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mdi lién quan gitra nhUng hoc sinh dugc hudng
dan nhic nhd tir gido vién chu nhiém va cha me
vGi thuc hanh phong bénh va c6 mai lién quan
gilra ki€n thirc va thuc hanh phong bénh can thi
cta hoc sinh (p<0,05).
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PA POLYP TUYEN CO TiNH CHAT GIA PiNH - BAO CAO CA BENH
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Bach Thuy Dwong!, Thii Doian Ky', Ngé Tat Trung'

TOM TAT

Bénh da polyp tuyén co tinh chat gia dinh la mot
bénh di truyén hiém gap dac trung bdi s6 lugng tir
hang trdm dén hang nghin polyp xudt hién & dai
tréng. Xét nghiém dot bién gen APC la phuang phép
cd vai tro _quan trong trong sang loc va phat hién sém
bénh ly nay Chung t6i bdo cdo mot ca Idam sang bénh
nhan 36 tudi mac da polyp dai truc trang khong triéu
chiing va dugc phat hién thong qua hinh anh noi soi
va xét nghiém di truyén. 7w khda: Pa polyp tuyén co
tinh chat gia dinh, gen APC

SUMMARY

FAMILIAL ADENOMATOUS POLYPOSIS — A

CASE REPORT

Familial adenomatous polyposis (FAP) is a rare
genetic disorder characterized by the presence of
hundreds to thousands of polyps in the colon. Testing
for APC gene mutations plays a crucial role in
screening and early detection of this disease. Here, we
report a case of a 36-year-old individual with
asymptomatic FAP identified through endoscopic
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imaging and genetic testing. Keywords: Familial
adenomatous polyposis, APC gene

I. DAT VAN DE

Bénh da polyp tuyén co6 tinh chat gia dinh
(Familial adenomatous polyposis - FAP) Ia mot
bénh di truyén gen trdi trén nhiém sic thé
thuGng vdi ti 1é mac 1a 1/8000 ngudi. BEnh nhan
mac FAP thuGng c6 > 100 polyp tuyén & dai
trang va truc trang. Trong do, khoang 50% bénh
nhan & tudi vi thanh nién da bat dau xuat hién
cac polyp & dai trang sigma va lén dén 95%
bénh nhan & d6 tudi 35 xuat hién da polyp. Bénh
thu’dng khdng c6 triéu chirng rd rang & giai doan
dau va hon 95% truGng hgp dan dén ung thu
dai truc trang néu khong phat hién va diéu tri
kip thai trudc tudi 40 [1].

Chan doan bénh FAP dudc dua ra bang dau
hiéu > 100 polyp khi ndi soi dai trang [2]. Nhitng
bénh nhan dugc chdn doadn can phai lam xét
nghiém di truyén dé€ xac dinh dot bién cu thé,
sau do6 can tim ki€m dot bi€én nay & nhitng ngudi
than co quan hé huyét thong bac mét. Trong do,
cac dot bién trén gen APC cd tan suat xuat hién
nhiéu_ nhat G bénh nhan FAP [3] Pay la gen nam
& nhiém sic thé 5q21-q22 va cé chirc nang ngan
chén su phat trién khdng kiém soéat clia cac t&
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bao cé thé phat trién cac khdi u. Cac nghién clu
trudc day da chi ra ¢ dén hon 70% bénh nhan
FAP phat trién thanh ung thu khi mang it nhat
mot vi tri dot bi€én & gen APC [4, 5]. Trong bao
cao nay, chung toi trinh bay vé mot trudng hgp
mac FAP da dudc phat hién tai Bénh vién TWQD
108.

Il. BAO CAO CA BENH

Bénh nhén nit, 36 tudi, lam c6ng nhan &
Ninh Binh, khéng c6 dau hiéu bat thudng nao vé
dudng tiéu hoa trudc khi lam cac xét nghiém.
Bénh nhan co tién s gia dinh da c6 me phat
hién FAP vao ndm 60 tudi va bién ching sang K
dai trang ndm 61 tudi; c6 chi la em trai rudt cua
me phat hién FAP ndm 50 tudi va da phau thuét
cat mot phan dai trang.

Hinh anh noi soi dai truc trang cla bénh
nhan cho thay coé rat nhiéu polyp tang san kich
thudc: 0,3 — 1 cm, cd nhiéu polyp da bién doi

Bang 1: Két qua xét nghiém dot bién gen

cau trdc bé mat, cang vao trong long dai truc
trang s lugng polyp cang nhiéu. Banh gid cac
cd quan bd phan khac chua cé gi bat thugng.

b

Hinh 1. Két qua ndi soi dai truc trang

Bénh nhan sau d6 dugc chi dinh lam xét
nghiém giai trinh tu’ gene bang ky thudt giai trinh
tu’ gen thé& hé mdi d€ xac dinh dot bién cu thé. Két
qua chi ra bénh nhdn mac dét bién méat doan &
gen APC:c.3202_3205del (p.Ser1068fs) thé di hop.

Do d&c diém polyp clia bénh nhan rai rac
khdng ndm co cum trong mot vung nén hudng
diéu tri s€ 13 cat tia polyp c6 kich thudc I6n va tai
kham sau moi 3 thang. Ngoai ra, bénh nhan co
mang dot bién gay bénh & trén gen APC nén
nguy cd mac ung thu cao va chi dinh phau thuat
cat dai truc trang du phong la can thiét.

Ill. BAN LUAN

Ung thu dai truc trang la mot trong nhitng
ung thu xuét hién phé bién nhét tai Viét Nam,
vdi ti 1é mac ding thr 4 va ti 1& tir vong ding
thir 5 trong tdng s& cac trudng hop bénh nhan
phat hién mac ung thu (theo Globocan 2022).
Trong do, bénh da polyp tuyén mang tinh chat
gia dinh chiém 1% trong s6 cac trudng hgp mac
ung thu dai truc trang [6]. Bénh thuGng khong
cd bi€u hién 1am sang rd rang nén thudng phat
hién khi bénh da tr@ nén nghiém trong. Phéan
tich yéu t6 nguy ca gia dinh, ndi soi dai trang da
day va lam cac xét nghiém di truyén la cac
phuang phap phat hién s6m FAP. Trong do, xét
nghiém phat hién cac dot bién gen APC cd vai
trd quan trong trong viéc phat hién va danh gia
nguy cd & bénh nhan FAP. Nghién ciru cla
Nielsen va cong su (2007) da chi ra réng 80%
trudng hop c6 hon 1000 polyp tuyén cé mang
cac dot bién gen APC, theo sau do la 56% bénh
nhan cd tir 100 — 999 polyp tuyén, 10% bénh

y —_ P W21 co A Dong hop/
Gen Vi tri Hé qua Kiéu ]lll?h Di truyén Di hop
.| chr5 112838793~ | frameshift | Hoi chung da polyp tuyén co tinh gia dinh . .
4PC | 112838796 variant (Familial Adenomatous Polyposis - FAP) Trdi Dj hop

nhan cé tor 20 — 99 polyp tuyén va 5% bénh
nhan cé tor 10 — 19 polyp tuyén cé mang dot
bién gen nay [7]. Biéu hién Idm sang clia FAP cd
lién quan dén dot bién gen APC dudc tom tat
trong bang 2.

Bang 2: Biéu hién Idm sang cua FAP
lién quan dén dot bién gen APC [2].

F?,faf,?iﬁ:f" AFAP (Attenuated
adenomatous familial adenomatous
polyposis) polyposis)
) >13(3rcutﬁl;?l]gn dail | 10-99u tuyén dai truc
i8u di A trang
'Cﬁi&él:nd:rzrtlggn e Thudng xuat hién & dai
o N _ trang phai
.tﬁggmu?éusﬁ?én()t U Tuoi khdi phat mudn hon
e Nguy cd ung thu' |* Nguy cg ung thu dai trang
dai truc trang 100% thap han (khoang 70%)

Cac biéu hién ngoai dai trang

Polyp da day va ta trang, khoi u desmoid, khoi u
tuyén giap va ndo, u xuong lanh tinh, phi dai
bam sinh bi€éu md séc t6 véng mac, rang thira va

u nang biéu bi...

Trong trudng hgp ca bénh ching t6i bao cdo
da xac dinh dugc gia dinh cd tién s mac da
polyp tuyén (me va chd); hinh anh noi soi da
xuat hién nhiéu polyp (> 100 polyp) rai rac trong
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Iong dai trang; xét nghiém di truyén phat hién
bién thé gdy bénh & gen APC:c.3202_3205del
(p.Ser1068fs) thé di hgp. Pot bién nay ndm trén
exon 15 cua gen APC — exon c6 ti |é dot bién cao
nhat clia gen nay. Pay la dot bién dich khung
lam thay d6i khung doc md, dan dén thay doi
ma hoa cac axit amin va lam mat chific nang cla
protein. Bién thé nay da dugc bdo cdo trudc dé
3 lan theo thong ké cua cd sé dir liéu dot bién
COSMIC (https://cancer.sanger.ac.uk/cosmic) [5,
8, 9]. Trong d6 chi c6 mot bao cdo miéu ta lai ca
bénh nhu sau [9]: bénh nhan FAP 25 tudi da
xuét hién khdi u bung ngay dudi vét mé do thuc
hién cat bo dai trang 15 thang trudc dé. Khdi u
ban dau (khGi u A) ctia bénh nhan c6 dudng kinh
7 cm va dugc chan doan la u desmoid (u tdng
sinh xd tién trién) cua thanh bung. Sau khi cat
bd va diéu tri bang thubc sulindac (300 mg moi
ngay trong 1 nam), khéi u th(r hai xuat hién véi
kich thudc 8 cm, qua phan tich phat hién khdi u
nay co cau tao bao gom mot khoi u 16n (khéi u
B) va mét khdi u nhd (khdi u C) phat trién tur
kh6i u B. Phan tich di truyén gen APC cho thay
mot dot bién t€ bao mam mat nucleotide C &
codon 1460 xudt hién & ca ba khéi u A, B, C; &
khGi u A xuat hién dot bién soma la dot bi€n mat
doan ¢.3202_3205del (p.Ser1068fs); & khoi u B
xudt hién dot bién soma thay d6i codon 1041
(CAA-TAA); & khdi u C khong xuat hién dot bién
soma gen APC nao. Nhu vay, viéc phat hién cac
dot bién gen APC & bénh nhan FAP khong chi cé
vai trd danh gia nguy ca tién trién thanh ung thu
ma con c¢d vai trd xac dinh khéi u tai phat co
ngudn goc ti khéi u ban dau hay khong, tur dé
dua ra liéu trinh diéu tri phu hgp. Hon nira, do
cac dot bién gen APC nam rai rac trén toan bd
gen, vi vay phuang phap giai trinh tu’ gen thé hé
mdi la cdng cu t6i uu dé€ sang loc va phat hién
cac dot bién & bénh nhan FAP.

Ngoai ra, két qua phan tich cho thdy dot
bién & dang t€ bao mam ch’r khéng phai dang
soma (do gia dinh d& c6 me va chd mac FAP).
Nhu vdy, cac con cla bénh nhan sé c6 50%
nguy c¢G mang gen bénh tir me (do me mac dot
bién di hgp). Mat khac, day la dot bién gen trbi
nén du mang gen bénh & dang déng hgp hay di
hop thi d&u mac bénh. Do do, bac si can tu’ van
cho céc con ctia bénh nhan di lam xét nghiém dé
xac dinh c6 mang dot bién di truyén tr me hay
khong nham dua ra phudgng phap theo doi va
diéu tri kip thdi. Trong trudng hgp khéng cd xét
nghiém di truyén, gia dinh can dugc noi soi dinh
ki hang ndm bét dau tir ndm 12 tudi, giam tan
sudt theo d6i moi thap ki ti€p theo. Néu khong
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cb polyp rd rang & tudi 50, tan suat sang loc khi
dd tuong dudng véi sang loc cac bénh nhan cé
nguy cd trung binh. Mot luvu y d6 la bénh nhan
mang dot bién gen APC cd thé gdp nguy ca Vvéi ti
Ié thap han d6i véi cac ung thu khac nhu ung
thu tuyén gidp thé nhi (2% - 3%), ung thu
tuyén tuy loai nhdy nhdn (1%), ung thu gan
(1%) va cac khdéi u ndao (<1%) [2]. Vi vay ngoai
noi soi da day dai trang, bénh nhan cling nén
thuc hién tam soat thém cac loai ung thu khac
khi da phat hién hodac cé nguy co mang gen
bénh.

IV. KET LUAN

Bénh da polyp tuyén cé tinh chat gia dinh la
ton thuang hiém gép, triéu chirng 1dm sang bénh
khong ré rang nén bénh nhan thudng chd quan
va phat hién bénh & giai doan muodn. Noi soi dai
trang, xét nghiém di truyén va cac xét nghiém
sang loc ung thu cé vai tro quan trong trong
chan doan sém bénh, gilp téng hiéu qua diéu tri
va kéo dai thdi gian séng cho bénh nhan.
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KET QUA PIEU TRI HOAI T»* VO KHUAN CHOM XUONG PUI BANG
PHAU THUAT THAY KHO'P HANG TOAN PHAN CHUYEN PONG POI

TOM TAT B

bat van dé: Hoai tr chom xuong dui van dang
la mot thach thirc diéu tri doi véi nhu‘ng bénh nhan
phau” thuat thay khop hang toan phan. Phan I6n
nerng bénh nhan mac bénh nay c6 do tu0| tré, nhu
cau chiic nang van dong, lam viéc cao va c6 nguy cc
trat khdp sau phau thuat thay khdp cao hon so Véi
bénh nhan thodi hda khdp hang. Nhiéu perdng phap
diéu tri da dugc dua ra nhdm giai quyet bién ching
trén, trong do Lrng dung khdp hang toan phan chuyen
dong doi gilp giam ty lé bién chl.rng so VGi khdp
truyen thong, tuy nhién, hlen tai cac nghlen clru vé
khdp hang toan phan chuyen dong do6i 6 bénh nhan
hoai tir chdm xugng dui van con rat it, cung nhu chua
c6 nhigu bang cerng so sanh vé két qua cla loai khdp
chuyen dong doi nay. Muc tiéu nghlen clru: danh
g|a két qua d|eu tri bénh nhan hoai tir chém xuong
dui bang phau thudt thay khdp hang toan phan
chuyen dong doi tai Benh vién Pa khoa Trung ugng
Can Thd va Bénh vién Trudng Pai hoc Y Dugc Can
Thas. POi tugng va phuong ph;’lp nghién clru:
Phu‘dng phap nghién cfu mo6 ta cat ngang ti€én ciu
trén 43 trugng hgp hoai tr chom xuong dui dugc diéu
tri bang phau thuat thay khép hang toan phan chuyen
déng doi tir 3/2023 dén thang 5/2024. K&t qua
nghuen ciru: Bd tudi trung binh 13 52,60 + 12,56
tudi, ti 1& nit/nam 13 7,6:1. Hoai tur chom xuang dui
giai doan 1V theo Flcat va Arlet dua trén hinh anh X-
quang chiém ty I€ cao nhat vdi 81,40%, két qua phuc
hoi chic néng khop hang theo chi s6 Harris hip score
sau 6 thang dat t6t va rat tot 95,83%. Két luan:
Phau thuat thay khdp hang toan phan chuyén dong
doi 1a phuang phép diu tri hoai t&r chdm xucng dui
hiéu qua vdi ty Ié thanh c6ng 95,83%, mang két qua
phuc hdi chlc nang t6t, ty 1€ bién ching va trat khép
thap. 7w khda: hoai tir chdm xuong dui, thay khdp
héng toan phan chuyén dong doi.

SUMMARY

OUTCOMES OF TOTAL HIP ARTHROPLASTY
USING DUAL MOBILITY CUP IN PATIENTS

WITH OSTEONECROSIS OF THE FEMORAL HEAD

Background: Osteonecrosis of the femoral head
presents significant challenges in the realm of total hip
arthroplasty, which affects a younger demographic,
characterized by high activity levels and functional
demands. These patients, unlike those suffering from
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osteoarthritis, face a heightened risk of post-surgical
complications such as hip dislocation. In pursuit of
enhanced surgical outcomes, the utilization of dual
mobility cups has emerged as a noteworthy
advancement in the field. Studies have indicated that
the adoption of dual mobility cups demonstrates a
notable reduction in complication rates when
contrasted with  traditional conservative cup
approaches Despite these encouraging findings, there
exists a notable dearth of comprehensive literature
regarding the specific impact and efficacy of dual
mobility cups in patients specifically grappling with
osteonecrosis of the femoral head post-arthroplasty.
This scarcity of evidence underscores the imperative
for further research endeavors and clinical
investigations aimed at elucidating the viability and
advantages of dual mobility cups within the context of
osteonecrosis of the femoral head in total hip
arthroplasty patients. Objective: evaluate the
functional status of a consecutive series of patients
suffering from advanced osteonecrosis of the femoral
head who underwent total hip arthroplasty with dual
mobility cup at Can Tho Central General Hospital and
Can Tho University of Medicine and Pharmacy
Hospital. Materials and methods: A cross-sectional
descriptive study was carried out from March 2023 to
May 2024 on 43 cases who has osteonecrosis of the
femoral head fracture treated by total hip arthroplasty
surgery with dual mobility cup. Results: The mean
age of patients was 52.60 = 12.56 years old,
female/male ratio is 7.6:1. Staging according to Ficat
and Arlet on X-rays, most cases in the study were at
1V, with of 80.40%. The good and excellent outcome
of Harris hip score was 95.83% after 6 months.
Conclusion: total hip arthroplasty with a dual
mobility cup is an effective method for osteonecrosis
of the femoral head with a success rate of 95.83%. It
has a good functional outcome and a low rate of
complications and dislocation.

Keywords: osteonecrosis of the femoral head,
total hip arthroplasty, dual mobility cup.

I. DAT VAN DE

Hoai t&r chom xudgng dui la mét qué trinh
xuong bi hoai tr khong do nhiém tring, can
bénh nay cé thé gdy pha huy cdu tric xuong do
thi€u mau nudi trén chdém xuong dui. Hoai t&
chdm xuong dui chiém vi tri hang dau, thudng
gdp nhiéu nhat & chitng hoai tir v khudn xuang.
Bénh thudng tu phat & dé tudi tir 20-50 va gdp
nhiéu & nam giGi (ti 1€ 8/1), thudng bi ca hai bén
(chiém ti Ié 50% dén 80% tuy theo moi tac gia)
[1], [4]. B

Thay khdp hang la mét phau thuat chuyén
sau nham loai bd nhitng cu tric ctia khdp bi ton
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