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DAC DIEM DI TRUYEN BENH KHO DA SAC TO 

TOM TAT 
Kho da sac to (XP) la benh ly di truyen hiem gap. 

Benh dac tru'ng bdi su" tang nhay cam^ vdi tia cu'c tim 
trdng aiih sang mat trdi gay nen cac ton thu'dng da ya 
mat tram trong cung kha nan^ ung thU hda cao, Cac 
nha khoa hoc da phat hien mot dong hp tai Hda Binh 
CO nhieu thanh vien trong gia dinh ciing mac benh kho 
da sac to, tuy nhien chua co ca nhan, to chffc nao 
nhan nghien cffu ve van de nay. Muc tieu: Nhan xet 
dac diem di truyen pua benh kho da sac to. Doi 
tu'dng: 554 ca the bao 50m cac benh nhan bi benh 
XP'va gia dinh benh nhan. PhUtfiig phap: Cap va 
phan tich gia he. Ket qua: Da xay du'ng va phan tfch 
diTcfc 5 gia he. Ket luan: Benh gap 6 ca 2 gidi, nam 
nhieu hcJn nff. Cac bS'nh nhan deu trong cung mot 
dong ho. Benh xuat hien khong lien tuc qua cac the 
he. Chffa phat hien moi lien quan giffa benh nhan va 
hon nhan can huyet. Benh XP di truyen tlieo quy luat 
di truyen lan tren NST thu'dng. 

T&khoa: Benh kho da sac to, gia he. 

SUMMARY 
GENETIC CHARACTERISTICS OF 

XERODERMA PIGMENTOSUM 
Xeroderma pigmentosum (XP) is a rare genetic 

disease. It is characterized by increased sensitivity to 
ultraviolet radiation in sunlight causes skin and eye 
lesions, highly capable cancer. Scientists have 
discovered a family in Hoa Binh province with family 
members infected with XP, but there are not still any 
researches. Objective: Comments genetic 
characteristics of the Xeroderma pigmentosum. 
Subjects: 564 individuals including XP patients and 
families of patients. Method: Using pedigree 
methods. Results: Construction and analysis is 5 
pedigrees. Condusion: Tbe disease occurs in both two 
sexes, male than female. The patents are in the same 
femily. It occurs unconSnuously in generaticxis. No 
consanguinity in XP. YP is an autosomal recessive genetic 

Keywords: Xeroderma Pigmentosum, Pedigree. 

l.£)ATVi=iNDE 
Kho da sae to (Xeroderma Pigmentosum - XP) 

la benh ly di truyen hiem gap. XP xay ra tren 
toan the gidi, vdi ty le 1 trong 250.000 dan so 
ndi chung. U'dc tfnh 1:1.000.000 d Hoa Ky va d 
chau Au [1], Nhat Ban 1:22.000 [2]. Benh dac 
trffng bdi sff tang nhay cam vdl tia effe tfm trong 
anh sang mat trdi gay nen cae tdn thu'dng da va 
mat tram trpng ciing kha nang ung thff hda cao. 
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DNA cua con ngu'di bj ton hai lien tuc do tia cifc 
tfm, eac gde tff do, hay eac chat gay ung thi/. 
Nhd cd he thdng nhan blet va siia ehffa sal sot 
DNA mffe dp phan tff dae hieu, ma bo gen con 
ngffdi du'dc dam bao tfnh toan ven ve cau txix. 
va ehffe nSng [3],[4],[5]. 6 benh nhan XP, dot 
bien xay ra tren cac gen cd ehffe nang trong qua 
trinh su^ chffa dac hieu cac ton thu'dng DNA do 
tia UV gay ra. XP anh hu'dng nang ne tdi chat 
lu'dng cudc song cua ban than benh nhan cung 
nhff gia dinh ho. Hien nay chu^ cd phu'cfng phap 
dieu trj dac hieu cho benh, ehu yeu la dieu trj 
trieu ehffng, du" phdng, quan ly, nen cdn gap 
nhieu khd khan va hieu qua chffa cao trang viec 
eai thien chat lu'dng sdng cua benh nhan kho da 
sac to. Quan trpng nhat van la cdng tac phdng 
benh bang phat hien benh sdm ca the benh va 
tu' van di truyen nham han che sd benh nhan 
mac benh them, giam ganh nang benh tat cho 
gia dinh va xa hpi. Hien tai, cae nha khoa hoc da 
phat hien mot dong ho tai Hda Binh cd nhieu 
thanh vien trong gia dinh cCing mac benh kho da 
sac to, tuy nhien ctaia CD ca nhan, to ehffe nao 
nhan nghien euU ve van de nay. Nghien cffu nay 
du'dc thffc hien d ddng hp nay vdi muc tieu: Nhan 
xet dac diem di truyen cua benh kho da sac to. 

II. D 6 I TurgwG vA PHI/OTMG PHAP NGHIEN CUU 
2.1. Ddi t&dng nghiin c&u: 564 ca the bao 

gom cac benh nhan bj benh XP va gia dinh benh 
nhan. Nhffng gia dinli nay deu trong cung mpt 
ddng hp, nguyen quan tai xa Mu'dng Chieng -
huyen Da Bac - tinh Hda Binh. 

2.2. Ph&dng phap nghien cud: Lap va phan 
tieh gia he. Cae ky hieu dung de lap gia he theo 
quy ffde quoc te. 

III. KET QUA NGHIEN CO'U 
Nghien cffu da xay dffng dffdc 5 gia he, ket 

qua the hien trong hinh 3.1, 3.2, 3.3, 3.4 va 3.5. 
- Gia he 1 (hinh 3.1): 
+ Benh ehi xuat hien d the he thff IV ma 

khdng xuat hien d cac the he trffdc dd. 
-i-Ty le mae benh cua nhffng ngffdi con trong 

gia dinh benh nhan la 50% (1/2). 
+Ty le nam: nff trong eae benh nhan la 1:0. Chu5 

rd vai bd eua bd me trong truyen benh cho con. 
+ Cap vd chong III.30 va III.39 deu khong 

bleu hien benh, sinh dffdc 2 con trai, trong dooJ 
1 ngffdi mae benh (IV.7) va 1 ngffdi khong mac 
benh (IV.8). 
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Hinh 3.1. Gia he 1 - Gia dinh benh nhan Xa Van T. [IV.71 

^17" 
J ^ 
=^11 

~^ir 

Hinh 3.2. Gia h§ 2 - Gia dinh b|nh nhan Xa VSn M. (IV.17), Xa Van N. (IV.18) va 
gia dinh benh nhan Xa Van N. (XV.47), Xa Van T (IV.52} 

- Gia he 2 (h inh 3.2) : 
+ Benh chi xuat hien d the he thff IV ma 

khdng xuat hien d cac the he trffdc do. 
+ Ty le mae benh trong gia dinh benh nhan la 

28,6% (4/14). 
+Ty le nam: nff bong cac benh nhan la 4:0. Chua 

ro vai tro cua bo me trong buyen benh cho eon. 
+ Cap vd chong II I .31 va III.43 deu khdng bj 

benh, sinh dffdc 6 ngffdi con, trong do cd 2 con 
trai mac benh (IV.17 va IV.18), 2 con trai khdng 
benh, da chet do benh phdi (IV. 16 va IV. 19), va 
con 1 con gai (IV.2b) va 1 con trai (IV.23) khong 
b| benh, i ^ lap gia dinh, sinh con khdng mae 
b§nh. Ty le mac benh trong gia dinh nay la 
33,3%. Cap vd chong III.50 va III.68 khdng bi 
benh, sinh dffdc 8 ngffdi con, trong do cd 2 con 
trai mac benh'(IV.47 va IV.52), va 6 ngffdi con 
khong mac benh (IV.44, IV.45, IV.49, IV.50, 
IV.54, IV.56) da lap gia dinh va sinh con khdng 
mac benh. Ty le mac benh trong gia dinh nay la 
25% (2/8). 

- Gia he 3 (hinh 3.3): 
+ Benh chi xuat hien d the he thff IV ma 

khdng xuat hien d cac the he trffdc do. 

+ Ty le mae beoh trong gia dinh benh nhan la 
28,6% (2;/7). 

+Ty le nann/nff trong eac benh nhan la 2:0. Chu& 
ro vai trd eua bd me trong truyen benh cho con. 

+ Cap vd chong III.35 va III.36 deu khdng bj 
benh, sinh du'dc 7 ngu'di con, trong do ed 2 con 
trai bj benh (IV.39 va IV.43), 1 eon trai khdng bi 
benh XP da ehet vi benh U lympho (IV.40). Cdn 
3 con trai va 1 con gai khdng bj benh, trong dd 
ed 2 eon trai (IV.36 va IV.38) dii lap gia dinh va 
sinh eon khdng bi benh. 

- Gia hi 4 (hinh 3.4): 
+ Benh chf xuat hien d the he thff IV ma 

khdng xuat hien d cac the he tru'dc do. 
+ Ty le mac benh trong gia dinh benh nhan la 

33,3% (1/3). 
+ Ty le nam: nff trong cac benh nhan la 1:0. ChuS 

rd vai trd cua bo me trong truyen benh dio oon. 
Cap vd ehong III .5 va III.18 deu khdng bi 

benh, sinli du'dc 3 ngu'di eon, trong dd cd 1 con 
trai mae benh (IV.26). Cdn 1 eon trai va 1 eon 
gai khdng bj benh, trong dd eon gai da lap gia 
dinh va sinh eon khdng bj benh. 
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Hinh 3.4. Gia he 4- Gia tinh benh nhan Xa Van H. (IV.26) 

Hinh 3.S. Gia hi 5- Gia dinh benh nhan Ha 
Ph&dng Th. (IV.l) 

- Gia he 5 (hinh 3.5): 
+ Benh chi xuat hien d the he thff VI ma 

khdng xuat hien d cac the he trffdc do. 

+ Ty le mac benh trong gia dinh benh nhan la 
50% (1/2). 

+Ty le nam: nff trong eae boih nhan la 0:1. Chifi 
ro vai bd eua bo me trong truyen benh cho con. 

+ Cap vd ehong V . l va V.2 deu khong bj 
benh, sinh dffdc 2 con gai, trong dd cd 1 ngffcfl 
mac benh (V l . i ) . Ty le mac benh trong gia dinh 
nay la 50%. 

- Nhffng cap bo me ciia eae benh nhan deu 
khdng phai la ket hon can huyet, nhffng deu la 
thanh vien trong ddng hp nghien effu. 

- Dac diem phan bo, xuat hien cua benh XP 
trong eac gia he du'dc md ta thong qua so lieu 
thu dffdc trong bang 3.1. 

Bang 3.1. Bac diem xuat hiSn benh XP tronq cac qia he 
Dac diem 

So con rupt trong gia 
dinii benii niian 

So con trai trong gia 
dinii benii niian 

So con gai trong gia 
dinh benii niian 

So nqu'di mac benii 
So nam mac benh 
So niJ mac benh 

Ty le mac benh trong 
qia dinh J%) 

Ty ie nam mac benh 
gia dinh {%) ' 

Ty Ie nu' mac benh 
trong qia dinh (%) 

Gia he 1 

2 

2 

0 

1 
1 
0 

50 

50 

0 

Gia iie 2 

14 

11 

3 

4 
4 
0 

28,6 

36,4 

0 

Gia lie 3 

7 

6 

2 

2 
2 
0 

28,6 

33,3 

0 

Gia iie 4 

3 

2 

1 

1 
1 
0 

33,3 

50 

0 

Gia lie 5 

2 

0 

2 

1 
0 
1 

50 

0 

50 

Ciiung 

28 

21 

7 

9 
8 
1 

32,1 

38,1 

14,3 
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Nhan xet: Benh ed xu hffdng gap d nam nhieu hdn nff. Benh xuat hien khdng lien tuc qua cac 
the he. Ty le mae benh trong trang gia dinh la 28,6% - 50%. 

IV. BAN LUAN 
Benh xuat hien d cac chi, nhanh trong cung 

mdt ddng hp ma khdng phat hien d cac gia dinh, 
ddng hp khae trong khu vu'c. Nhieu ca the benh 
d eung mpt the he va tat ea benh nhan deu sdng 
trong cung mot giai doan thdi gian hien tai. Ty le 
xuat hien benh trong eac gia dinh cd benh nhan 
la 25%-50%, trong the he cd ngu'di bl benh la 
2,6%-25%. Nhffng dac diem nay cho thay dot 
bien gen gay benh XP trong ddng hp ehung tdi 
nghien cffu khdng phai mdi phat sinh ma da phai 
ed tff lau. 

Thdng qua gia he cua cac gia dinh trong ddng 
hp nhan thay: Trong cac gia he 1 - 4 (hinh 3.1 -
3.4), benh chi xuat hien d the he thff IV trong 
cac gia he ma khdng xuat hien d cac the tru'dc 
dd, day la kieu dl truyen phan bo ngang. Ty le 
xuat hien benh trong cac gia dinh cd benh nhan 
XP la 25% - 50%. Nhffng dae diem nay eho thay 
benh khdng ed tfnh di truyen trdi. 

Gia he 2 (hinh 3.2), cap vd ehong II.7 va II.8 
ket hdn can huyet, la dng ba noi cua 2 benh 
nhan Xa Van M. (IV.17) va Xa Van N. (rv. lB), 
tuy nhien chung tdi khdng thay cd moi iien quan 
giffa hdn nhan can huyet va bleu hien benh d 
nhffng benh nhan nay. 

Benh gap nhieu d nam gidi. Cd nhieu gia dinh 
sinh con bi benh deu la con trai nhu' d cap vd 
chong III.30 va III.39 (gia he 1 - hinh 3.1), 
III .31 va 111.43 (gia he 2 - hinh 3.2), III.50 va 
III.68 (gia he 2 - hinh 3.2), III.35 va III.36 (gia 
he 3 - hinh 3.3), III.5 va III.18 (gia he 4 - hinh 
3.4) . Dae diem nay giong vdl dac diem dl truyen 
lien ket NST gidi tfnh Y. Tuy nhien, khi xet cap 
vd chong V. l va V.2 (Gia he 5 - hinh 3.5), hai vd 
ehong khdng mac benh sinh dffdc 1 eon gal mae 
benh (VI. l - Gia he 5). £)ac diem nay khong cd d 
benh dl truyen lien ket NST gidi tfnh Y. Mat khae 
neu benh dl truyen lien ket NST gidi tfnh Y thi tat 
ca con trai trong ddng ho se mae benh. Vi vay ta 
loai trff benh di truyen lien ket NST gidi tinh Y. 

Khi xet gia he 1-4, so Iffdng benh nhan ehiem 
ty le rat thap so vdi so Iffdng thanh vien eua eac 
gia dinh, benh chi xuat hien d the he thff IV va 
tat ea deu la nam gldl, nhu'ng dae diem nay cung 
gidng vdi dl truyen lan lien ket NST gldl tinh X. 
Tuy nhien trong cac gia he nay, ta khdng thay 
dffdc dac diem di truyen cheo. Do chu^ phat 
hien cd thanh vien nao d cac the he tren mac 
benh, nen neu benh di truyen lan lien ket NST 

gidi tinh X thi d cac benh nhan nam gidi trong 4 
gia he nay, gen benh phai dffdc dl truyen tff 
nhffng ngffdi me dl hdp tff d cac the he tren. Mat 
khac, ty le xuat hien benh nhan nff la -vd cung 
hiem va neu cd thi chac chan bd cua benh nhan 
phai bi b inh. Nhutig khi xet gia he 5 (hinh 3.5), 
cap vd chdng V. l va V.2 khdng bl benh, sinh 
dffdc 2 con gal, trong do ed 1 con gal bi benh 
(VI. l ) . Dieu nay khdng phu hdp vdi benh di 
truyen lan lien ket NST gidi tfnh X. 

Khi tham khao mot sd nghien cffu tru'dc day 
ve benh XP ciia hai tac gia M. B. Rekaya 
(Tunisia).[6] va B.S. Verma (An.Dd) [7]. ehung 
tdi da thay du'dc mdt sd diem tffdng ^ n g ve ty 
le mac benh thap, va ed dae diem di truyen phu 
hdp vdi di truyen lan tren NST thu'dng. Ngoai ra, 
mpt sd nghien cffu tren tff cae nu'dc'khac nhau 
tren the gidi, benh XP lien quan nhieu tdi hdn 
nhan can huyet va benh chu yeu gap trong cac 
gia dinh ma bd me benh nhan ket hdn can huyet 
[6], [7]. Nhffng dac diem xuat hien cua benh XP 
ghi nhan dffdc qua cac gia he 1 - 5 (hinh 3.1 -
3.5) ptiu hdp vdi dac diem cua benh ly di truyen 
lan tren NST thu'dng. 

V. K§T L U A N 

- Benh gap d ca 2 gidi, nam nhieu hdn nff. 
Cae benh nlian deu trong cung mpt ddng hp. 
Benh xuat hien khdng lien tuc qua eac. the he. 

- Chu'a phat hien moi iien quan gliJa benh 
nhan va hdn nhan can huyet. 

- Benh XP dl truyen theo quy luat dl truyen 
lan tren NST thu'dng. 

Ldi cam dn : Nghien cffu thu'c hien thanh 
cdngjihd su' ho trd eua Ban Giam doc Benh vien 
Da lieu Trung u'dng, Bd mdn Y sinh hoc - Di 
truyen, tru'dng Dai hpe Y Ha Ndi cimg vdi nhffng 
ddng gdp chuyen mdn eiia PGS.TS. Tran ^iic 
Phan va BS. Nguyin Kim Quan. 
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DIEU TRI CHINH HINH RANG MAT GIAI DOAN RANG HON HOT 
B A N G KHI CU CO DINH 2x4 

Nguyin The Dflng* 

applianes in early treatment would adjust the relative 
correlation of occlusion both vertically and 
horizontally, in which the front teeth aligned neatly, 
retroelined and a deep overbite conditions improved 
agnificantly and maxillary crowded anterior t e ^ 
condition was also corrected. The indexes on 
Cephalometnc before and after treatment desmontrated 
well con-elation in anterior-posterior plane. 

Keywords: Angle class I I malocclusion, 2x4 fixed 
appliances in early treatments 

I.OjSkTVANOE 
Sai khdp can hang I I Angle, cd the do sff dl 

chuyen ciia rang, do ham dffdi lui phia sau hay 
ham tren nhd ra trffdc hoac do nguyen nhan d 
ea hai ham tren va dffdi. Bleu hien thu'dng thay 
la rang mpc lech lac di kem vdi sal tffdng quan 
cua hai xffdng ham theo chieu trffdc sau do sff 
thich ffng eua cac rang cffa doi vdi sff roi loan 
ehffe nang eua he thong cd quanh mieng. Chieu 
rpng cung rang tren eijng bj anh hffdng bdi sff 
bu trff cua he thdng than kinh cd. Do dd muc 
tieu cua dieu tri chinh hinh can thiep sai khdp 
can hang I I Angle la sira dol Sii sai blet cua hai 
xffdng ham theo chieu tru'dc sau bang each tac 
dpng len sff tang trffdng ciia hai xffdng ham 
trong trffdng hdp sal khdp can hang I I Angle do 
xffdng ham tren, xffdng ham dffdi hay ca haL 
Dieu tri phai phii hdp tinh trang khdp can, mo 
mem va yeu cau ciia benh nhan, khdng nen bat 
benh nhan phai phii hdp vdi each dieu trj ciia 
minh. De dieu tn chinh hinh can thiep sal khdp 
can thdi ky rang hon hdp co nhieu phffdng phap 
khac nhau, chung toi da chgn phffdng phap dieu 
tn chinh hinh sdm bang khi cu co djnh 2x4 cho 
36 benh nhan nham muc tieu: Danh gia kit gt^ 

*Tni&ng cao ding Yte Khanh Hoa &i^^ &[ sdm cac benh nhan giai doan rang hon 

Chiu trach nhiem chinh: Nguyen The Dijng bdp bang khieu cddinh 2x4. 

S'SS/vfoT/""" ,,.e6lTU-<?NGVAPHl/aNGPHAPNeHIENa}U 
Ngay phan bien khoa hgc: 4/2/2017 2-1- Ooi tiTtfng nghien cihi:Benh nhan sai 
Ngay duyet bi i : 20/2/2017 khdp can hang I I Angle, thdi ky rang hon hdp. 

TOM TAT 
Sff dyng khi cu cd dinh 2x4 trong dieu trj sdm 

[fixed 2 by 4 Appliances for early treatment) giai doan 
rSng hon hdp nhSm thay doi tUOng quan klidp can da 
duttc mot so tac gia tren the gidi nghien cffu, tuy 
nhien d Viet Nam co rat ft nghien cffu du'dc cong bo 
ve tac dung dieu tn bang loai khf cu nay. Chung toi da 
tien hanh nghien cffu dieu tr| sdm cho 36 b|nh nhan 
giai doan ring hon hop bang khf cu co dmh 2x4, 
nhSm muc tieu: Oanh gia ket qua dieu tri sdm cac 
benh nhan giai doan rang hon hdp blng khi cu cd 
djnh 2x4. Ket qua nghien cffu cho thay khi cu co djnh 
2x4 trong dieu trj sdm giai doan rang hon hop c6 tac 
dung lam tiiay doi tUdng quan khdp can theo chieu 
dpc va chieu ngang, nhdm rSng cffa dugc sap x^p 
ngay ng^n, tinh trang can chia va cSn sau giam hoan 
toan, tinh trang chen ehuc ciia nhdm rSng cffa ham 
trin l^dng cdn. Cac di i so tren phim Cephalometric 
tru'dc v& sau dieu trj cho ttiay co tu'dng quan tot theo 
chieu tru'dc sau. 

T&khda: Sai khdp d n hang I I Angle, khf cu co 
dmh 2x4 trong dieu trj sdm. 

SUMMARY 
STUDYING I N ORTHODONTAL 

TREATMENTS AT MIXED D E N T m O N STAGE 
USING 2x4 FIXED APPLIANCES 

Using fixed appliances 2x4 in early treatment of 
malocclusion at mixed dentition stage will adjust the 
relative correlation of occlusion; which has been 
studied internationally. However, in Vietnam, tiiere are 
few publised studies about the effective function of 
this appliance in treatment. We have conducted tiie 
study about the effects of using this appliances in 
malocclusion early treatment for 36 mixed dentition 
stage patients. We aimed for evaluating the results of 
malocculsion early treatment using 2x4 fixed 
appliances. The results have shown the 2x4 fixed 


