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TOM TAT

Ung thw biéu mé té bao than (UTBM) - Renal cell carcinoma la khoéi u &c tinh hiém gép, chi chiém 2 - 6%
céc khéi u than 4c tinh & tré em. UTBM té bao than cé dét bién TFE3 trén nhiém séc thé Xp11.2 (TFE3/
Xp11.2) la mét duéi nhém cda UTBM té bao than, thuong cé tién lwong ndng hon cac nhém khéc cda
UTBM té bao than. Chung téi théng bao mét tré 10 tudi vao vién vi dau bung va phat hién khéi u than tréi.
Sau khi ph4u thuat cat u duoc lam xét nghiém mé bénh hoc, nhuém héa mé mién dich TFE3(+), CD10(+),
CK7(-) chén doan: UTBM té bao than cé doét bién TFE3/Xp11.2. Bénh nhan én dinh, ra vién sau 2 tuan. Tai
kham sau hai thang khéng phat hién u tai phat hay di can.

Tur khéa: Ung thuw biéu mé té bao thén, TFE3/Xp11.2.

ABSTRACT
RENAL CELL CARCINOMA ASSOCIATED WITH XP11.2 TRANSLOCATION
FACTORE3 GENE FUSION: A CHILD CASE REPORT AND LITERATURE REVIEW

Nguyen Anh Van™, Hoang Ngoc Thach’, Pho Hong Diep’, Tran Thi Thuy'

Renal cell carcinoma is a rare malignancy, accounting for only 2 - 6% of renal malignancies in children.
Renal cell carcinoma associated with Xp11.2 translocation/TFE3 gene fusion is a subgroup of renal cell
carcinoma, often with a more severe prognosis than other groups of renal cell carcinoma. We reportona 10
- year - old child was admitted to the hospital because of abdominal painand a left kidney tumor. After tumor
resection, histopathological examination, immunohistochemical staining was positive for TFE3, CD10,
negative for CK7, diagnosis renal cell carcinoma associated with Xp11.2 translocation factor E3 gene
fusion. Two weeks after surgery, the patient was stable and discharged from the hospital. Re - examination
after two months did not detect tumor recurrence or metastasis.

Key word: Renal cell carcinoma, TFE3, Xp11.2 translocation.

I. PAT VAN PE

Ung thu biéu mod (UTBM) té bao than 1a u & UTBM té bao than, lan dau duoc mo ta trong phan
tinh hiém gip ¢ tré em,chiém 2 - 6% cac khdi u  loai cia TS chirc Y té Thé gi¢i (WHO) 2004, sau dé
than ac tinh [1]. Ung thu biéu mo té bao than c6 ddt  nod duoc Xép trong nhom UTBM té bao than chuyén
bién TFE3/Xp11.2 1a mot du6i nhoém hiém gip cia  dang dong MIiT (MiT family translocation RCC)
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theo phan loai céc khéi u than cia WHO 2016
[2]. Pay 1a mot dudi nhom co tiém nang ac tinh
cao, tién trién nhanh, kém dap tng véi hoa tri va
xa tri, phau thuat cit bo u la phuong phap diéu tri
tdi wu. Do vay, phat hién va chan doan sém loai
u nay c6 ¥ nghia quan trong trong diéu tri va tién
luong. Tuy nhién, trén thyuc té con gip nhiéu kho
khan nhu triéu chung 1am sang khong dac hi¢u,
hinh thai mé bénh hoc da dang dé nham véi céac
bién thé UTBM té bao than khac.... Ching toi
thong bao mot truong hop bénh nhi 10 tudi duogc
chan dodn UTBM té bao than c6 dt bién TFE3/
Xpll.2.

IL. BAO CAO CA BENH

Bénh nhi nit, 10 tudi, tién s khoe manh, vao
vién vi dau bung. Siéu 4m phat hién khéi u cuc dudi
than trai kich thuéc 71 x 15 x 64 mm, khong dong
nhat, khong rd voi hoa, chén ép gy gidn dai bé than
trai. Gia dinh khong c6 nguoi méc u than

Két qua chup cit 16p vi tinh 6 bung: nhu mé cuc
dudi than trai c6 u gidi han rd kich thudc 60 x 74 x
75 cm (Hinh 1), nhu mdé mong. Sau khi tiém thudc
can quang tinh mach u ngim thudc khong dong
nhat, c6 nhiéu 6 nho khong ngdm thudc. Khong thay
thanh phdn m& hay voi hoa, u dé ép bé than giy giin
nhom dai trén va gitra. Khong thdy tham nhidm hay

tu dich quanh u.

Hinh 1: CT-Scan 6 bung théy khéi u than trai, gidi han 10, ngém thudc khong déu,

nhu mo thén con lai rat it (mii tén).

Chi dinh phu thuét: cét than trai kém u, 1am xét nghiém Giai phau bénh.

Giai phiu bénh:

Dai thé: Than + u ning 303gram, kich thude 12 x 9,8 x 8 cm, khong thdy u x4m l4n vo va mé md quanh

than. Dién cat: u cuc dudi than kich thude 8 x 7,5 x 7 cm, vang mém, chay mau trung tim, ranh gi6i khong

13, xAm 14n sat bé than. Niém mac dai bé than nhén, dai than cuc trén gidn (Hinh 2). Hai hach rén than kém

theo kich thuéc 0,8 x 0,4 cmva 1 x 0,5 cm.

Hinh 2: Anh dai thé cta khdi u. A, Khdi u ¢6 vo. B, Cét qua théy u 1én & mot cuc cua than,

mo than det moéng ra xung quanh, t6 chirc u khong thuin nhét, vang mém xen k& ving chay mau.
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Vi thé: Té bao u khong déu, bao twong rong sang, nhan tron hoac bau ddm mau dé quan sat 6 do phong
dai thap (X10). U c6 cu trac dang 8, dam ngan cach nhau béi mach mau va vach xo mong. Xen k& 6 cac
dam té bao nhan da hinh, mang nhan méo md, mot s6 té bao u co bao tuong ai toan, nhan 1éch vé mot phia.
Hoai tir chiém 10% thé tich u. Khong théy u xam l4n dai bé than, u xdm nhép vo than va mach bach huyét
niéu quan va mach dién cit khong thdy u. 1 hach c6 u di can. (Hinh 3)

Hinh 3: Hinh anh vi thé khdi u. A. Té bao u dimg timg dam, 6 té bao ngan cach nhau boi mach mau
va vach xo (HE x 200); B. Cac té bao u nhan hinh tron hodc ovan, bao tuong sang (HE x 400).
C, Hach rdn than xam nhap té bao u (HE x 200).
Nhuom héa mo mién dich (HMMD): TFE3(+), CD10(+), CK7(-) (Hinh 4)

Hinh 4: Nhuém HMMD: A. TFE3 duong tinh rd véi nhan té bao:
B. CD10 dwong tinh 6; C. CK7 4m tinh
Chan doan Giai phau bénh: UTBM té bao than co dot bién TFE3/Xp11.2, di can hach ron than, T2aN1MO0
giai doan III (phéan loai TNM cho ung thu than cia AJCC 2017).
Sau phau thudt cit hoan toan u, bénh nhan én dinh va ra vién. Sau 2 thang khong phat hién u tai phat hay di can.

III. BAN LUAN

UTBM té bao than 1 u ac tinh hiém gip chi
chiém 2 - 6% cac u than 4c tinh & tré [1], tudi trung
binh gap 1a 10,6 tudi, khong c6 su khac biét vé gidi.
Trudce déy, nhimg hiéu biét vé UTBM té bao than
& tré em con han ché. Cac bao cdo vé chan doan va
diéu tri UTBM té bao than & tré em khong nhiéu chu
yéu hdi ctru. Cac nghién ciru gan day dic biét khi
ap dung k¥ thuat sinh hoc phéan tir trong chan doan,
xép loai cac u néi chung, u than néi riéng cho thay:
c6 su khac biét co ban gitta UTBM té bao than & tré
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em va nguoi lon, trong d6 UTBM té bao than co dot
bién TFE3/Xp11.2 lai thuong gip 6 tré em, & nguoi
16n UTBM té bao than tip t& bao sang thuong phd
bién [3].

Triéu chimg 14m sang ciing c6 su khac biét: O tré
em, cac tridu chung thuong gip gom dai mau, dau
ving thit lung [4], dau bung hodc man sudn, rdi
loan tiéu tién va céc triéu chung toan than nhu sot,
thiéu mau, giam can [5]. Nguoc lai ¢ nguoi 1on, mot
s6 luong 16n khong c6 triéu ching va thudong duoc
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phat hién tinh co do nguyén nhan khac hodc kham
suc khoe dinh ky... [6].

Hinh anh vi thé: nha 1a cu tric dién hinh,
hay gdp nhit cia UTBM té bao than c6 dot bién
TFE3/Xp11.2 voi cac té bao sang dang biéu mo,
nhan tron hodc ovan, hat nhan rd kém theo nhiéu
thé cat (psammoma bodies). Céac cu truc khac
o thé gap nhu: 0, be, dang phé nang, gia nh voéi
cic té bao co bao twong i toan, hat sic td trong
bao tuong, nhan da hinh,... Nhu¢m HMMD théy
duong tinh v61 TFE3, PAX8, AMACR, Vimentin,
CD10, Cathepsin K (+) 50%; am tinh voi CK7,
CAIX.

Can chan doan phan biét voi mot s u biéu mod
té bao than thuong gip: UTBM té bao than tip té
bao sang (Clear cell renal cell carcinoma), UTBM
té bao than tip nhu (Papillary renal cell carcinoma),

UTBM té bao than wa axit (Oncocytoma), u da nang
than tiém nang ac tinh thap (Multilocular cystic renal
neoplasm of low malignant potential), va u co md
mach dang biéu mé (epithelioid angiomyolipoma)
[2]. Chi dinh nhuém HMMD véi ddu 4n TFE3 ¢6 §
nghia quyét dinh chian doan phan biét va chan doan
xac dinh.

Céc dau 4n CK7 va CD10 giup chan doan phan
biét UTBM té bao than c6 dot bién TFE3/Xpl1.2
v6i UTBM té bao than tip nha c6 hinh anh nhu
phan nhanh, bao tuong sang, hat nhan ro (CK7 +,
CDI10 -). Mot luu ¥ khong nén bo qua yéu té dich t&
nhu tudi, gidi vi mot sé u hay gip ¢ ngudi 16n nhu:
UTBM té bao than tip té bao sang thuong ¢ bénh
nhén cao tudi, khong co cAu tric nht, TFE3 (),
vimentin (+); u co md mach dang biéu mo thuong
am tinh véi PAXS.

Bing 1: Héa mo6 mién dich cia mot s6 UTBM té bao than

CAIX | CDI0 | CK7 | AMACR | CDI117 | TFE3
UTBM té bao than tip té bao sang + + ; +/- ; -
UTBM té bao than tip nhu +/- + +/- + - B}
UTBM té bao than tip ki mau - - + - + }
UTBM té bao than dot bién TFE3 - + - + No data +
UTBM té bao than wa a xit - +/- - - + _

UTBM té bao than c6 dot bién TFE3/Xpl1.2 &
ngudi truong thanh c6 kha niang xam lan cao, tién
trién nhanh. Komai va cong su trong nghién ctru
cho két qua 5/7 bénh nhan UTBM té bao than co dot
bién TFE3/Xp11.2 thudc giai doan III - IV, hai bénh
nhan da chét trong vong mot nam [8]. Meyer c6 bao
c4o vé 5 bénh nhan truong thanh déu da ¢ giai doan
cudi ¢ di can xa, tién trién nhanh, thoi gian song
thém trung binh la 18 thang [9]. Nguoc lai, ¢ tré¢ em
u thuong tién trién cham, tién lugng tdt. Trong mot
danh gia khac, hon 90% cac bénh nhi UTBM than
c6 dot bién TFE3/Xpl11.2 giai doan III, IV c6 thoi
gian séng khong triéu chimg va sdng sot sau diéu tri
lan luot 4,4 va 6,3 nam [10].

Vé diéu tri, UTBM than c6 dot bién TFE3/
Xpl11.2 khong dap tmg véi xa tri va héa tri, phau
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thuat triét dé van 1a chi dinh hang dau trong diéu tri
loai u nay. Trong nhitng nim gan day, dé nang cao
chét lugng cudc séng, mot sb nghién ciru da dé cap
t6i phuong phap cit u bao ton than néu phat hién
som, u co kich thudc nhoé hon 4 - 7cm [11], [12],
theo ddi ngén han va dai han cho thiy cac chiic ning
than, tim mach khong anh hudng [13]. Riolan va
cong su di theo ddi 40 truong hop cat u bao ton than
(u trung binh 3 cm), ty 18 séng 5 nam 1a 100% [14].
Theo mdt nghién ctru khac trén 9 bénh nhan nhi méc
UTBM té bao than c6 dot bién TFE3/Xp11.2, kich
thude khdi u trung binh 3,9 cm (dao dong 2,2 cm
dén 6,9 cm), két qua cho thdy chirc nang than tbt,
khong thay tai phat va di can. Trong d6 c6 4 bénh
nhan dugc theo doi trén 3 nam [15].

Chan doan sém, phdu thudt sém co y nghia
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séng con va nang cao chét luong cudc sdng. Sang
loc dinh ky, phat hién sém bénh noi chung, u than
noi riéng trong moi truong hoc duong la viéc lam
thudng quy. Sinh thiét u lam xét nghiém giai phau
bénh 1a chi dinh can nhic vi u ¢ sau kho thuc hién,
c¢6 nguy co bién ching... Vi u than néi chung, tré
em noi riéng chan doan giai phau bénh c6 nhuém
hoa mé mién dich véi diu 4n TFE3 c6 ¥ nghia trong
chién luoc diéu tri va tién luong.

IV. KET LUAN

Chén doan UTBM té bao than ¢6 dot bién TFE3/
Xp11.2 can dugc nghi t6i ¢ cac bénh nhan c6 khoi
u than, nhat 1a d6i voi tré em. Trigu chimg 1m sang
u than co dot bién TFE3/Xpl11.2 khong dic hiéu,
can ting cuong kham sang loc dinh ky. Truong hop
nghi ngo can lam cac xét nghiém bd sung nhu siéu
am, chup CLVT... gitip phat hién, diéu tri som gitp
nang cao chit luong cudc sdng.
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