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CA LAM SANG BENH HIEM GAP: U LOAN MAM O BENH NHAN
CO HOI CHUNG TURNER THE KHAM 46XY/45X
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Nguyén Birc Hai', Mai Van Lac’, Ninh Céng Vi', Dao Thi Nguyén L&"

TOM TAT:

Hoi chimg Turner 13 hoi ching bét thudng nhiém sac thé gidi tinh thuong gép nhat véi tan suat
khoang 1/2000 - 2500 trong s6 nhirng tre gai sinh ra song, dic trung boi sy mat hodc bat thuong cau
tric cua mot nhlem sic the X. Su ton tai ciia nhidém sic thé Y ¢ nhing tré gai hoi chimg Turner lam
tang nguy co xuét hién u t& bao mam 4c tinh, trén 1am sang bénh rat hiém gip. Chung t6i thong bao
mot truong hop bénh hiém néi trén da gdp tai Bénh vién Pa khoa Phuong Bong. Bénh nhan 26 tudi
kiéu hinh ni, tién st vo kinh, vao vién vi dau bung, khdm 1am sang thay c6 u ving ha vi 1éch phai, xét
nghiém nhiém sac thé c6 hoi chang Turner thé kham mos 46, XY[25], 45X[9], MRI bung hinh anh u
16n vi tri budng trimg phai, sinh thiét kim dudi si€u am két qua giai phau bénh 'Dysgerminoma (u loan
mam). Bénh nhan da duoc phau thuat cit khéi u, cat tr cung toan bo va mac ndi lon, két qua giai phau
bénh sau mo: Dysgerminoma (u loan mam) Cudc md thanh cong, hau phau on dinh, hién dang dugc
danh gia dé hoa tri bo tro.

Twr khéa: Hoi chung Turner, thé kham, u nguyén bao sinh duc, u loan mam, u t€ bao mam.

A CASE REPORT OF RARE DISEASE: DYSGERMINOMA IN A
PATIENT WITH 45X/46XY TURNER SYNDROME MOSAICISM

ABSTRACT:

Turner syndrome is the most common sex chromosomal abnormalities, that affects an estimated
1/2000 - 2500 live female births, resulting from the absence or structural abnormality of one X
chromosome. The presence of Y chromosome material in girls with Turner syndrome confers an
increased risk of malignant germ cell tumor, the disease is clinically very rare. We describe an unusal
presentation of case identified at Phuong Dong General Hospital. The patient, a 26 year - old patient
with female phenotype and a history of amenorrhea, was admitted with abdominal pain. Clinical
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examination revealed a mass in the right lower quadrant. Cytogenetic analysis identified a mosaic
Turner syndrome with karyotype 46, XY [25], 45X [9]. Abdominal MRI demonstrated a large mass in
the right ovary and ultrasound-guided biopsy confirmed the presence of dysgerminoma. The patient
underwent tumor debulking, a total hysterectomy and omentectomy. The histophatology result is
dysgerminoma. The surgery was successful, and the patient is currently stable and being assessed for

adjuvant chemotherapy.

Keywords: Turner syndrome, mosaic, gonadoblastoma, dysgerminoma, germ cell tumor.

. DAT VAN BE

Hoi chiing Turner 1a mot r6i loan vat chét di
truyén do nhling cén nguyén khac nhau gay nén.
O giai doan phdi thai, ty 1¢ cac thai hoi chimg
Turner bi sdy tu nhién t6i 99,8%, vi the cac bénh
nhan hoi ching Turner sau nay chi 1a s6 rat it con
sdng sot. Bleu hi¢n lam sang dlen hinh nhu sau:
Ngu’m lin, ¢ ngan c6 nep da co toc moc thap,
gi6i tinh thir cip khong phat trién, bo phan sinh
duc nhi tinh, thuong khong cé 16ng sinh duc, vo
kinh hodc thiéu kinh, v6 sinh. Nguyén phén cia
hoi chimg Turner cht yéu 1a do bo nhiém sac thé
(NST) thiéu 1 NST X, cong thic karyotyp 14 45,X
(chiém khoang 50% tong s6 bénh nhan hoi ching
Turner), s6 con lai 14 cac thé bénh kham (trong co
thé c6 ddng thoi hai hay nhiéu dong té bao trong
d6 co dong té bao 45,X) [1].

Trong s6 bénh nhan thé kham co loai rat hiém
gip (chiém ty 1& 5% tong s6 bénh nhan hoi chimg
Turner) bao gdm dong té bao 45,X voi dong té
bao 46 NST trong d6 c6 chua NST Y hodc co
NST chua gen TDF dac hiéu cua NST Y. Cac
treong hop kham nay bénh nhan co6 tri¢u ching
1am sang rat da dang: co quan sinh duc ngoai hoic
tuyén sinh duc co thé biéu hién la nam, hoac mo
ho giGi tinh, hodc biéu hién hoan toan 14 nir. Day
1a mot trong nhirng hoi chimg bénh 1y chat li¢u di
truyén rat hiém gap.

Su ton tai cua nhilm sic thé Y lam tang
nguy co xudt hién u nguyén bao sinh duc
(gonadoblastoma) ¢ 12% truong hop, mot khdi
u té bao mam lanh tinh c¢6 nguy co cao chuyén
dang thanh ac tinh: Dysgerminoma trong 50%
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truong hop, ngoai ra con cac thé u té bao mam ac
tinh khac: u tii noan hoang, u quai chua trudng
thanh (immature teratoma), ung thur biéu mo phoi
(embryonal carcinoma), ung thu biéu mo mang
dém (choriocarcinoma). Do do, phﬁu thuat cat
tuyén sinh duc du phong hai bén nén duoc thuc
hién & tré gai c6 hoi chimg Turner thé kham co
vat liéu nhiém sic thé Y. Xét nghiém nhiém sdc
thé duoc khuyén cdo & tat ca bénh nhan phat hién
u nguyén bao sinh dyc trong phau thuat, phu nir
tré tudi c6 khdi u budng trimg va vo kinh nguyén
phat hodc bat thudng ¢ co quan sinh duc.

Chung t61 thong bao mdt truong hop u loan
mam & mot bénh nhan 26 tudi voi hoi chung
Turner thé kham c6 nhidm séc thé Y ¢ biéu hién
v0 kinh nguyén phat. bay 1a mot trudong hop hiém
gap, do phat hién mudn hoi ching roi loan phat
trién tuyén sinh duc (Gonadal dysgenesis). Hoi
chtng nay thuong phat hién trude tudi thanh nién.

2. BAO CAO CA BENH

Bénh nhan 26 tudi co kiéu hinh nit, vao vién
vi xuét hién dau bung am i ha vi. Khai thac tién
sir, bénh nhan chua ting xuat hién kinh nguyét,
da quan hé tinh duc, khong mac bénh ly khac, gia
dinh c6 bd me strc khoe binh thuong, c6 mét chi
gai lay chong sinh con binh thuong. Cach vao
vién 2 ngay bénh nhan xut hién dau bung am i
ha vi Iéch phai kem theo so thay khéi 16m, khong
non, khong sét, khong giy sut can, dai tiéu tién
binh thuong, dén kham tai Bénh vién Pa khoa
Phuong Bong.

Khéam lam sang bénh nhan cao 153 cm, can
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ning 49 kg, c6 khdi u 16n ving ha vi 1éch phai,
kich thuge 16n 1én dén trén ron, khdi u cung chic,
di dong han ché. Kham phu khoa am hg, am dao
binh thuong, ¢ tir cung khong thay ton thuong,
khdi u 16n ving tiéu khung chén vao thanh am
dao gay det ¢ tir cung. Vé dic diém gidi tinh thi
phat, bénh nhan dugc dénh gia theo thang diém
Tanner 4 (nim v va quang vi nhd cao hon mb

va, 16ng mu kiéu ngudi trudng thanh, nhung phéan
vung nho hon ¢ nguoi truong thanh).

Bénh nhan duoc chi dinh chyup cong huong
tir ving tiéu khung thdy khdi t6 chuc dic ving
tiéu khung kich thuéc 73x90x168 mm. Khong
quan sat thdy hinh anh t cung budng tring
binh thuong.

Hinh 1: Hinh &nh khéi u trén céng huéng ttr bor da cung thuy mui, ¢é vé bao quanh ranh gidi ré.
Sau tiém khéi ngdm thudc vira, cé vai 6 nhd khéng ngdm thuée, khéi dé déy bang quang,
céc quai rudt, phét trién 1én trén rén nhung khéng xam Ian té chirc xung quanh

Céc xét nghiém chirc nang gan, than, cong thirc mau, dong mau co ban binh thuong.
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Bang 1: Két quéa xét nghiém céc chi diém ung thw va céc hormon sinh duc trong méu
Chisé Két qua Chi s6 binh thwéng
bHCG 23,47 mlU/ml  |<5
CA125 10,6 U/ml <35
CEA < 0,003 ng/ml <47
AFP 1,74 ng/ml <7
LDH 766,67 U/I 135-214
AMH 0.069 ng/ml 2,0-6,8
Giai doan thé nang: 3,5 - 12,5, dinh rung trirng: 4,7 - 21,5, giai doan
FSH 53,39 miUiml 1\ ang thé: 1,7 - 7.7, giai doan mén kinh: 25,8 - 134.8
Giai doan thé nang: 2,4 - 12,6, dinh rung trirng: 14 - 95,6, giai doan
LH 20,91 miUml | ang thé: 1 - 11,4, giai doan man kinh: 7,7 - 58,5
. Giai doan thé nang: 12,4 - 233, dinh rung trirng: 41 - 398, giai doan
Estradiol <5 pg/ml hoang thé: 22,3 - 341, giai doan hau man kinh: 5 - 138
Testosterol 0,193 nmol/l 0,29 - 1,67

Két qua giai phau bénh sinh thiét khdi u dudi
siéu am: U loan mam (Dysgerminoma).

Chyp CT, MRI, Si€u &m, xét nghiém déanh gia
toan than: Hi¢n chua phat hién ton thuorng di can xa.

Chan doén trude md: Ung thu loan mam budng
trirng phai. Hién chua c6 di can xa.

Bénh nhan da duoc hdi chan lién chuyén khoa:
Ung budu, g1a1 phau bénh, chan doan hinh anh,
ngoai khoa va gy mé hoi stc, két luan: C6 chi
dinh va du diéu kién phiu thuat

Mo ta trong md: Khéi u 16n budng trimg phai
xa4m 14n mot phan vao thanh bung bén phai, mac

n6i, mit trén va sau khoi u dinh vao mac treo rudt
non va thanh rudt non, xam lan Xuong tao khéi u
0 vi tri tr cung, budng trimg trai teo nhd nhu mot
sgi day chang Phuc mac thanh bung, co hoanh,
khong ¢6 nhan di can. Tuy nhién, do u xam lin
vao thanh bung, mac treo... nén khong thé bao
dam cat bo hoan toan 1ay hét dugc t6 chirc u.

Phau thuat thi 1: G& dinh va cat khéi u buong
trung phai, thi 2: Do u xdm l4m va phat trién
xuong dudi toan b tr cung la mot khéi u dé chay
mau, cit toan bd tr cung, dong mom am dao, cat
toan bo mac ndi 16n.

Hinh 2: Hinh &nh dai thé, bén phai: U x4m lan ti cung tao thanh khéi dé chdy méu,
kich thuére 10 cm; bén trai: Khéi u bubng trirg phéi 12 cm
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Hinh anh mé bénh hoc sau mé cua khdi budng  trude md 1a Dysgerminoma (U loan mam).
tring phai va khoi tir cung cling giong sinh thiét

i

o
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Hinh 3: Hinh &nh vi thé: trén cac manh sinh thiét thdy bén canh céc dam hoai tir réng la mé u
gbm day dac cac dam, céc 6 té bao u, cach nhau béi cac dai mé dém hep trong dé cé xam nhap
cac lympho bao. Céc té bao u Ién xén, nhan khé Ion, tuong dbi khéng déu, thé, tdng sac, bao tuong
kha réng, sang

Két qua nhim sic thé dd: mos46, XY 46,XY va 45X véi ty 18 twong tng 25:9. Duong
[25]/45,X [9], kiéu nhan kham hai dong té bao 1a  tinh gen SRY.

Hinh 4: Két qua nhiém s&c thé dé (Karotype)
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Sau phau thuat nguoi bénh tién trién tét, hau
phau 6n dinh. Xem xét danh gia tiép tuc diéu tri
hoa chét toan than b trg sau mé du kién phéac do
BEP (bleomycin, etoposide, cisplatin).

3. BAN LUAN

U té bao mam 14 loai u budng trimng hay gap
nhit xuat hién ¢ tré em va thanh thiéu nién va
phan 16n cac truong hop déu lanh tinh. Truong
hop lanh tinh chi yéu 1a u quai truéng thanh.
Trong nhém 4c tinh u loan mam va u tii nodn
hoang 12 nhom phd bién nhat, ngoai ra con c¢6 ung
thu biéu mé phoi, ung thu biéu mé mang dém, u
quai 4c tinh, u t& bao mam hdn hop,...

Biéu hién phd bién cia bénh nhan u té bao
mam & budng trimg 1a xut hién khéi u ¢ bung
duéi va dau bung am i kéo dai hodc ¢ cac bién
chimg ctia chén ép hay v, xodn khdi u. Trén MRI
u loan mam thuong biéu hién dudi dang khdi u
chtra nhiéu tiéu thuy dugc chia thanh céc vach
ngan do xo mach, c6 thé chira canxi hoa, 6 xuat
huyét hodc ving hoai tir. Trong truong hop u loan
mam, ndng d6 hCG hiém khi cao, AFP thuong
binh thuong (hay tang trong u tii noén hoang),
LDH la chat chi diém dang tin cdy c6 kha ning
dugc sir dung dé theo doi va danh gia dap tng
diéu tri.

Trong hau hét truong hop u té bio mam ac
tinh, phau thuat 13 phuong phép quan trong nhat
v6i myc dich chan doan mé bénh hoc, diéu tri
bénh va danh gia phan loai giai doan. Phau thuat
tiéu chuan v6i ung thu budng trimg gém cat toan
bd tir cung va 2 phan phy, tuy nhién vi u té bao
mam chu yeu xdy ra ¢ tré em va phu nir tré tudi
nén co6 thé can nhic bao ton tir cung va budng
trirng bén khong co6 u trong truong hop giai doan
som. Trong truong hop bénh giai doan tién trién,
nhiéu bang chimg cho thiy phau thuét lay t6i da
v6i cac ton thuong con sot lai nhd hon 2 cm cho
thay ty 1& dap Umg sau hoa tri cao hon va thoi
gian séng thém tét hon so voi nhitg bénh nhan
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khong thé cit bo tdi da. Mot nghién ciru hdi ciru
cho thdy khong thiy c6 su khac biét vé thoi gian
song thém giira nhimg bénh nhan c¢6 hodc khong
c6 vét hach. Tuy nhién, hach bach huyét la mot
yéu t6 tién lwong xau. Didu tri hoa chit bd tro sau
ph'?lu thuat nén duoc thuc hién véi hau hét bénh
nhan u té bao mam 4c tinh, phac d6 hay duoc lua
chon 1a BEP tir 3 d&én 4 chu ky cho két qua rat
kha quan. Tuy nhién, doc tinh cua phac do nay
kha dang ké can dugc theo ddi va danh gia chat
ch&: doc tinh mudn 1én phdi (bleomycin), rdi loan
sinh tuy (etoposid) va doc tinh than va than kinh
(cisplatin).

Tién luong bénh lién quan dén giai doan bénh
va cac chi diém khdi u. Trong mot nghién ctru 148
phu nit ¢6 u té bao mam 4c tinh, ty 1¢ séng thém
sau 5 nam la 100% v&i giai doan 1C, 85% vai giai
doan II, 79% voi giai doan 111, 71% voi giai doan
IV. Bénh nhan c6 bhCG va AFP ting cao c6 kha
ning tir vong gan gap 5 lan so véi nhimg bénh
nhan c6 cac chi diém nay binh thuong [2].

Calam sang cua ching t6i vao vién vi phat hién
khéi u tiéu khung va con kém theo triéu chiing vo
kinh nguyén phat. Pac diém kiéu hinh bén ngoai
1a nir véi thang diém Tanner 4, bénh nhan khong
c¢6 cac biéu hién bat thudng khac cua hoi ching
Turner. Bénh nhan cao 153 cm, da t6t nghiép dai
hoc, qua cac xét nghiém ciing khong thdy céc bat
thuong hay di tat vé tim, thdn va xuong. Két qua
nhiém sic thé dd mau ngoai vi dugc thyc hién cho
két qua 46XY, 45X0. Cac xét nghiém mau nong
d6 estrogen va testosteron va AMH déu thap va
LH, FSH ting do co ché diéu hoa nguoc cho thdy
su suy giam chirc ning sinh dyc. Trong phau thuat
quan sat thay vi khdi u xdm 14n tir cung nhung
van c6 thé nhin thay voi trimg bén phai cho thiy
c6 kha ning bénh nhan van c6 tir cung trude do,
co quan sinh duc ngoai gdm am ho, 4m dao binh
thuong, tuy nhién tuyén vii va 16ng mu kém phat
trién (do thiéu hut estrogen va testosteron).

Thé kham 46XY/45X0 chiém 10+12% trong
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hoi ching Turner 3, do nhiém sic thé Y c6 thé
bi mat trong qué trinh nhan d6i DNA va phan
chia t bao clia mot té bao dan dén thai nhi c6 2
dong té bao ciing phat trién. Kiéu hinh c6 thé rat
thay ddi tir dién hinh cua hoi chung Turner, dén
gi6i tinh khong r6 rang vé bd phan sinh duc, dén
kiéu hinh nam binh thuong bi vo sinh. Bénh nhan
trong truong hop nay c6 kiéu hinh nit. U nguyén
bao sinh duc (Gonadoblastoma-GB) c6 ban chat
1a tén thuong tién ung thu, loan san té bao mam
lanh tinh bao gom té biao mam va cac té bao day
sinh duc, thuong xuat hién & nhiing truong hop
¢6 kham nhiém sic thé Y hodc c6 loan san tuyén
sinh duc don thuin (pure gonadal dysgenesis)
nhu hoi chung Swyer (46XY, kiéu hinh nit) [4].
Nguy co phat trién GB ¢ nhing trudng hop nay
wéc tinh khoang 15+30%. U loan mam xuat hién
6 50% truong GB chuyén dang éc tinh. Gen SRY
(Sex determining region on Y chromosome) dugc
lam thuong quy dé xéac dinh sy c6 mat cua nhiém
sic thé Y tuy nhién van chua xac dinh duoc gen
SRY c¢6 lién quan dén viéc 1am ting nguy co xuét
hién u nguyén bao sinh duc. Trong nhitng truong
hop c6 nhiém sic thé Y hodc cau triic phan tir lién
quan, viéc phiu thuat cat bo cac tuyén sinh duc
du phong (bao gdm budng trimg, voi trimg) 1a
can thiét do nguy co xuét hién bénh 4c tinh. Cac
trudng hop twong ty da duge béo cdo hau hét bénh
nhan dugc phat hi¢n trudc hodc trong tudi day thi
va duoc phiu thuat khbi u du ph(‘)ng va tinh co
phat hién 13 u 4c tinh qua két qua giai phau bénh
[5], [6]. Truong hop cua chung t6i bénh nhan dén
& tudi truong thanh, kh01 u da tré thanh ac tinh va
¢6 ddu hién xam lan tiéu khung va xung quanh.
Tuy nhién, chua cé di cin xa va trong phau thuat
cling chua théy xuat hién hach chiu vé mat dai
thé. Do d6, theo phan loai FIGO bénh nhan dugc
danh gia giai doan IIB.

4. KET LUAN

Ca 1am sang trén 1 truong hop ung thu budng
tring the u loan mam (Dysgerminoma) trén bénh

nhan c6 hoi chimg Tunner thé kham, bénh hiém
gap. Nhimg trudng hop Turner thé kham nhlem
sic thé Y, u buong trimg c6 nguy co phat trién
thanh ac tinh can dugc phat hién sdém va duogc
phau thuat du phong tranh bénh ac tinh. Cac rdi
loan phat trién gidi tinh hodc réi loan di truyén
can duogc phat hién som, dugc tu van di truyén,
va can co su két hop chan doan va diéu tri cta
nhiéu chuyén khoa dé dem lai két qua t6t nhét cho
nguoi bénh.
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