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TOM TAT

Ddt vdn deé: Da polyp dai trang & tré em la mét vdn dé Iédm sang ddng quan tém do kha
ndng phdt trién thanh ung thu dai trang néu khéng duoc phat hién va diéu tri kip thoi. Tai mién
Trung Viét Nam, déc diém lam sang, ni soi va di truyén hoc cta da polyp dai trang & tré em vén
con chua duoc nghién cuu.

Muc tiéu nghién citu: Nghién ciiu xdc dinh cdc déc diém dich té hoc, Idm sang, ndi soi va di
truyén hoc cua da polyp dai trang & tré em trong khu vuc mién Trung.

Phuong phdp nghién citu: M6 ta hang loat ca dugc chdn dodn qua ndi soi ¢é da polyp dai
trang tai bénh vién San Nhi Da Ndng. Nghién ciu bao gom viéc thu thdp di liéu théng qua cdc
phiéu thu thdp sé liéu dugc soan san, tiép theo la phdn tich théng ké bdng phdn mém Epidata
va Stata 14.

Két qua: Chiing t6i ghi nhdn c6 7 ca da polyp dai trang dugc xdc dinh qua ndi soi. Tu6i trung
binh 7,14 tudi. Ty Ié nam (43%) va nir (57%) tuong duong nhau, dén téc thiéu sé chiém da sé
(71%). Mét ca da polyp tuyén cé tién cdn gia dinh bi ung thu dai trang. Ly do nhdp vién chinh la
tiéu mdu dé (86%), khéng cé ca nao mdt mdu ndng dén muac phdi truyén mdu. Khéng ghi nhdn
ca ndo bj l6ng rudt. Néi soi dai trang ghi nhdn polyp xudt hién & cdc vi tri khdc nhau trong dai
trang, chiém nhiéu nhdt ving truc trang, da sé polyp c6 cuéng. Mé hoc giai phau bénh cdc ca
chiém da sé la polyp tudi tré 83%, chi ghi nhdn 1 ca polyp tuyén, khéng c6 ddu hiéu chuyén san,
khéng c6 ca héi ching Peutz Jegher. Phan tich gen di truyén ghi nhdn c6 1 ca dét bién gen APC
pht hop polyp tuyén gia dinh, 1 ca c6 dét bién gen APOB va 1 ca c6 dét bién HSP1 khéng lién
tinh trang da polyp dai trang.

Két luén: Nghién ctu da mé ta ddc diém dich té hoc, lam sang, néi soi va gen cta cdc trudng
hop da polyp dai trang & tré em tai khu vuc mién Trung, chiém da sé la da polyp tudi tré va 1 ca
da polyp tuyén gia dinh c6 kem dét bién gen, vi tri polyp hdu hét tdp trung & vung truc trang.
Dé xudt nghién ctu cho tuong lai la c6 thém cdc nghién cuu I6n hon vé mét quy mé mau va da
dang hon vé mat dia ly dé xdc dinh ré rang hon cdc yéu té nguy co va co ché phdt trién cta da
polyp dai trang & tré em.

Tur khéa: Da polyp dai trang tré em, da polyp tudi tré, da polyp tuyén gia dinh, hdi ching
Peutz Jeghers, néi soi dai trang, dét bién gen
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Background: Colonic polyposis in children represents a significant clinical concern
due to its potential to develop into colorectal cancer if not detected and treated timely.
This study aims to shed light on the epidemiological, clinical, endoscopic, and genetic
characteristics of colonic polyposis in children within the Central region of Vietnam, an area
less explored in current literature.

Methods: This descriptive study analyzed a series of cases diagnosed with colonic
polyposis through endoscopy at the Danang Maternity and Pediatric Hospital from April
2023 to April 2024. Data were collected using standardized data collection forms and
analyzed using Epidata and Stata 14 software.

Results: The study identified 7 cases of multiple colonic polyps, with an equal gender
distribution and a mean age of 7-14 years. The majority (71%) of the cases belonged
to ethnic minorities. The primary reason for hospital admission was red blood stool
(86%), with none requiring blood transfusion. Endoscopic findings revealed that the
polyps were predominantly located in the rectal region and were mostly pedunculated.
Histopathologically, juvenile polyps were the most common type (83%). Genetic analysis
identified mutations in the APC gene related to familial adenomatous polyposis in one
case, highlighting the genetic diversity within this condition. One case of an APOB gene
mutation, and one case of an HSP1 gene mutation not associated with colonic polyposis

Conclusion: This study provides a detailed description of the epidemiological, clinical,
endoscopic, and genetic features of colonic polyposis in children in Central Vietnam,
predominantly identifying juvenile polyps and one case of familial adenomatous polyposis
with associated gene mutations. The findings underscore the necessity for early screening
and intervention strategies, as well as further research to elucidate the risk factors and
mechanisms of development of colonic polyps in children from diverse geographical regions.

Keywords: Colonic polyposis, juvenile polyposis, familial adenomatous polyposis (FAP),
Peutz Jeghers syndrome (PJS), endoscopic findings, genetic mutations

I. DAT VAN BE

Pa polyp dai trang & tré em, mac du khong
phé bién nhu & ngudi I6n, nhung la mét van dé
lam sang dang quan tam do kha nang phét trién
thanh ung thu dai trang néu khéng dugc phat
hién va diéu tri kip thoi. Viéc danh gia toan dién
luon can thiét trong hau hét cac trudng hop da
polyp, véi nguy co ung thu tron dai hon 50% va
trong mot s6 trudng hap c6 thé 1én dén 100% [1]
vai trd clia viéc giam sat déi véi bénh nhan nay dé
phat hién ung thu sém trong d6 tudi thanh thiéu
nién va trudng thanh la rat quan trong [2].Trong

béi canh da dang vé dia ly va dan toc tai mién
Trung Viét Nam, cdc m6 hinh biéu hién, tién trién
va su phan bo gen cta da polyp dai trang & tré
em van con it dugc nghién ctru. Nghién ctru nay
nham xac dinh dac diém dich té hoc, lam sang va
gen lién quan dén céc tinh trang nay trong mét
khu vuc dac trung béi su khac biét vé tinh hinh
kinh té - xa héiva han ché vé tiép can dich vu y té
Muc tiéu nghién ciu:

Xac dinh dac diém dich té, [am sang dén noi
soi, giai phau bénh va sinh hoc phan tir cla cac
trudng hop da polyp dai trang
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I1.DOI TUGNG VA PHUONG PHAP
2.1. Déi tuong nghién ciru
Tiéu chi chon bénh: Tré em dugc ndi soi dai
trang tai bénh vién San nhi Da Nang va phat
hién da polyp dai trang trong thoi gian tU thang
04/2023 dén thang 04/2024
2.2, Phuong phdp nghién ciru
Thiét ké nghién ctru: M6 ta hang loat ca
C6mau: Lay tron
Phuong phdp thu thdp s6 liéu: theo phiéu thu
thap s6 liéu dugc soan san
Phuong phdp xtt ly s6 liéu:
- S6 liéu dugc nhap bang phan mém Epidata
va dugc xtt ly bang phan mém thong ké Stata 14.
- Bién dinh tinh: trinh bay dudi dang ty lé
phan tram, tan sé.
Il KET QUA
3.1. Ddc diém dich té, nhdn khdu hoc
Chung t6i ghi nhan 7 ca da polyp dai trang dugc
xac dinh qua ndi soi. Tudi trung binh clia cac ca la

7.14 tudi, ngudng tudi dao dong ti 3 dén 9.7 tudi.
Phan bé gidi tinh can doi véi 43% la nam va 57%
la ntt. Dia chi cu trd clia cac bénh nhan chi yéu tai
Quang Nam (72%), Da Nang (14%) va Quang Ngai
(14%). Chang téi ghi nhan 1 ca c6 tién can gia dinh
bat thudng (14%) la ba va ba néi bi ung thu dai
trang. Vé thanh phan dan téc c6 71% s6 ca thudc
dan toc thiéu s6 va 29% con lai dan téc Kinh.
3.2. Ddc diém lédm sang

Chung t6i ghi nhan ly do nhap vién chinh la
tiéu mau do, chiém 86% ca, chi cé 1 trudng hop
nhap vién do dau bung (14%). Thai gian tiéu mau
trung binh la 23.3 thang. Khong cé truong haop
nao bi tiéu mau nang dén muc phai truyén mau.
Kiéu tiéu mau dugc ghi nhan bao gém: mau nho
giot (14%), mau dinh lan trong phan (14%) va phoi
hop ca hai (57%). Dau qudn bung dugc ghinhan &
29% s6 ca, trong khi khéng cé ca nao bi tédo bon,
tiéu chay, phu, polyp sa ra hau mén, d6m tang sac
t6 da niém hay l6ng ruét. Cé 1 ca ghi nhan bi sut
can (14%) va 3 ca bi biéng an (43%).

Bang 1. Dac diém noi soi dai trang (N=7)

Ma bénh nhan

Diic diém A B C D E F G
Téng s6 polyp 2 5 Rat 8 3 5 9
nhiéu
Truc trang 4 3 2 4 6
Dai trang trai 4 1
bai trang phai + manh trang 2 1 1 1 3
Toan bo dai trang Rat
nhiéu
Hinh dang polyp o (@) Khéong  Cé cudng o Cocuéng  Cécudng
cubng cuéng cubng +khéng cubng +khong  +khéng
cuéng cudng cuéng
DBudng kinh polyp 16n nhat (mm) 20 15 10 20 20 20 20
Khodang cach ria hau mén dén polyp (cm) 7 5-7 3 5-7 6-7 3-5 5-7
Sang thuong kem theo khong khong Khong khéng Khong khéng khong

Vé dac diém mo hoc gidi phau bénh, c6 6 mau dugc géi gidi phau bénh, va 1 mau (A) khéng géi do
that lac mau luc néi soi. Trong 6 ca, ¢ 5 ca két qua mé hoc la polyp tudi tré (Juvenile polyp), va 1 ca cé két
qua la polyp tuyén. Chiing téi khdng ghi nhan trudng hgp nao la polyp Peutz - Jeghers va polyp viém.

Vé dac diém doét bién gen, 6 3 ca c6 dét bién gen (ca B, C, E). Trong dé6 ca B c6 dét bién APOB. Ca

C c6 dét bién gen APC. Ca E c6 dot bién HSP1.
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IV. BAN LUAN
4.1. Ddc diém dich té

Chung t6i ghi nhan do tudi cta céac ca dao
déng tur 3 dén 9.7 tudi, trung binh 7,14 tudi, cho
thay da polyp dai trang c6 thé xuat hién sém &
tré em. Phan bé gidi tinh tuong dong & ca nam
(43%) va ni (57%), tuong tu nghién cdu cla
Cohen nam 2014 va Andrade nam 2015 [3],[4].
Cac ca dén tu cac dia diém khac nhau mién
Trung, chi yéu khu vyc néng thon va ving cao.
C6 5 ca thudc dan toc thiéu s6 (71%), cho thay
yéu t6 ti€p can dich vu y té, diéu kién séng va
moi trudng cé thé lién quan dén su phat trién
cla bénh.

Chding téi ghi nhan chicé 1 ca co tién can gia
dinh bao gobm ba va ba néi bi ung thu dai trang,
cho thay c6 thé c6 yéu t6 di truyén lién quan
trong da polyp dai trang.

4.2. Ddc diém lam sang

Chung t6i ghi nhan ly do nhap vién chinh la
tiéu mau dé (86%), dau hiéu quan trong dé chi
dinh noi soi dai trang dé xac dinh ngudn géc
chdy mau va muc dé nghiém trong cta tinh
trang bénh, so vGi 42% trong nghién clu cla
Cohen [3]. Chi c6 mét ca nhap vién vi dau bung
ma khéng cé tiéu mau, c6 thé lién quan polyp
tac nghén, viém.

Thai gian tiéu mau trung binh 23,3 thang, c6
bénh nhan kéo dai dén 48 thang. Do da s6 cac ca
6 tan suat tiéu mau khong thudng xuyén nén
cht quan khéng di kham sém, cho thdy cac ca
da polyp dai trang thudng cé qua trinh tiéu mau
kéo dai rat lau trudc khi dugc ndi soi chan doan.
Kiéu tiéu mau dinh 1an trong phan, phan 1an chat
nhay chiém da s6 cac ca. Tat ca cac ca déu khoéng
can phai truyén mau, cho thdy muc dé khong
cap tinh hodc de doa tinh mang trong thoi diém
hién tai.

Chung t6i ghi nhan ¢é 1 ca sut can va 3 ca
biéng &n, cho thdy c6 thé lién quan yéu t6 dinh
dudng véi da polyp dai trang. Khéng cé ca nao
tdo bon, phu, polyp sa hadu mén, 16ng rudt, dém
tdng sac t6 ¢ da.

4.3. Ddic diém néi soi

S6 lugng polyp thay déi rat 16n gilia cac ca,
tu chi c6 2 polyp dén rat nhiéu trong dai trang
dén muc khéng thé dém hét dugc. Polyp xuéat
hién & cac vi tri khac nhau trong dai trang, chiém
nhiéu nhat vung truc trang dén dai trang trai, dai
trang phai, va manh trang, phan anh su phan bé
khéng dong déu cua polyp trong dai trang.

Cac ca polyp c6 ca dang cé cudng va khong
cudng. Polyp c6 cudng dé xtt ly hon trong ndi soi
vi dé dang dugc xac dinh va cat bo. 1 s6 bénh
nhan cé ca hai loai hinh dang polyp, cho thay su
tién trién hodc da dang vé mat bénh ly.

Budng kinh polyp 16n nhat déng nhat & muic
20 mm cho phan 1én cac bénh nhan, cho thay su
nghiém trong cla tinh trang polyp c6 thé gay ra
cac bién chiing nhu chdy mau hoac tac nghén.
Chung t6i ghi nhan khéng cé sang thuong kem
theo dugc ghi nhan trong bat ky ca nao, cho
thdy cac polyp nay khéng lién quan dén cac ton
thuang nghiém trong khac tai thai diém ndi soi.
Nhimng két qua cho thay ndi soi dai trang rat
quan trong trong viéc danh gia va giam sat da
polyp dai trang dé c6 can thiép kip thai.

4.4. Ddc diém mé hoc gidi phdu bénh

Polyp tudi tré ghi nhan & 5 ca (trong 6 ca c6
thu thap dugc mau) trong nghién ctu ching
t6i (83%), chi 1ca cd polyp tuyén (16%), so véi
nghién clu cla tac gia Cohen thi polyp tuyén
chiém da s6 66%, con polyp tudi tré chi 18%
trong téng sé 50 ca, c6 thé do s6 lugng ca trong
nghién ctu chdng t6i con thap nén ty 1é phan
loai polyp sé khac nhau [3].

Chuing t6i khéng c6 ghi nhan vé polyp Peutz-
Jeghers, moét loai polyp cé lién quan dén hoi
chiing di truyén. Cac loai polyp khac nhu polyp
viém va cac dang polyp hén hgp khac cing
khéng dugc tim thay trong cac ca nay, cho thay
tinh chat dac thu cia mau nghién ctru hién tai.
Khéng co ca nao dugc ghi nhan loan séan, c6 thé
polyp chua dién tién & giai doan tré em. Co 1 ca
khong 13y dugc mau mo dé lam gidi phdu bénh
do that lac mau trong qua trinh néi soi, cling
lam han ché trong phan tich mau chung. Vai trd
theo déi va danh gia lién tuc qua ndi soi dai trang
cting nhuldy mau mé hoc la can thiét dé xac dinh
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chinh xac tinh chat va miic dé nguy hiém cudia cac
polyp, tlr d6 dua ra huéng diéu tri phu hgp
4.5. Ddic diém dét bién gen

Chuing t6i ghi nhan 1 trudng hop cé dot bién
trong gen APC, dang di truyén troi trén nhiém
sac thé thudng. Dot bién nay la loai dot bién léch
khung di hgp t&r dugc phan loai gay bénh, cu thé
I3 mat 5 nucleotide (c.3927_3931del), dan dén
thay d6i cau trdc protein (p.Glu1309AspfsTer4)
gay ra hau qua nghiém trong do tao ra mét dang
protein bat thuong. Dot bién nay co lién quan
dén da polyp tuyén co yéu t6 gia dinh (Familial
Adenomatous Polyposis FAP). Gen APC nam &
nhiém sdc thé sé 5, lién quan dén su diéu hoa
tang trudng té€ bao va khi bi dét bién, c6 thé dan
dén sy hinh thanh hang tram polyp trong dai
trang tu d6 tudi rat nhd va phat trién ung thu,
dac biét la ung thu dai trang. Quan ly lam sang
bao gbém viéc gidm sat chat ché sy phat trién
cla polyp dai trang va kha nang ung thu héa,
cling nhu tu van di truyén dé danh gia nguy co
di truyén trong gia dinh.

Chung t6i ghi nhan c6 1 ca bi dot bién gen
HPS1. Dot bién nay la dang di hop t ldn tai
vi tri chr10: 98427229-98427230 véi thay ddi
nucleotit NM_000195.5: ¢.972dup dan dén thay
déi protein NP_000186.2: p.Met325HisfsTer128,
mot dot bién léch khung dugc phan loai la gay
bénh hoac cé kha nang gay bénh. Bét bién nay
lién quan dén Hermansky-Pudlak Syndrome, mot
roi loan di truyén hiém gap gay ra béi su khéng
binh thudng clia cac hat luu trit trong té€ bao, dan
dén céc triéu chiing nhu xuat huyét bat thudng,
van dé vé da va mét, va réi loan chiic nang phéi.
Phat hién dot bién gen HPS1 mac du khéng lién
quanh tinh trang da polyp nhung cé y nghia lam
sang trong quan ly bénh lau dai bao gém ca su
theo doi cac triéu chung lién quan va cac bién
phép ho trg khac.

C6é 1 ca ghi nhan dét bién trong gen
APOB. Gen APOB lién quan dén chuyén héa
lipoprotein va it lién quan dén bénh da polyp
dai trang. Bénh nhan dugc xac dinh c6 dot
bién gen APOB, mét bién thé di hop tu 1an tai
vi tri chr2:21007749-21007753 véGi dét bién
NM_000384.3:c.9115_9119del dan dén thay
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déi protein  NP_000375.3:p.Phe3039SerfsTers.
Dot bién nay la loai dot bién léch khung, phan
loai la gay bénh. Dot bién nay co6 thé lién quan
dén familial hypercholesterolemia, gay tang
cholesterol LDL trong mdu, lam tang nguy co
mac bénh tim mach, can dugc theo déi bai bac
si chuyén khoa tim mach. Bénh nhan can dugc
giam sat cholesterol mau thuong xuyén va diéu
chinh 16i s6ng. Tu van di truyén vé nguy co suc
khoe cho cac thanh vién trong gia dinh, uu tién
Nngudi co tién st bénh ly tim mach

V. KET LUAN

Nghién ciu mé ta dac diém dich té hoc, Iam
sang, ndi soi va gen clia cac trudng hgp da polyp
dai trang & tré em tai khu vuc mién Trung. Bénh
tuy hiém gdp nhung quan trong, véi nguy co
tiém 4n cao phat trién thanh ung thu dai trang
néu khong dugc phat hién va diéu tri kip thoi
ngan ngua su tién trién cla bénh, dac biét la ca
da polyp tuyén cé tién can gia dinh bi ung thu
dai trang.

Dé xuat nghién ctu cho tuong lai: can cé
thém cac nghién ctu I6n hon vé mat quy mé
mau va da dang hon vé mat dia ly dé xac dinh
r6 rang hon cac yéu té nguy co va cd ché phat
trién cha da polyp dai trang & tré em. Diéu nay
sé giup phat trién cac chién lugc can thiép sém
hiéu qua hon, ciing nhu nang cao nhan thuc cta
cdng déng vé tam quan trong clia viéc kham suic
khoe dinh ky cho tré em

Tac déng thuc tién va khuyén nghi chinh
sach: dua trén co s& két qua nghién ctu, can cé
su dau tu hon nira vao hé théng y té tai cac khu
vyc néng thon va ving cao, noi ma dich vu y té
van con han ché.
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