén day chau hodc tao khoang am dao
néu am dao khong ton tai ( Am dao) va tao
hinh ctia méi va 4m ho (perineoplasty). Néu
dira tré co it nhit mot tinh hoan c6 kha ning
bién dbi 4c tinh, can phai loai bo.

Phdu thuét cit bo nam tinh vé co ban duogc
thé hién bang phiu thuat duong vat gia bao
gom ba giai doan thiét yéu: chinh hinh éng
sinh duc, tai tao niéu dao bi mit (niéu dao) va
tai tao duong vat.
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