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TOM TAT.

Hoi chu’nq Cutis laxa Ia mot nhdm cac r6i loan
trona qua trinh tonq hap mo lién két, dac trung bai hé
thong da léng léo va ton thu‘dng ph0| hdp da cd quan.
Pay la h0| ching hi€ém gdp, nauvén nhan do di truyén
hodc mac pha| Biéu hién d&c trung cua Cutis laxa la
da I80 hdéa sdm, nh&n, chay sé. Mét s6 tén thuona
kém theo nhu: thoat vi hoanh, thoat vi ben, thoat VI
thanh bunq tdm phé& man, suy tim. Chunq t6i bao cado
ca Iam sanq bénh nhan nam 7 tudi,chan dodn thodat
vi r6n, &n tinh hoantai phat cd hoi chiing Cutis laxa
bam sinh va diém lai v vin thé qidi.

Tur khoa: Cutis laxa, Elastolysis, bénh nhdo da

SUMMARY
RECURRENT UMBILICAL HERNIA IN
CHILDREN WITH CONGENITAL CUTIS

LAXA SYNDROME

Cutis laxa syndromes comprise a group of
connective tissue disorders characterized by redundant
skin with loss of elasticity and variable systemic
manifestations. This is a rare syndrome caused by
genetics or acquired. Typical symptoms of Cutis laxa
are premature aging, wrinkled, and saaaing skin.
Some associated lesions include: diaphragmatic
hernia, inquinal hernia, umbilical hernia, chronic cor
pulmonale, heart failure, etc. We report a 7-vears-old
boy diagnosed recurrent umbilical hernia and
undescended testis with congenital Cutis laxa
syndrome. Keywords: Cutis laxa, Elastolysis,
Generalized Elastolysis, Chalazoderma,
Dermatochalasia, Dermatolysis, Deratomegaly,
Generalized Elastorrhexis and Pachydermatocele.

I. TONG QUAN
Cutis laxa (CL)la h6i chirfng gom mot loat cac
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r6i loan mo lién két hiém gap dac trung bdi da
nhdo, khong dan hdi va ldo héa sém. Cac dang
di truyén cta CLlién quan dén cac doét bién gen
va biéu hién 1am sang da dang. Bi€u hién c6 thé
toan than hodc khu tri. CL bam sinh ¢ ti 1é mac
1-2/400000 tré sinh sdng, bénh c6 thé biéu hién
kiéu gen trdi trén nhiém sic thé (NST) thudng,
gen lan trén NST thudng va gen lan lién két vai
NST gidi tinh X. Cac dang mac phai cla CL
thuong co lién quan dén tinh trang viém trudc
do véi khdi phat chdm va biéu hién mudn hon?.

Triéu ching ldm sang chinh cta CL la da
nhao, nhan nheo, dac biét vi tri quanh mat, than,
canh tay va chan, chiing xuéng thanh nép va gay
vé ngoai gia nua. Ngoai ra, co thé xuat hién tinh
trang giam truong luc cd, léng léo khdp, thdp
rong va di tat vé mat. Cac biéu hién toan than d3
dugc bdo cdo bao gbm phinh mach, khi phé
thiing, hep ddng mach phdi, thoét vi hoanh, thoat
vi thanh bung, thoat vi ben, tui thira 6 duGng tiéu
hoa va dutng tiét niéu sinh duc?*.

Cac sdi lién két ciia da cd 3 loai: sdi collagen,
sgi vong (reticulin) va sgi dan hoi (elastin). Hau hét
cac gia thuyét vé CL déu dua trén cg ché suy giam
sdi elastinS.Nhdo da thé hién bdi su’ thodi hda cua
sgi elastin gay chay xé. Hé théng sgi dan hoi G cac
cd quan noi tang nhu hé hap, tim mach cling bi
anh hudng gay nén cac triéu chu’ng tai cho tudng
Ung. Tiéu ban nudi cdynguyén bao sdi trén da
ngudi bénh cho thay cac sgi elastin thua thét, phan
manh hodc cd su gia tang pha hdy so véi da nguoi
thuGng. Cac nghién cltu cho rang té bao viém, cac
chdt trung gian héa hoc cla qua trinh viém va
elastase cling ¢ thé Iam hu hai va phan huy cac
sdi elastin®.

Il. CA BENH

Tré nam 7 tudi, con lan 1, dé thudng 38
tuan, can nang ldc sinh 2500 gram, b6 me khong
can huyét, gia dinh khong phat hién thay bénh ly
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di truyén hay tién sur ti€p xdc vdi doc chat. Sau
sinh tré c6 ki€u hinh bat thudng:ldo héa sém véi
da mat nhao chayxé, tao nhiéu nép gap dac biét
vung mat, cd, nguc, bung, gdi, tai cup; ton
taikhGi omphalocele c6 mang boc kich thudc
5x3x4cm, tinh hoan 2 bén chua xudng biu. Siéu
am tim va siéu am thép chua phat hién bat
thu‘dng Tré dugc diéu tri bao ton khéi thoat vi
rén tai thSi diém so sinh va hen lich phiu thuat
tao hinh thanh bung theo chuong trinh.

Tré dugc phau thuat tao hinh thanh bung lic
16 thang tudi. Sau mé 6 thang, tré xuét hién lai
khoi vung ron, kich thuc 2x3cm, tinh hoan_2
bén & dng ben sat 16 ben ndng. Tré dudc phau
thuat [an 2 phuc hoi thanh bung va ha tinh hoan
2 bén xubng biu tai bénh vién tuyén cd sd. Sau
phau thuat 3 thang, tré xuat hién khoi phong
vlng ron, tang dan kich thudc, khong dau, an
udng binh thudng, tinh hoan 2 bén khong con sG
thay & biu.

Lan th( ba, tré nhap vién tai Bénh vién Nhi
Trung udng:can nang 26kg, BMI 15.2, da toan
than nhiéu nép gap va chay xé khi ding, tap
trung chi yéu & mat, bung, lung, gobi, khong
thay bién dang xucong ham, van dong cd luc bén
(P) 4/5, bén (T) 5/5, phat trién tri tué va van
ddng phu hgp vdi Ira tudi. Khdi thoét vi thanh
bung qua seo md cii tai rén, dudng kinh 3x3cm.
T|nh hoan trai 5x10x7mm, bén phai 7x8x6mm
n&m trong 6ng ben sat 16 ben ndng.

Xét nghiém di truyén xac dinh bo NST 46 XY,
phat hién dot bién gen ATP6VOA2 thé déng hdp
tr di truyén 13n trén nhiém séc thé thu’dng

Sinh thiét da: gidam s6 lugng va mat do sgi
dan hoi elastin.

Siéu am: thoat vi r6n kich thudc 2x3cm ndi
dung la mac néi I6n, tinh hoan 2 bén trong 6ng
ben sat |6 ben nong.

Tré dugc phau thudt [An 3. Tén thuong
trong mé 1a khdi thodt vi rén dudng kinh
20x20mm, ndi dung thoat vi la mac ndi I6n, qua

phic mac, can cd, ndm dudi da thanh bung. Tién
hanh duamac néitré lai & bung, khiu tao hinh
thanh bung véi chi Vicryl 2.0 mdii rGi. Ha tinh hoan
2 béntur vi tri 1/3 du6i 6ng ben xuéng biu.

Sau phau thuat ngay 30, thanh bung khong
thay khdi sa 16i, vét md virng, tinh hoan 2 bén s&
thdy & biu. Siéu am tinh hoan 2 bén & trong biu,
kich thudc bén trai 6x10x7mm, bén phai
5x7x8mm, & bung khdng thay bat thudng, khdng
thay thoat vi thanh bung tai phat.

€

Hinh 1: Dac diém tén thuong da trong hoi
chirng Cutis laxa

I1l. BAN LUAN

CL la héi chirng bao gom mot nhém cac roi
loan hiém gdp va khong dong nhét.NhCrng
thuong ton cd ban trén da la nhdo, x&, nhiéu
nép gap, tao nén nét gla trudce tudi. Da glam dan
hoi khi kéo cing, dé& thuong ton, dé xay
xat...Nhirng ving da hay bi anh hudng la da mat
(nhat la quanh mat), vung ¢, vai va dui, bung,
quanh rén. Khi tinh trang nay xuat hién & tré so
sinh, c6 thé kém tinh trang cham phat trién
trong tir cung, cham dong thdp va léng léo day
chang Ngoai ra, tén thuong bi€u hién da dang
cac bo phan khac nhau. O dudng tiéu hda biéu
hién véi tli thira dai trang hodc rudt non, thoat
vi hoanh, thoat vi thanh bung, sa truc tréng. Vi
mat nhiéu sgi chun trong mé nang dd, bénh
nhan thudng bi gidn phé quan, khi phé thiing,
tam phé man...134

Bang 1. Cic thé di truyén cua Cutis laxa va cdc tén thuong phdi hop thudng gap®*

Di truyén Loai dot bién Lam sang
Di truyén troi trén Gen elastine - Da 3o hoa (c6 nép nhdn va chay xé xudng)
NST thuGng - Khi phé thﬁng, viém phoi, thodt vi, tui thira

Di truyén lan trén
NST thuGng

Loai 1: gen FBLNS5,

FBLN4

- Da xé xuong, khong dan hoi
- Cham phat trién, thdp ddng mudn, dau nhd
- Bién chu‘ng nghlem trong V& tim phdi

Loai 2: gen PYCR],

ATP6VOA2

- Da xé xuong, |30 hda s6m
- Cham phat trién tam than - van dong
- Khudén mét tam gidc, thi€u san ham, lodng xucng

Loai 3: gen
ALDH18A1, P5CS

- Da chay xé xudng

- Bat thudng phat trlen vé hé than kinh trung udng

- Phét trién co xuong bét thudng
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- Ton thugng & mat

Di truyén lién két

NST X Gen ATP7A

- Da ru xudng, mat mong, mii khodm, tran cao
- Hap thu kém, r6i loan tiéu hda, tui thira dudng tiét niéu
- Bat thugdng phat trién xuong so - sirng cham

Trong hé co xudng khdp, do bat terdng mo
lién két, cac day chang trd nén long léo dé gay
ra trat khdp, loang xuang... Hé tiét niéu sinh duc
¢ thé biéu hién thodt vi ben, &n tinh hoan, tui
thira dudng ti€t niéul34... Chinh mic d6 nghiém
trong cla cac rbi loan noi tang lién quan quyét
dinh dén tién lugng cho bénh nhan trong tat ca
cac thé bénh CL.

CL dang méc phai thudng khdi phat mudn,
43% cac trudng hdp xuat hién sau cac dot viéem
tién trién, 27% trudng hop cd lién quan dén cac
ton thuaong tién ung thu, 10% lién quan dén tién
st st dung mat s6 loai thuGc va cac bénh nhiem
trung®. CL di truyén troi trén NST thuGng dudc
phat hién sdm vdi it bién chling va tudi tho trung
binh binh thuGng. CL di truyén lan trén NST
thudng thudng cd biéu hién toan thadn nghiém
trong, cd thé gay tr vong. Thé di truyén I13n lién
k&t v6i NST gidi tinh X thudng cb ki€u hinh ddc
biét*>>(Bang 1).

Ché&n doén CL dua vao bi€u hién 1am sang
va két qua gidi phau bénh: Giam hodc khdng cd
céc sgi elastine trong bi€u bi. Phuong phép di
truyén phan tr c6 thé chan doan chinh xac thé
bénh cua CL.

Hién naychua co phugng phap diéu tri triét
dé hay ngdn nglra hoan toan tién trién bénh.
Thudc Dapsone cé thé dudc s dung thdi gian
ngan dé kiém soat tinh trang viém & nhiing
ngudi bi bénh da chung nhao. Nhitng nghién ciu
gan day cho rang s dung corticoid dudng ubng
hodc tiém tinh mach ¢6 tac dung ngan chan tién
trién bénh va cai thién triéu chirng da, d3c biét &
nhifng bénh nhan CL mac pha|4 C6 thé tién hanh
phau thut dé chinh slra cac nép gap da thira
hodc tinh trang thoat vi. Tuy nhién, can than
trong vi nhitng bién chiing sau mé vé kha nang
tai phat sau phau thuat cao, ddc biét la & nhitng
bénh nhan mac cac bénh toan than di kém. Diéu
tri cht y&u kiém sodt bién chiing (da, phdi, mach
mau, tiéu hda, tiét niéu...) phat sinh tir viéc ton
thugng mo lién két & cac cd quan va diéu tri cac
bénh nén & nhiing trudng hop CL mac phai. Liéu
phap laser vGi hé thong laser phan doan carbon
dioxide 10.600 nm da dugc chdng minh la cé
hi€éu qua trong viéc cai thién két cau da®. Trong
hoi chiing CL, cd ché cua liéu phap laser lién
quan dén viéc tai tao cac sgi dan hoi. Do do,
phuong phap diéu tri két hop phau thuat va (ng
dung laser dugc cho la cd thé cai thién triéu
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chirng bénh. Tiém Botulinum la mot phucng
phap it xdm 1an hon d€ cai thién cac khuyét tat
trén khudn mat, ddc biét 13 & cac dang méc phai
va cac dang tai chd’.

Ca bénh chung toi bdo cdo cb ki€u hinh, giai
phau bénh va kiéu dot bién gen (ATP6VOA2) phu
hdp chan doadn CL thé di truyén I3n trén NST
thuong loai 2.Trudng hdp nay, bénh nhan chu
yéu dudc diéu tri cac bi€n chirng cua bénh. Diéu
tri phuc h6i chirc nang van dong cai thién tinh
trang co luc t& chi, phau thuat diéu tri thoat vi
ron va an tinh hoan tai phat nhiéu [an.Hién tai,
bénh nhan c6 thé chd ddng sinh hoat, hoc tap
theo ding Ifa tudi. Tuy nhién, danh bénh nhan
cd nguy cd cao tai phat thodt vi rdn va an tinh
hoan. Can theo ddi dinh ki toan dién dé cb
phugng an diéu tri hdp ly.

O Viét Nam, ndm 2012, Bénh vién Da liéu
Trung uéng_bao cao 2 trudng hdp CL méc phai,
d3 dugc phau thuat nhiéu [an dé chinh slra tinh
trang nhdo da toan than. Nam 2014 Mark bdo
cdo mdt trudng hgp nir 3 tudié thanh phd HO Chi
Minh m&c CL: tré dudc phat hién tinh trang da
chay xé tir 4 thang tudi, nhiéu nép gép da rd rét
dac biét trén nguc, bungL lung va t& chikém
thodt vi ben va da dudc phau thuét IGc 2 tudis.

Trén thé gidi, nhirng trudng hgp CLdugc bao
cdo vai s6 lugng it va biéu hién tdn thucng da
dang. Nam 2021,Naz bao cdo tru’dng hdp tré 4
tudi macCL kém thodt vi hoanh va xodn da day
dad dugc diéu tri phau thuat thanh cong2.Ciing
trong nam 2021, Verlee bdo cdo trudng hgp
tuong tu véi ca bénh cla ching to6i: tré nam 9
tudi, bi€u hién nhdo da ddc trung va ton thudng
thoat vi nhiéu vi tri tai dien (thoat vi hoanh,
thoadt vi ben)®.Nam 2022, Yang Kun bdo cao
trudng hgp nam 26 tudi macCL dugdc phau thuét
tao hinh cat bo nep da thlra, theo doi trong 1
ndm dat hiéu qua thdm my t6tl%. Nam 2023,
Aysel bdo cdo ca bénh nir 8 tudi mic CL lién
quan dén dot bién gen FBLN5, da dugc phau
thuat xur ly tinh trang co cirng ngoén tay 2 bén va
thoat vi ben, chua ghi nhan su tai phat3. Nhin
chung trong nhitng ndm gan day,ngay cang cé
thém cac bao cdo vé CL quanghién clfuvé mat di
truyén phat hién cac bat thudng gen ciing nhu
hudng diéu tri mdi cho cac bénh nhan mac hoi
chdng hiém gap nay.

IV. KET LUAN
CL la mot nhém cac rdi loan hiém gap xay ra
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trong qua trinh tdng hdp mé lién két, dac trung
bdi hé théng da 16ng léo va ton thuong cac hé
théng lién quan. Bénh cd thé do di truyén hodc
méac phai, bi€u hién tén thuong da dang. Ton
thuong lién quan véi thoat vi rén, &n tinh hoan
¢ nguy cd tai phat cao va can dugc theo doi lau
dai, thich hgp cho ttrng bénh nhan.
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SO SANH KET QUA PHAU THUAT NOI SOI CAT THUC QUAN DbON
THUAN VA PHAU THUAT NOI SOI CAT THUC QUAN SAU HOA TRI
TAN HO TRQ TRONG PIEU TRI UNG THU TE BAO GAI THY'C QUAN

Tran Phung Diing Tién*, LAm Viét Trung*, Nguyén V6 Vinh Lc**

TOM TAT .

Pt van dé: Tu nam 2012 diéu tri tdn ho trg bat
dau dugc khuyén cdo trong diéu tri ung thu té bao gai
thuc quan. Chung téi so sanh cac bénh nhan dugc
phau thuat noi soj (PTNS) cat thuc quan cd va khong
c6 didu tri tdn hd trg nhdm danh gid két qua cla 2
phudng phap. Pdi twgng — phuong phap nghién
ciru: Nghién ctu ti€n cdu cac trudng hgp ung thu
thuc quan giai doan cT24aNo-3Mo dugc PTNS cat thuc
quan triét can tai khoa Ngoai Tiéu hda, bénh vién Chg
Ray tir 11/2015 dén 07/2023 Cac bénh nhan dugc
chia thanh 2 nhdm cé va khong c6 hoa tri tan hd trg
va dugc so sanh véi nhau. D& tang tinh tuang dong,
ching toi si dung phudng phép bat cap diém xu
huéng (PSM) dé so sanh 2 nhom. Két qua: Co6 245
bénh nhan, trong dd c6 84,1% (206/245) bénh nhan
¢6 hoa tri tén ho trg va 15 9% (39/245) bénh nhan
khong héa tri tan hd trg. Sau bat cip, mdi nhém déu
c6 39 bénh nhan, cac bénh nhan déu tuong dong vé
tudi, g|d| BMI, PS giai doan bénh, miic do nao hach,
vi tri u cling nhu’ benh kém theo; nhom c6 héa tri tan
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ho trg c6 thai gian mG 1au hon (p < 0,001), s8 ngay
nam vién ngan hon (p = 0,023), ti I€ tai blen va bién
chiing khong khac nhau (p = 0,539), ti lé song toan
thé 5 ndm va 8 ndm cao hon (p = 0,007) va ti Ié s6ng
khong bénh 5 ndm va 8 ndm co xu erdng cao hon (p
= 0,055) so v6i nhdm khong hoa tri tan ho trg. Két
Iuan So vdi khong diéu tri tan ho trg, PTNS cit thuc
quan triét c&n sau hda tri tan ho trg an toan, kha thl
va mang lai két qua s6ng lau dai t§t han. PTNS cit
thutc quan triét can sau hoa tri tan ho trg nén dugc ap
dung rong réi trong diéu tri ung thu thuc quan.

Tu khoa: phau thudt ndi soi cdt thuc quan, héa
tri tdn ho trd, ung thu thuc quan

SUMMARY
COMPARISON OF MINIMALLY INVASIVE
ESOPHAGECTOMY WITH AND WITHOUT
NEOADJUVANT CHEMOTHERAPY IN THE
TREATMENT OF ESOPHAGEAL SQUAMOUS

CELL CARCINOMA

Background: Since 2012, the application of
neoadjuvant therapy has been recommended in
treatment of esophageal cancer. We compared
patients who underwent minimally invasive
esophagectomy (MIE) with and without neoadjuvant
therapy to evaluate the outcomes of the two methods.
Methods and Materials: This is a prospective study
of esophageal cancer patients in stages cT-2aNo-3Mp
who underwent radical MIE at the Department of
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