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SUMMARY

Objective: To report an exceptionally rare case of primary spinal mixed germ cell tumor (GCT)
presenting with gynecological symptoms, leading to a significant diagnostic dilemma.

Case Presentation: A29-year-old female presented with abnormalvaginal bleeding and persistent
mild elevation of serum BhCG. Despite the absence of intrauterine pathology, she was initially
managed for gestational trophoblastic neoplasia (GTN) based on serological markers. The patient
underwent multiple courses of chemotherapy for presumed refractory GTN over 16 months. The
diagnosis was revisited only after the onset of progressive cauda equina syndrome. Magnetic
Resonance Imaging (MRI) revealed an intradural extramedullary tumor at the conus medullaris.
Histopathological examination following surgical resection confirmed a malignant mixed GCT.
Subsequent multimodal treatment comprising surgery, platinum-based chemotherapy, and
radiotherapy resulted in disease control and neurological stabilization.

Conclusion: This case highlights a critical diagnostic pitfallwhere spinal GCTs mimic gynecological
malignancies via BhCG secretion. In young patients with unexplained persistent BhCG elevation
and negative gynecological imaging, the differential diagnosis must extend beyond gestational
pathologies to include extragonadal GCTs. Early consideration of neuro-imaging and expanded
tumor marker profiling (aFP) is vital to prevent misdiagnosis and irreversible neurological morbidity.
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TOM TAT

GiGi thiéu: Bao cdo mot trudng hgp hiém gap clia u t& bao mam 4c tinh hdn hgp tai chép tuy cé
biu hién ldam sang ban dau gidng bénh ly phu khoa, gy khé khan trong chan doan.

Ca lam sang: Bénh nhan n{ 29 tudi nhap vién vi ra mau &m dao bét thuong va nong dé BhCG huyét
thanh tédng dai dang. Dua trén bénh sir va xét nghiém sinh hda, bénh nhan dugc chan doan va diéu
tri theo hudng u nguyén bao nudi (GTN) khang thudc trong sudt 16 thang du khéng tim thay t6n
thuong khu trd trén siéu Am va MRI ti€u khung. Chan doan chi dugc xac lap lai khi bénh nhan xuat
hién hoi chiing chén ép dudi ngua. MRI cot séng phat hién khéi u vung chép tdy; giai phau bénh sau
phau thuat xac nhan la u t&€ bao mam 4c tinh hon hgp. Bénh nhan sau dé dugc diéu tri da mé thic
gdm phau thuat, héa tri nén Platinum va xa tri, hién tai tinh trang than kinh én dinh.

Bai hoc rat ra: Ca bénh minh hoa mét thé lam sang “nguy trang” clia u t& bao mam tly séng. Viéc
tang BhCG khong kém theo bang chirng hinh 4nh hoc cuia thai nghén hay u nguyén bao nudi can goiy
viéc tim kiém cac khéi u ngoai tuyén sinh duc, bao gém ca truc than kinh, dé tranh bd sét chan doan.
Tir khéa: U t& bao mam tly séng; U nguyén bao nubi gia; Chép tiy; BhCG; Bay chan doén.

1. DAT VAN DE

U t€ bao mam (Germ Cell Tumors - GCTs) nguyén phat
tai ty séng la mot thyc thé bénh hoc cuc ky hiém gap,
chiém ty (& rat thap trong cac u ndi tay?. Trong do, tén
thuong khu tru tai vung chép tly (conus medullaris) lai
cang hiém hoi hon, thuong dat ra nhirng thach thirc lon
trong chan doan va diéu tri'. Théng thudng, bénh canh
ldm sang ciia nhém bénh ly nay bi chi phdi bdi cac triéu
ching than kinh khu trd nhu héi chirng dudi nguwa hoac
réi loan co tron?. Tuy nhién, su phirc tap xuét hién khi khoi
u tiét ra BhCG (Human Chorionic Gonadotropin) cung vdi
cac triéu ching gia clia cac bénh ly phu khoa, dan dén
nguy cd chan doan nham va tri hoan diéu tri dac hiéu.
Chuing t6i bao cdo mét trudng hgp hiém gép vé u té bao mam
ac tinh hén hap tai chop tay, khdi phat véi xuat huyét tir cung
b4t thudng va tdng BhCG dai ddng, dan d&n chan doan nham
ban dau la u nguyén bao nudi (Gestational Trophoblastic
Neoplasia - GTN). Muc tiéu bai viét |4 phan tich cac “bay”
chén doéan (diagnostic pitfalls) trong céc trudng hop tang
BhCG khéng ré nguyén nhan va dé xuét chién lugc tiép can
da mé thirc dé tranh bo sét cac khéi u ngoai tuyén sinh duc?.

2. GIOI THIEU CA BENH

Bénh nhan ni, 29 tudi, tién sif khde manh, nhap vién vi ra
mau 4m dao bat thudng. Kham lAm sang va siéu am tiéu
khung khéng ghi nhan tén thuong tai ti cung va phan phu.
Xét nghiém BhCG huyét thanh tang nhe (30 - 38 mIU/mL),
gdiy chan doan ban dau la thai sinh hoa®.

Trong 4 thang tiép theo, bénh nhan xuét hién rong kinh, BhCG
tang [én 279 mIU/mL. Thd thuat hat budng tlr cung chan
doan cho két qua giai phau bénh am tinh véi mé nhau hoac
thai trirng. Vi nong do BhCG rat thap nén bénh nhan khéng
dugc chi dinh chup CT nguc, CT bung hay MRI so ndo. Siéu
am 6 bung va tiéu khung chua phat hién bat thuong. Dua trén
tiéu chuén FIGO, bénh nhan dugc chan doan U nguyén bao
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nudi (GTN) nguy cd thap (FIGO 1 diém) va diéu tri khdi dau
vGi Methotrexate/Folinic Acid (MTX-FA). Sau 1 chu ky diéu tri,
BhCG khong gidm ma tang [én 500 mIU/mL. Bénh nhan dugc
chuyén ddi sang phac dd Actinomycin D (4 chu ky), BhCG
giam con 6 mlIU/mL trudce khi xuat hién tinh trang khang thudc.
Phac do da hda tri EMA-CO tiép tuc dugc chi dinh. Sau 05 chu
ky, BhCG am tinh. Mé&c du dat dugc dap tng huyét thanh hoc
tam thai, BhCG taitang lén murc 71 mlU/mL sau 1 thangva dat
dinh 1500 mIU/mL sau 3 thang ngirng diéu tri.

Dién bién néng dd B-hCG theo thai gian
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Biéu d6 1. Dién bié&n nong dd B-hCG theo thai gian

Sau 16 thang ké tir khi khdi phat triéu chiing, bénh nhan xuat
hién dau vung cung-cut lan xudng chi dudi, kém i loan co
tron (tdo bon, kho tiéu). Néng do aFP trong méau 18.18 ng/mL.
Coéng hudng tir (MRI) cot séng that lung phat hién khéi tdn
thuong dang u dudi mang ciing, ngoai tdy tai ving choép tay
va day tan. MRI so ndo binh thudng. Phau thuat vi phau loai
b6 khéi u dugc thuc hién nham giai ép than kinh va chan doan
md bénh hoc. K&t qua giai phau bénh xac dinh 13 U t& bao
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mam ac tinh hdn hgp, véi thanh phan germinoma chiém uu
thé, két hgp vdi choriocarcinoma va yolk sac tumor (u tdi noan
hoang). Hé6a mé mién dich duong tinh véi CD117, PLAP, OCT4
(phU hgp GCT) va am tinh vdi cdc dau &n than kinh dém. Tam
sodt toan than sau md khong phat hién u nguyén phat khéac.
Bénh nhan dugc diéu tri b6 trg bang hda tri nén Platinum va xa
tri vung tdy, hién tai tinh trang than kinh 6n dinh va BhCG am
tinh, néng dé aFP dudi ngudng binh thudng.

Hinh 1. K&t qua chup céng huéng tir cot séng that lung

3. BAN LUAN
3.1. Thach thirc trong chan doan phan biét ban dau

Viéc bénh nhan dugc chan dodan va diéu tri theo huéng GTN
ban dau la phu hgp vdi thuc hanh 1A&m sang va céc,hué’ng
dan cua FIGO d8i véi phu nit trong dé tudi sinh san. O’ bénh
nhan tré tudi, da cé quan hé tinh duc va biéu hién ra méau
am dao kém tang BhCG, chan doan uu tién ludn la cac bénh
ly ién quan dén thai nghén. Dac biét, viéc bao ton tir cung &
ngudi bénh chua du con cho phép chan doan va diéu tri hda
chat dya trén dién bién huyét thanh hoc (BhCG) ma khéng
bat budc phai cé bang chitng gidi phau bénh, nhat 14 khinao
hat budng tlr cung am tinhe. Y&u t6 gay nhiéu chinh la tién st
quan hé tinh duc; néu bénh nhan chua tirng quan hé, chan
doan GCT ngoai tuyén sinh duc sé dugc dat ra ngay lap turc.
3.2. Dau hiéu canh bao va “Vung mu” hinh anh hoc
Diém mau chét gai y sai sét trong chan doén ban dau a sy
khang thudc nghich ly. Mt tdn thuong GTN nguy co'thap (dua
trén chdn doén hinh 4nh am tinh tai tlr cung va phéi) thudng
dap tng t6t vai Methotrexate hodc Actinomycin D8, Viéc BhCG
dai d&ngva tang lai sau da hda trj (EMA-CO) ma khong tim thay
kh&iutrén céc phuangtién chdn doén hinh anh tiéu chuén (CT
nguc, MRI so ndo, 6 bung, tiéu khung) & ddu hiéu canh bao do
(red flag) v& mot ngudn tiét BhCG ndm ngoai cac vi tri di can
thong thutng®. Dang tiéc, cot song-dac biét [a viing chop tly-
thudng nam ngoai trudng khao sét clia cac quy trinh tm soét
di c&n chuan (scanning blind spot), dan dén viéc khéi u chi
dugc phat hién khi da gay chén ép than kinh nang né.

3.3. Vai tro ctia dau an sinh hoc va di truyén

Cabénh nay nhadn manh sy can thiét cliaviéc ti€p can da chiéu.

Thi nhat, xét nghiém Alpha-fetoprotein (aFP) nén dugc thuc
hién thuing quy ngay tir dau & céc ca nghi ngd GTN khong dién
hinh hoac khang tri. Su’ hién dién clia aFP, mét chi ddu dac
trung clia u tdi noan hoang (yolk sac tumor), sé lap tirc loai trir
chan doan GTN don thuan va dinh huéng t6i GCT hén hop’.

Th hai, xét nghiém phan tich da hinh doan l&p ngan (Short
Tandem Repeat - STR genotyping) trén mé bénh pham-du
chua phé bién tai Viet Nam-dugc xem 13 tiéu chudn vang
trén thé gigi dé phan biét ngudn gdc di truyén clia khai u°.
Choriocarcinoma thai nghén sé mang DNA clia ngudi cha,
trong khi choriocarcinoma khoéng lién quan thai nghén (non-
gestational) s& c6 kiéu gen gidng hét bénh nhan. Néu ky thuat
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STR genotyping dugc ap dung cho bénh nhan nay ngay tai
thoi diém xuat hién tinh trang khang thuéc vdi phac dé MTX-
FA, chung ta da c6 thé xac dinh dugc ban chat isogenic cla
khéi u. Diéu nay sé [ap tuc loai trir chdn dodn thai nghén, dinh
hudng lai tu duy ldm sang sang u té€ bao mam nguyén phat
va khdi dong sdm phac do Platinum (BEP/EP) cuing xa tri, thay
Vi tiép tuc leo thang céc phéac db diéu tri GTN (nhu EMA-CO)
khong hiéu qua. Do do, truong hop nay [a mét minh chiing
séng doéng ung hd khuyén cdo cua Hiép hodi Bénh ly Nguyén
bao nudi Quéc té (ISSTD): Can can nhac chi dinh phan tich di
truy@n sém cho moi trudng hap nghingd GTN c6 biéu hién lam
sang khong dién hinh hodc khang tri, nhdm c4 thé hoa chién
luge diéu tri va cai thién co hdi séng con cho ngudi bénh®.

4. KET LUAN

U t€ bao mam ac tinh nguyén phéttai chdp tay la bénh ly hiém
gap, c6 thé hién dién dudi cac bénh canh lam sang gay nhiéu,
dac biét la cac triéu ching phu khoa cung véi tinh trang tang
tiét BhCG. Trudng hgp nay nhan manh ring BhCG la mét dau
an sinh hoc hitu ich nhung khong dac hiéu tuyét d6i cho bénh
ly nguyén bao nudi. Cac bac si ldm sang can canh giac cao
d6 doi vGi cac truong hap “u nguyén bao nubi” cé nong dé
BhCG thap dai dang hoac khang thudc ma khong phat hién
tén thuong tai tr cung hay phéi. Trong b8i canh dé, viec ma
rong tAm sodt hinh anh hoc toan than (bao gém cot song),
dinh lugng cac marker khac nhu aFP va xét nghiém phan tich
di truyén & can thiét dé chan dodn sdm, cai thién tién luong
s0ng con cling nhu chitc nang than kinh cho ngudi bénh.

5.LO1CAMON

Chung téi xin cdm on cac dong nghiép va cac khoa, phong
da tham gia trong qué trinh chdn doan va diéu tri cho bénh
nhan. Nghién cltu khéng nhén tai trg va khong co6 xung
dot loi ich, da dugc su chép thuan clia bénh nhan déngy
cbng b8 cac théng tin vé ca bénh.
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