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X0 NANG TUY BAM SINH & TRE EM- BAO CAO CA BENH HIEM
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TOM TAT

Xo nang tuy (Cystic fibrosis — CF) la mét bénh ly di
truyén lan gay nen bdi dot bién gen ma hda cho
protein lién ket mang c6 chirc phan diéu hoa dan
truyen qua mang xd nang (CFRT), nam trén nhanh da|
nhlem sac thé sb 7. Benh phé bién & chung toc co
ngudn géc tir Chau Au va hiém g3p & cac toc ngudi
khac nhu Chau A, Béc Phi, Caribbean. Ki€u hinh dac
trung cla CF gom bénh ph0| tién trién, thiéu hut tuyen
tuy ngoai tlet dan tdi kém hap thu & ruot bat thudng
ruét non gay nén tlnh _trang suy dinh du’dng, cham
phat trién thé chat va cac réi loan khac. Chung t6i bao
cao ca benh xd nang tuy dau tién dugc chin doan tai
bénh vién Nhi Trung udng, la mot benh nhi 7 thang
tudi vdi biéu hién viém ph0| tai dién, rdi loan tiéu hoa
kéo dai, tdng men ~gan va suy d|nh derng nang va
dugc chan dodn xac dinh bdng phan t|ch gen. Muc
d|ch thong qua bai bdo cdo nham g|up cac bac sy 1am
sang c6 thé nghi tdi sang loc CF vdi cac bénh nhan
bénh ly phuc tap.

SUMMARY
CYSTIC FIBROSIS IN CHLIDREN:

A RARE CASE REPORT

Cystic fibrosis is an  autosomal-recessive,
monogenic disorder caused by mutations in the cystic
fibrosis  transmembrane  conductance regulator
(CFTR) gene on chromosome 7, the highest incidence
being individual of North European descent and very
rare in other races such as Asian, Africa and
Caribbean. The cystic fibrosis phenotype is
characterized by progressive lung disease, exocrine
pancreatic insufficiency that results in gastrointestinal
malabsorption, intestinal abnormalities that result in
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malnutrition, impaired growth and a variety of other
manifestations. We report the first case of cystic
fibrosis who was diagnosed in National Children's
Hospital, a patient 6 months old with signs of
recurrent pneumonia, prolonged digestive disorders,
increased transaminases and severe malnutrition. She
was diagnosed with CF by genetic analysis. The
purpose of the article is to help clinicians think about
and screen for CF in patients with complicated disease.

I. DAT VAN BE

Xa nang tuy la bénh di truyen gen lan trén
nhiém sic thé thudng, hay gap & ngudi da trang
hon cac chang tdc da mau. Tan sudt mac bénh
khoang 1/3000 tré da trang, 1/15 300 tré da den
va 1/32.000 tre Chau A Gen gay bénh ndm trén
canh dai clla nhiém sic thé s§ 7, ma hda cho
protein lién két mang, cd chic phan diéu hoa
dan truyén qua mang xd nang (CFTR). CFTR la
kénh clorua diéu hda cAMP, diéu hoa van chuyén
clorua va natri qua mang bi€u mé. Bénh chi bi€u
hién & dang dong hgp tr, nhitng ngudi mang dot
bién di hogp tir cd thé cd nhitng bat thudng &
mic dd nhe va thudng khéng biéu hién kiéu
hinh. DAt bién gen phé bién nhat Ia F508del, xay
ra & khoang 86% s6 alen mang dot bién. Cho tdi
nay, c6 khodng gan 2000 dot bi€n trén
gen CRTR da dugc cong ba.

Cac triéu chirng cua bénh xo nang rat da
dang. Do hau qua cla su tang tiét dich chat
nhay gay anh hudng dén nhiéu cd quan nhu hé
hd hdp gdy viém tiéu phé€ quan, tdc nghén
dudng thd do tang ti€t va nhiém tring ho hap tai
dién. Su suy glam chlfc nang tuy noi ti€t va
ngoai tiét gay rdi loan tiéu hda, su thi€u hut cac
enzyme tiéu hda gay giam khé nang hap thu
chét dinh duBng, tiéu chay kéo dai phan m&, tac
rudt, cham tang trudng. Cac bénh nhan CF co
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thé cd nhitng bat thu‘dng van chuyen acid mat
hodc duding mat gdy & mat va tdc mat dan dén
xd gan, thdm chi tién trién dén xo gan mat
khong hoi phuc véi tang ap luc tinh mach clra &
tré I6n. Suy gan thuGng hi€m va xuat hién mudn,
mot s6 bénh nhan cé soéi mat...

Trong bai bao nay, chung toi bao cdo ca bénh
X3 nang tuy tré em cé tén thuong & cd quan hé
hap va tiéu hda, gan mat.

Il. BAO CAO CA BENH

Bénh nhan V. A. D. nit 6 thang tudi vao khoa
HO hap vi tinh trang ho kéo dai kem tiéu chay
nhiéu lan trong ngay Bénh dién bién kéo dai 3
thang trudc vao vién, tré diéu tri viém ph0| nhiéu
dot tai bénh vién tuyen duGi va Bénh vién Nhi
Trung uang, thdi gian ndm vién mdi dot kéo dai
tir 15 ngay dén 2 thang. Tré la con [an 3, khong
cd bat thudng veé tién sir san khoa, can néng khi
sinh la 3kg, tré tang can rat cham (700gram/6
thang), roi loan tiéu hda va nén tré kéo dai.

Bénh nhan nhap vién trong tinh trang:

 T6n thuang phéi ndng, suy hd hap, sp02:
88 - 90%, nhip thd 65 lan/phut, rat I6m [6ng
nguc, phGi nhiéu ran 8m va ran rit, tim nhip déu
tan s6 160 lan/phit, khdng cd tiéng thai.

e Gan 2 cm dudi bd sudn, mat do chac vira,
lach khong to

e Tinh trang suy dinh dung ndng

e RGi loan tiéu hda phan nhay ma 5- 6 lan/ngay.

Cac xét nghiém cho thay bach cau 12,39 G/I,
CRP 0,33. Tang transaminse: GOT 143 UI/L, GPT
161 UI/L, prothrombin 73%, ure 4,7 micromol/I
va creatinin 23 micromol/l , xét nghiém phan:
hong cau, bach cau am tinh, hat mg (+), tinh bot
am tinh, pH phén 5.

Xquang phdi cd hinh anh viém phé& quan
phéi, cac xét nghiém tim cdn nguyén viém phé
quan phéi: rhinovirus, adenovirus, lao, nam, PCP,
HIV, CMV, EBV, mycoplasma am tinh,

Xét nghiém sang loc chuyén héa, marker tu
mién khong phat hién bat thudng, cac nguyén
nhan gay viém gan khac am tinh.

Hinh 1: Két qua chup xquang phéi thang
TruGc mét bénh nhan nhap vién trong tinh
trang ndng, c6 ton thudng nhiéu cd quan bao

goém: hé hdp, gan mat, ti€u héa va bénh canh
toan than phdc tap, bénh cé xu hudng tai dien
kéo dai, cac xét nghiém thong thudng khong giai
thich dudc cac triéu chirng cia bénh, ching toi
da lam thém xét nghiém phén tich gen trén bénh
nhan va ghi nhan két qua: Phat hién dong hdp
tr trén gen CFTR trén nhanh dai cia nhiém sic
thé s6 7 lam thay d6i nucleotid: ¢.3196C-T va
p.Arg1066Cys. bay la dot bién gay bénh Xd nang
tuy bam sinh (CF)

IV. BAN LUAN

P&y 13 ca bénh xd nang tuy badm sinh [an dau
tién dugc phat hién tai bénh vién Nhi trung ucng
nhd ky thuat phan tich gene. Bénh nhan cé tién
sir bénh phurc tap, thoi gian nam vién kéo dai véi
biéu hién cua tinh trang viém phéi kéo dai, bénh
phdi man két hgp véi tén thuong gan va tinh
trang r6i loan hap thu, tiéu chay phan maé dan téi
tinh trang suy dinh duGng nang.

Dot bién gay bénh xd nang tuy dugc phat
hién tir ndm 1989 trén nhanh dai nhiém sic thé
sO 7. Trong bénh xd nang tuy gan nhu tat ca cac
tuyén ngoai tiét déu bi anh hudng & cac murc do
nang hay nhe khac nhau:

¢ Can trd su luu théng trong long tuyén bdi
cac chat nhay hodc bach cau ai toan (tuyén tuy,
tuyén ngoai ti€t ¢ rudt, duGng mat trong gan,
tuyén dudi mao mach...)

e Bat thudng mo hoc va tdng bai tiét & khi
quan va tuyén Brunner.

¢ Bat thuGng mo hoc va bai tiét qua mirc natri
va chloride & tuyén mo hoi, tuyén nudc bot.

Bénh ly x6 nang tuy c6 thé chan doéan trudc
khi xuat hién triéu chiing nhG chuadng trinh sang
loc trudc sinh. VGi tré em, bénh thudng xuat hién
trong ndm dau tién vdi cac biéu hién:

O hé hd hap thu’dng gap Kho khé, viém tiéu
phé& quan, viém phdi tai dién do hdu qua cla su
tang phong thich emzyme proteases va su giai
phdéng cac cytokine gdy viém bgi cac t€ bao
dudng hd hap ciing gép phan lam tén thuong
phéi. Su thay d6i dudng thd phd bién han 1a ton
thuong nhu md. Tang ap déng mach phéi do
tinh trang thi€u oxy man tinh dan t&i su phi dai
thanh ddng mach phéi, hdu qua gay ting ap
ddéng mach phéi va phi dai that phai. Viém phdi
do vi khudn véi tdc nhan cha yéu la tu cdu vang,
truc khudn mu xanh, cac vi khudn khdng dién
hinh va nam aspegirllus.

O hé tiéu hda: Tuyén tuy, ruét non va hé
thong duGng mat la nhitng cg quan thudng bi
ton thuong trong bénh Iy CF, trong d6 85 — 90%
bénh nhan cd ton thuong tuy ngoai tiét. Bénh
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nhén cd tdn thucng tuy biéu hién gidm hép thu
chat béo, cac vitamin tan trong dau va protein.
Dich ta trang c6 bat thudng vé do nhay, giam
hoat dong cac enzyme, gidm nong do
bicarbonat, thi€u hodc gidam tripsin va
chymotripsin trong phan. Hau qua la tinh trang
tiéu chay phan m& va suy dinh du@ng ndng né.

Gan mat: &' mat & tré sg sinh, gan nhiém mg,
ton thudng dudng méat dan tdi xd gan khong
triéu chirng xay ra & khoang 30% bénh nhan,
bénh ly tdi mat nhu thi€u san ti mat nho, tdi
mat cang to, soi bun tdi méat...Cac tén thuong
gan mat trong CF thudng do gidam dong chay
dich mat, ngd doc mudi mat va két tda dich mat
lam téc nghén luu théng dich mat, gay viém gan,
xd gan mét, biéu hién trén 1dm sang bdi tinh
trang gan lach to, tang ap tinh mach ctra.

Cac triéu chirng khac cta dudng tiéu hda gan
mat: 16ng rudt, xodn rudt, sa truc trang, viém
tuy, trao ngugc da day thuc quan, viém thuc
quan, tdng nguy cd ung thu biéu md dudng mét,
bénh Crohn, tao bon...

Céc tén thuong khac: Viém xoang man tinh,
Polyp miii va b&t thudng phéat trién mang nhay
cta mii, md hoi cé vi man, loang xudng, biéng
&n, dau man tinh, réi loan gidc ngu, tdn thucng
than, thi€u mau thiéu sdt, viém khdp, phi dai
ngon tay va ngon chan, khéng c6 6ng dan tinh &
nam gidi...

Chan doan:

- Sang loc s@ sinh: danh gia dua vao su’ phat
hién va tdng néng do trypsinogen (IRT) trong
mau. Sang loc cé dé nhay khoang 90 dén 95%.

- Test mo hoi:

e Binh thuGng < 30 mEg/L (< 30 mmol/L)

e Trung gian: 30 to 59 mEg/L (30 to 59
mmol/L) (CF nghi ngG)

e Bt thudng > 60 mEg/L (= 60 mmol/L)

- Xac dinh doét bién gen gay bénh nhG ky
thuat phan tich gene.

biéu tri:

Nguyén tac diéu tri: X3 nang tuy la bénh
khdng thé diéu tri khéi, muc tiéu diéu tri gém
diéu tri triéu chiing va lam cham qua trinh tién
trién cua bénh. Liéu phdp gen thay thé déi vdi
cac bénh nhan mang nhiing dot bién dac biét.

Piéu tri cu thé

HO hap: B

e Diéu tri cac dot viém phdi do nhiém khuan
bang khang sinh.

e Ly liéu phap ho hap, luyén tap

e SU dung cac thu6c khac nhu gian phé quan,
chong viém...

Tiéu hoa:
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¢ Diéu chinh ché& do an thich hgp: ty |é protein
tang 30-50% so vdi thong thudng. Tang chat béo
dua vao gilp tang nang lugng, cung cdp ham
lugng cac vitamin tan trong dau gap dé6i binh
thudng. Sita cong thic chira protein hydrolysates
va triglycerit chudi trung binh va dudng da co thé
sir dung cho tré suy dinh duGng ndng.

¢ Men tuy thay thé: nén cung cap trong cac
bita an cho bénh nhan thi€u hut men tuy. Doi véi
tré nho: liéu khdi dau 2000 — 4000 UI lipase/ 120
ml sira cong thirc hodc sita me

- P&i vdi tré 16n < 4 tudi: liéu khai dau: 1000
IU lipase/kg/bira va 500 IU lipase/kg/bira cho tré
> 4 tubi. Liéu trén 2500UI/kg/bira hodc
10.000Ui/ngay nén tranh do tac dung phu, &
bénh nhan can cung cap liéu cao nén s dung
H2 blocker hodc PPI dé tdng hiéu qua clia enzyme.

- Diéu tri tdc nghén dudng tiéu héa néu co.

Piéu hoa CFTR: O mét s6 bénh nhan mang
dot bién dac biét sir dung thudc diéu hoa CFTR
va khong kha dung cho bénh nhan mang dot
bién léch khung va dét bién vo6 nghia loai I.
Ivacaftor la loai thu6c phan tr nhé dugc sir dung
kéo dai nhdm lam tdng cudng kén ion CFTR.
Ngoai ra moét sd cac loai thudc phan tr nho nhu
lumacaftor, tezacaftor va elexacaftor giup di€u
chinh mdt phan protein CFTR bj 16i bdng cach
thay déi su sdp x&p sai cla nhitng bénh nhén
mang dot bién F508del. Cac loai thudc nay co
thé gilp cai thién chic ndng phdi, tdng can,
giam tan suat kich phat sau day thi, dua néng do
clorua trong tuyén md hdi vé binh thudng...

Phau thuat: Co thé dudc chi dinh cho bénh
gian phé& quan hodc xep phéi khu tri ma diéu tri
noi khoa khong dap (ng. Polyp mili, viém xoang
man tinh. Xuat huyét tiéu hoa do tang ap luc tinh
mach clra, bénh tdi méat va tac nghén dutng rudt
do xo0dn rudt hodc 16ng ruét ma khong diéu tri
dugc bang thudc

Ghép gan da dugc thuc hién & nhitng bénh
nhan mac bénh gan giai doan cudi.

Phau thuat ghép phdi bi tén thuong ndng tir
thlly phdi ngudi sdng hién tang da dugc thuc
hién thanh cong & nhitng bénh nhan mac bénh
phdi tién trién, cling nhu ghép gan va phéi két
hop cho bénh nhan mic bénh gan va phdi giai
doan cudi.

Tién luwgng. Tién lugng cla bénh phu thudc
vao muc do ton thuong phdi, trong vong 5 thap
ky qua, tién lugng bénh da dugc cai thién chd
yéu do bénh dugc chan dodn sdm va diéu tri tich
cuc trude khi xudt hién nhitng thay déi khdng
thé hoi phuc & phdi. Tai Hoa Ky, tudi tho trung
binh ctia nhdm bénh nhan CF la 30,8 nam. Bénh
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s€ co tién lugng tét hon & nhitng bénh nhan
khdng c6 tén thucng tuyén tuy. Tién lugng bénh
cling phu thudc vao ki€u hinh dét bién CFTR,
dudng thd, gidi tinh, modi truGng, tinh trang kinh
té xa hoi, su tuan thu diéu tri va cham soc...

V. KET LUAN

X nang tuy la moét bénh ly di truyén do dot
bién gen gdy nén sy bién d6i protein lién két
mang goi la diéu hoa dan truyén qua mang xc
nang (CFI'R), diéu chinh su van chuyén clorua,
natri va bicarbonat qua mang bi€u md. Bénh ton
thuong chinh tai phdi gdy nén cic bénh nhiém
trung man tinh va tai phat do vi khuén, ngoai ra
ton thuong tuyén tuy gdy nén tinh trang kém
hap thu va suy dinh du8ng nang. O cac nudc co
ty 18 méc bénh cao, bénh dudc chan doan bénh
qua sang loc sau sinh, test mo hoi. Tai bénh vién
Nhi Trung uong, day la ca bénh dau tién dugc
chan doan nhd& phan tich gen.
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TOM TAT .

bt kin gan duoi dai ngén tay cdi dugc bdo cao
trong y van khong terdng gap. Chung toi ti€n hanh bao
céo nhém 4 ca 1am sang ddt kin gan dudi dai ngon I
dén muon dugc phau thuéat ta| tao bang chuyen gan
du0| r|eng ngon II, danh gid tai thdi diém vao vién:
Tudi, gidi, nguyen nhan chan thu’dng, thai dlem dufdc
phau thuat, tén thuang trong mé va danh g|a sau mo:
bién dd van dong duoi, dang, d6i chiéu ngon I, khoang
mat dudi theo thang dlem Geldmacher's. Ket qua: Tilé
nam/ ni la 1:1, do tudi 43-59 tudi, nguyén nhan do
chan thuong co tay hodc kem theo gdy dau dudi xuang
quay. K&t qua sau phau thuat: Bién do ngoén I thiéu hut
khéng dang k€, theo thang diém Geldmacher’s 100%
dat két qua t6t va xuat sac.

T khda: Put gan dudi dai ngén I, chuyén gan,
gan dudi riéng ngén 11

SUMMARY
EXTENSOR INDICIS PROPRIUS TENDON

1Bénh vién Viét buc.

2Truong Bai hoc Y Ha Noi.

Chiu trach nhiém chinh: Nguy&n Moc Son
Email: drmocson@gmail.com

Ngay nhan bai: 9.11.2021

Ngay phan bién khoa hoc: 22.12.2021
Ngay duyét bai: 11.01.2022

TRANSFER FOR REPAIR OF EXTENSOR
POLLICIS LONGUS TENDON DELAYED

RUPTURE: 4 CASES REPORT

Extensor pollicis longus tendon rupture is
uncommon in the literature. We report on a group of 4
clinical cases of delayed rupture of extensor pollicis
longus tendon that were reconstructed by transferring
the extensor indicis proprius tendon, assessed at the
time of admission: age, gender, cause of injury, time
of surgery, intraoperative injury lesions and post-
operative assessment: extensor range of motion:
flexion, opposition, extension loss motion according to
Geldmacher's scale. RESULTS: Male/female ratio 1:1,
age 43-55 years old, caused by wrist injury or
accompanied by fracture of the distal radius.
Postoperative results: ROM of thumb is almost normal,
according to Geldmacher's 100% scale: good and
excellent results.

Keywords: Extensor pollicis longus tendon rupture,
tendon transfer, extensor indicis proprius tendon

I. DAT VAN BE

bat kin gan dudi dai ngén tay cai la ton
thu‘dng hiém gdp. Phan I16n dit gan dudi dai
ngoén tay cai thudng xay ra mot cach tu nhién
ma khong do chan thudng, dac biét & nhirng
bénh nhan viém khdp dang thap. Nhitng nguyén
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