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nghia thong ké. Két qua nay c6 chdt khac biét
vGi nghién cuu cua Nguyen Anh Tuan cho thay
PFS vdi cat tinh hoan ndi khoa la 31,44 thang
cao han so véi nhém cat tinh hoan ngoai khoa
22,62 thang, su khac biét gilra 2 nhom khong cé
y nghia thong ké [6].

V. KET LUAN

Liéu phap Uc ché androgen la diéu tri nén
tdng va hiéu qua trong ung thu tién liét tuyén
giai doan di can. Cu thé la:

- Sau 3 thang diéu tri, nOng do PSA dat muc
thap nhat.

-Thdi gian séng thém khdng tién trién (PFS)
trung binh la 24,8 + 1,9 thang

- PFS & nhdm cét tinh hoan ngoai khoa la
20,8 + 1,5 thang, & nhdm cét tinh hoan ndi khoa
la 29,843,3 thang, su khac biét gilta 2 nhém
khong cd y nghia thong ké.
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PAC PIEM KHANG KHANG SINH CUA CAC CHUNG MYCOPLASMA
PHAN LAP PU’Q’C TAI BENH VIEN DA LIEU TRUNG UONG NAM 2022

TOM TAT

Mycoplasma hominis va Ureaplasma urealyt|cum
(goi tat la Mycoplasma) la nhufng vi khuén co thé gay
nhiéu bénh duGng ti€t niéu-sinh duc & ca hai gidi.
Mycoplasma dé khang tu nhién véi nhiéu loai khang
sinh, va dang gia tdng kha ndng dé khang o] cac
khang sinh thudng ding dé diéu tri. D6i tugng va
phuong phap: nghién clru cat ngang nham xac dinh
ty 1& nhiém va tinh khang khang sinh clia cc chl’JQg
Mycoplasma phan lap dugc tai benh vién Da I|eu
Trung ugng nam 2022. Két qua: ,rrong 314 mau
bénh pham sinh duc, 81 (25, 8%) mau dugng tinh Vi
Mycoplasma, bao géom: 3 mau don nhiem vd| M.
hominis, 53 mau daon nhlem vGi U. urealyt|cum va 25
mau dong nhiém. Do tudi dudi 23 va nir gidi 13 nhitng
yéu t6 anh hudng tSi kha ning nhiém Mycoplasma
sinh duc. U. urealyticum don nhiém nhay cam cao
nhat véi pristinamycin (100%), josamycin (98,1%) va
doxycycline (96,2%), dé khadng cao nhat vdi
ciprofloxacin (58,5%) va ofloxacin (39,6%). Khong cé
ching M. hominis don nhiém nao nhay cam vdi
ofloxacin va erythromycin, va cling khong cé chung
nao dé khang vdi doxycycline, josamycin va
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tetracycline. Trong cdc mau ddng nhiém, hai vi khuin
nay nhay cam cao nhat vdi pristinamycin (72,0%) va
doxycycline (60,0%), trong khi d& khang cao nhat vdi
ciprofloxacin  (96,0%), erythromycin (84,0%) va
ofloxacin (80,0%) va cd 5 mau dé khang lai tat ca cac
khang sinh thir nghiém. Két luan: Su khang thudc
cla Mycoplasma véi cac khang sinh théng dung da
dat_ra thach thic 16n trong viéc diéu tri cac bénh
nhiém khuan do Mycoplasma gay ra.

Tur khoa: khidng khang sinh, Mycoplasma,
Mycoplasma hominis, Ureaplasma urealyticum, Bénh
vién Da lieu Trung udng.

SUMMARY
ANTIMICROBIAL CHARACTERISTICS OF
MYCOPLASMA ISOLATED IN NATIONAL
HOSPITAL OF DERMATOLOGY AND

VENEREOLOGY

Mycoplasma hominis and Ureaplasma urealyticum
(collectively called Mycoplasma) are pathogenic
bacteria responsible for various genitourinary
infections in both males and females. These bacteria
inherently exhibit resistance to many antibiotics and
are showing increasing resistance to the others
commonly used for treatment. Methods: This cross-
sectional study aimed to determine the infection rate
and antibiotic resistance profile of Mycoplasma strains
isolated at the National Hospital of Dermatology and
Venereology in 2022. Results: A total of 314 genital
specimens were collected and analyzed, yielding an
overall Mycoplasma positivity rate of 25.8% (81/314).
Of these, 3 samples were single infected with M.
hominis, 53 with U. urealyticum, and 25 presented co-
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infection with both species. Age under 23 and female
gender were identified as independent factors
associated with an increased risk of infection. Among
the single infected U. urealyticum isolates, the highest
susceptibility was observed for pristinamycin (100%),
josamycin (98.1%), and doxycycline (96.2%), while
resistance was highest against ciprofloxacin (58.5%)
and ofloxacin (39.6%). None of the M. hominis
isolates were susceptible to ofloxacin or erythromycin,
and all were sensitive to doxycycline, josamycin, and
tetracycline. In co-infected samples, both bacteria
were most susceptible to pristinamycin (72.0%) and
doxycycline (60.0%), and exhibited the highest
resistance rates against ciprofloxacin  (96.0%),
erythromycin  (84.0%), and ofloxacin (80.0%).
Notably, five samples demonstrated resistance to all
tested antibiotics. Conclusion: The increasing
antibiotic resistance in Mycoplasma, particularly
against commonly used agents, presents significant
challenges in the treatment of genitourinary infections
caused by these pathogens. Keywords: antimicrobial

resistance, Mycoplasma, Mycoplasma  hominis,
Ureaplasma urealyticum, National hospital of
Dermatology and Venereology.
I. DAT VAN DE

Mycoplasma  hominis va  Ureaplasma

urealyticum (goi tdt Ia Mycoplasma) la nhitng vi
khudn ky khi khéng bat budc, thudng dugc tim
thdy ¢ dudng tiét niéu dudi. Hai vi khudn nay
dugc coi la tdc nhan gay ra nhiéu bénh dudng
tiét niéu-sinh duc & ca hai gidi, nhu viém niéu
dao, tuyén tién liét, mao tinh hoan, cd tr cung,
bang quang, viém dm dao do vi khudn, viém
vung chiu.... Thdm chi, ching con co thé gay ra
cac bién chirng nang né nhu viém mang 6i, s6t
sau sinh, v6 sinh, sinh non, thai chdm phat trién
trong t& cung va nhiem trung sd sinh toan than
[1]. Thém vao d6, do khong cod vach t€ bao,
Mycoplasma cé kha ndng dé khang tu nhién vgi
cac khang sinh  nhém beta-lactam va
glycopeptide. Mycoplasma ciing khong nhay cam
v@i sulfonamide hodc trimethoprim bdi chdng
khéng tng hop axit folic. Riéng M. hominis con
c6 kha néng de khéng tu nhién véi erythromycin,
do vay, cang lam gidi han s6 loai khang sinh cé
thé sir dung diéu tri cac nhiém trung do
Mycoplasma gay ra [2]. Tuy nhién, cac nghién
clru gan day da chi ra rang da xuat hién nhitng
chiing Mycoplasma da dé khéng lai ngay ca cac
nhitng nhdm khang sinh con lai [1-5]. Tai Viét
Nam, nhiéu nghién ctu vé& ty 1& nhiém M.
homlnls va U. urealyticum cling da dugc thuc
hién, tuy vay cac nghién cfu phan I6n dudi dang
luan van. Tham chi, hdu hét cac nghién clru da
cong bo trén cac tap chi khoa hoc déu sir dung
ky thudt sinh hoc phan tir va khdng thé xac dinh
muc d6 nhay cam vdi khang sinh cla cac ching
Mycoplasma [6, 7], do vay, s lugng cac nghién

cltu da cong bo trén cac tap chi khoa hoc trong
nuGc vé tinh hinh khang khang sinh cua
Mycoplasma van con han ché. Chinh vi nhiing ly
do trén, ching toi ti€én hanh dé tai “Pic diém
khang khang sinh cia cac ching Mycoplasma
phan lap dugc tai bénh vién Da lieu Trung uong
nam 2022” nham xéc dinh ty 1& nhiém, mot sd
yéu t0 anh hu’dng dén ty lé nhiém va t|nh khang
khang sinh clia Mycoplasma hominis va
Ureaplasma urealyticum tai bénh vién Da lieu
Trung ugng ndm 2022.

II. OI TVONG VA PHUONG PHAP NGHIEN CU'U

2.1. Poi tugng nghién clru. Mau bénh
pham dich sinh duc cta ngudi bénh dén kham
tai bénh vién Da lieu Trung uong nam 2022
dudc cac bac si lam sang chi dinh xét nghiém
nubi cdy Mycoplasma.

2.2. Phuang phap nghién ciru

2.2.1. Thiét ké nghién ciru. Nghién clu
cat ngang.

2.2.2. Ky thuat nghién ciau

- Lay bénh pham Moi nguGi bénh dugc lay
mot mau bénh pham dich sinh duc: dich niéu dao
clia nam gidi hodc dich cd tir cung cltia nit gidi.

- Nudi cdy, dinh danh va khang sinh do:

Mau bénh phdm dugc tién hanh nudi ciy,
dinh danh va lam khang sinh d6 trén bd kit
Mycoplasma IST2 (hang Biomerieux — Phap). Két
qua khang sinh d6 dugc phién giai theo tai liéu
hudng dan cua hang.

- Phan tich dir liéu: SO lieu dugc xu ly
bdng phan mém SPSS Statistics 27 (IBM Corp,
NY, USA). Gia tri p < 0,05 dugc coi la c6 y nghia
thong ké.

2.3. Pao dirc nghién ciru. Nghién cfu dugc
ti€n hanh trén cac mau dich sinh duc cla ngudi
bénh dudc cac bac si lam sang chi dinh nudi cay,
dinh danh va khang sinh d6 Mycoplasma tai bénh
vién Da lieu Trung uong nam 2022, khéng cé bat
ki tdc dong can thi€p nao tGi ngudi bénh. Cac s6
liéu thu dugc chi phuc vu cho muc dich nghién
clu va chdm sdc sic khoe ngudi bénh, khong
phuc vu muc dich khac.

Il. KET QUA NGHIEN cU'U

Trong thdi gian tUr thang 01/2022 dén hét
thang ~12/2022, nghién clfu dugc tién hanh trén
314 mau bénh pham dich sinh duc, trong d6 81
(25 8%) mau du’dng tinh vgi Mycoplasma, bao
gom: 3 (1, 0%) mau don nhiém véi M. hominis,
53 (16,9%) mau dan nhlenj vGi U. urealyticum
va 25 (8,0%) mau ddng nhiém véi ca 2 vi khuan
(hinh 1).
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Hinh 1. Tinh hinh nhiém Mycoplasma
(N=314) )

Lfa tudi dudi 23 cd khd nang nhiém
Mycoplasma cao nhét so véi cac nhdm tudi khac.
N gidi c6 kha nang bi nhiem Mycoplasma cao
hon so véi nam gigi (aOR = 2,59; p<0,001).
Khong c6 su' khac biét cé y nghia th6ng ké vé
kha nang bi nhiem Mycoplasma gilra nguGi bénh
& thanh ph6 va néng thén (aOR = 1,00; p=1).
Khong c6 su’ khac biét cé y nghia thong ké vé
kha nang mac vi khuén nay gilta cdc nhém ngudi
bénh cd chan dodn viém niéu dao, bénh dudc
sinh duc hodc khong cé triéu chirng (bang 1).

Badng 1. Mot so'yéu té'anh huong dén ty
1é nhiem chung (N=314)

M hominis (n=3)  U. urealyticum (n=353) Déng nhiém (n=23)

Yéutsanh | P9 | aoR |
3 d ~ o,
huéng t3ng s6 ca (95%CI)
<23 18/42 1
2330 | 27/123 | 1%?0291) 0,03
Tuoll 3949 249 | ! 28) 017
0,43
>40 12/59 o 1hi 07 07
Ciic'!i Nam 42/217 : {59 -
tinh) N& | 3997 |4,504,47)0,001
Nogi | Thanh pho 60/225 1
R 1,00
tra | NOong thon 21/89 (0,55-1,83) 1
Viém niéu
T 47/199 1
Ché&n[ Banh dudng 1,03
doan| sinhduc | 38 g 55.1,03) %92
Khong triéu 1,63
chirng 20/77 |0,74-3,58) %23

aOR: adjusted odd ratio (ty sudt chénh da hiéu
chinh), CI: confident interval (khoang tin cay)

Trong 3 ching M. hominis don nhiem, khong
cd ching nao nhay cam véi ofloxacin va
erythromycin, va cling khong c6 ching nao dé
khang vdi doxycycline, josamycin va tetracycline.
2 chdang con nhay cam véi doxycycline,
josamycin, pristinamycin va tetracycline va 2/3

80

chung dé khang vdi ofloxacin, erythromycin va
clarithromycin (bang 2).

Bang 2. Tinh khdng khang sinh cua cac
chung M. hominis don nhiém (n=3)

Khang
sinh | DOT | JOS | OFL | ERY | TET | CIP | AZM | CLA | PRI
Két qua
Nhay 2 2 0 0 2 1 1 1 2
Trung gian 1 1 1 1 1 1 1 0 0
Khing 0 0 2 2 0 1 1 2 1

DOT: Doxycycline; JOS: Josamycin; OFL:
Ofloxacin; ERY: Erythromycin; TET: Tetracycline;
CIP: Ciprofloxacin; AZM: Azithromycin; CLA:
Clarithromycin; PRI: Pristinamycin.

Cac chang U. urealyticum phan lap dugc déu
nhay cam hoan toan vdi pristinamycin (100%) va
khéng ¢ chung nao dé khang véi josamycin. Ty
€ nhay cam cua U. urealyticum vdi josamycin,
doxycycline va clarithromycin lan lugt la 98,1%,
96,2% va 88,7%. Vi khudn nay dé khang cao
nhat vd&i ciprofloxacin (58,5%) va ofloxacin
(39,6%) (hinh 2).
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H De khang

Hinh 2. Tinh khang khang sinh cua cdc

chidng U. urealyticum don nhiém (n=53)
Mau dong nhiem cad M. hominis va U.
urealyticum cho thay hai vi khudn nay nhay cam
cao nhat vdi pristinamycin  (72,0%) va
doxycycline (60,0%) trong khi dé khang cao
nhat vdi ciprofloxacin (96,0%), ti€p doé la
erythromycin  (84,0%), ofloxacin (80,0%),
azithromycin va clarithromycin (déu 76,0%) (hinh
3). Nghién cttu phan 1ap dugc 5 chiing dé khang lai

tat ca cac khang sinh dugc thir nghiém.

e
Pristinamycin 72.0%
76.0%

[mung gian ®Nhay cam

Clanthromycin =57

Azithromycin 76.0%

Ciprofloxacin  ®§5e;

Tetracycline

Erythromycin 84.0%

Ofloxacin =575 80.0%

Josamycin

Doxycycline | 280

60.0%
100%

®Dé khang I'mung gian ®@Nhay cam

Hinh 3. Tinh khang khang sinh cua vi
khuén trén cdc mau déng nhiém (n=25)
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IV. BAN LUAN i

Két qua nghién clu tai bénh vién Da lieu
Trung udng nam 2022 cho thdy ty 1& nhieém
Mycoplasma sinh duc la 25,8%, vdi ty I1€ nhieém
U. urealyticum cao hon M. hominis (lan lugt la
16,9% va 1,0%). Két qua nay tuong tu vdi cac
nghién clu trudc day ca trong va ngoai nudc,
khang dinh réng U. urealyticum thudng phé bién
han M. hominis & ngudi bénh dén kham vé bénh
lay truyén qua dudng tinh duc [2, 3, 5-8]. Diéu
nay co thé la do su phan bd sinh hoc va mdi
trudng cu trd clia cac vi khuén khac nhau, véi U.
urealyticum chi€m uu thé & nhitng vung viém
nhiém ti€t niéu-sinh duc.

Nghién cttu cho thay yéu td gidi tinh c6 anh
hudng dén ty Ié nhiem Mycoplasma, trong do,
phu nir ¢ kha ndng mac Mycoplasma cao han
so vGi nam gigi (OR=2,59, p<0,001). Két qua
nay tuong ducng véi nghién clu cla tac gia Lé
Huy Hoang va cong su, khi cho thdy nir gidi co
kha nang mac Mycoplasma sinh duc cao hon tdi
4,27 Tan (95%Cl 2,69-6,78; p<0,01). Mot s&
nghién cltu trude dd cling chi ra rang phu nir cod
nguy cd nhiém Mycoplasma cao han do cdu trdc
sinh hoc cua hé sinh duc, tao diéu kién thuan Igi
cho su’ phét trién cta vi khuén, trong khi ¢ nam
giGi thi vi khuén cd thé bi rira troi khi nudc tiéu
di qua niéu dao [3, 8]. Bén canh dd, nghién cliu
cling chi ra nhom tudi dudi 23 cd ty 1&é mac
Mycoplasma cao nhat, cho thdy tudi tac cling la
mot yéu td quan trong anh hudng dén kha nang
nhiém bénh, tuong dong vdi nghién clfu cua tac
gid L& Huy Hoang khi cho thdy nhém tudi dudi
24 c6 kha ndng mac bénh cao nhéat so véi cac
nhdm tudi I6n hon [8]. Diéu nay cd thé dugc giai
thich 1& do nhém ngudi tré tudi c6 kha néng hoat
ddng tinh duc manh haon va c6 thé ¢d hanh vi
tinh duc khéng an toan cao han, dé dan dén
nguy cd nhiém khuan niéu sinh duc han.

Két qua nghién clru cho thay U. urealyticum
va M. hominis c6 kha nang khang lai nhiéu loai
thudc khang sinh. Trong 3 ching M. hominis don
nhiém, khong c6 ching nao nhay cam vdéi
ofloxacin va erythromycin, trong khi U.
urealyticum cling cho thdy ty Ié dé khang cao vdi
ciprofloxacin (58,5%) va ofloxacin (39,6%). biéu
nay dong nghia vdi viéc fluoroguinolone, mot
nhém khang sinh thudng dugc s dung dé diéu
tri cdc bénh nhiém khuan sinh duc, d3 mét di
hiéu qua diéu tri d6i vdi cac chung Mycoplasma.
Diéu nay cé thé do viéc st dung khang sinh
khéng hgp ly va kéo dai da dan dén viéc chon
loc tu nhién cac chung vi khudn khang thudc
hodc cac vi khudn da truyén cho nhau cac gen

khang thudc. B6i v6i cac trudng hgp dong
nhiém, vi khudn thé hién mdc do khang thudc
cao vdi nhiéu loai khang sinh, véi ty 1€ khang cao
nhdt doi Vai ciprofloxacin (96,0%) va
erythromycin (84,0%). Pac biét, su xudt hién
cla 5 ching vi khudn khang toan bd céc loai
khang sinh thtr nghiém la mot dau hiéu nghiém
trong vé su phic tap trong diéu tri. Nhitng
chung vi khudn khang thuSc hoan toan nay cb
thé lan rdng va gdy ra cac van dé 16n hon cho
viéc kiém soat va diéu tri bénh trong tuong lai.

Pristinamycin, josamycin va doxycycline la
nhirng khang sinh t6t nhat cé thé si dung dé
diéu tri cac tru‘dng hop don nhiém véi U.
urealyticum, vdi ty 1€ nhay cam lan lugt la 100%,
98,1% va 96,2%. Pay ciing la ba khang sinh co
hiéu qua diéu tri tét nhat trong cac trudng hdp
don nhiém M. hominis. Bdi vdi cac trudng hgp
dong nhiém ca U. urealyticum va M. hominis,
pristinamycin va doxycyclin cho hiéu qua diéu tri
cao nhat, trong khi ]osamlcm bi suy glam kha
nang, ty 1€ nhay cam cla vi khudn & cac mau
dong nhiém chi con 40 ,0%, thdp hon ca
tetracycline (44,0%). Nghién cltu cla tac gia Lé
Huy Hoéng va cOng su' nam 2021 cling tai bénh
vién Da lieu Trung uong cho thay két qua tuong
duang [8], khang dinh day la ba khang sinh nén
dung trong diéu tri cAc nhiém khuan tiét niéu-
sinh duc do Mycoplasma gay ra.

V. KET LUAN i

Nghién cttu vé tinh hinh nhiém M. hominis va
U. urealyticum tai Bénh vién Da liéu Trung udng
nam 2022 da cung cap nhiéu théng tin quan
trong vé ty & nhiém va tinh khang khang sinh
clia cac chung vi khudn nay. Su khang thudc cla
Mycoplasma vdi cac khang sinh th6ng dung da
ddt ra nhiing thach thic I6n trong viéc diéu tri
cac bénh nhiém khuan tiét niéu-sinh duc do cac
vi khudn nay gay ra. Nghién cliu cho thdy su can
thiét phai gidam sat lién tuc tinh hinh khang
khang sinh clia Mycoplasma va ¢ cac liéu phap
diéu tri thay thé& d€ giai quyét méi lo ngai vé sic
khde cdng dong ngay cang tang nay.
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PAC PIEM KIEU GEN, KIEU HINH TREN BENH NHAN
TEO CO’' TUY SONG TAI BENH VIEN NHI TRUNG UONG

Nguyén Thi Hing!, Vii Chi Diing!, Nguyén Ngoc Khanh!

TOM TAT

Teo co thy s6ng la bénh ly than kinh cg di truyén
do dot bién gen ma hoéa cho protein s6ng con cla
neuron (survival moto neuron — SMN) (5g13), muc do
nang cua bénh phu thudc s6 ban sao gen SMN2. Muc
tiéu: mo ta dac dlem kiéu gen SMN1 va SMN2 va m0|
tuceng quan glu’a kiu gen va kleu hinh. Dol tugng va
phucng phap nghlen cllu md ta cdt ngang trén 22
tré SMA dugc lam phan tich gen SMN1, SMN2 bang ky
thuat phan (ng khuyéch dai chudi (Polymerase Chain
Reaction -PCR), k? thuét khuéch dai dau do da moi
dya vao phan Ung ndi (Multlplex I|gat|ondependent
probe amplification -MLPA) va gidi trinh tu' gen. Két
qua: 21 tré co kiéu gen dong hgp tlr mét doan Exon 7
gen SMN1 va 1 bénh nhan cd kiéu gen di hop tu
phtic: ¢cé mat doan exon 7 va 8 8 mét ban sao cua
SMN1 va c6 dot bién phirc tap mat doan nhd kém
chén doan nhd cla ban sao con lai cia gen SMN1
¢.156-165delinsCA (p. Ala53LysfsX3); 20 bénh nhéan
cd 3 ban sao gen SMN2, 1 bénh nhan c6 1 ban sao
gen SMN2 va 1 bénh nhan cé 4 ban sao gen SMN2.
T4t ca cic bénh nhan ¢ 3 hodc 4 ban sao gen SMN2
c6 kiéu hinh SMA 1II, 1 bénh nhan c6 2 ban sao gen
SMN2 c6 kiéu hinh SMA I. Két luan: Da s6 cac bénh
nhan SMA cé kleu gen dong hgp tu’ mat doan exon 7
gen SMN1, s6 ban sao SMN2 c6 méi ‘tuong quan Vi
ki€u hinh cta bénh nhi SMA. Bénh nhan c6 2 ban sao
gen SMN2 c6 kiéu hinh SMA 1, bénh nhan ¢ 3 hodc 4
ban sao gen SMN2 c6 kiéu hinh SMA IL.
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Spinal muscular atrophy (SMA) is an autosomal
recessive neuromuscular disorder caused by mutations
in the survival motor neuron (SMN) gene, with the
severity influenced by the number of SMN2 gene
copies. Objective: To characterize the SMN1 and
SMN2 genotypes and the correlation between
genotype and phenotype. Method: This cross-
sectional descriptive study was conducted on 22
children with SMA, analyzing their SMN1 and SMN2
genes using PCR, MLPA, and gene sequencing
techniques. Results: Twenty-one children had a
homozygous genotype with a deletion of exon 7 in the
SMN1 gene. One patient had a complex heterozygous
genotype with a deletion of exons 7 and 8 in one
SMN1 copy and a complex mutation involving a small
fragment deletion along with a small fragment
insertion in the other SMN1 copy c.156-165delinsCA
(p. Ala53LysfsX3). Regarding the SMN2 gene, 20
patients had 3 copies, one had 1 copy, and one had 4
copies. All patients with 3 or 4 copies of the SMN2
gene displayed the SMA II phenotype, while those
with two copies of the SMN2 gene exhibited the SMA I
phenotype. Conclusion: Most SMA patients had a
homozygous deletion of exon 7 in the SMN1 gene, and
the number of SMN2 copies correlated with the
phenotypic expression of SMA in pediatric patients.
The patients with 2 copies of the SMN2 gene
presented the SMA I phenotype, whereas patients
with 3 or 4 copies of the SMN2 gene displayed the
SMA 1II phenotype. Keywords: Spinal muscular
atrophy, SMN1 gene, SMN2 gene

I. DAT VAN DE

Teo cd tuy s6ng (spinal muscular atrophy -
SMA) Ia bénh ly than kinh cg di truyén lan nhiem
sic thé thudng do dét bién gen md hda cho
protein s6ng con cua neuron (survival moto
neuron — SMN) (5q13) [1]. Hau hét ngudi bénh
mac teo cd tdy co mat doan dong hop tr exon 7
cta gen SMN. Gen SMN2 khac vung ma hoa cla
gen SMN1 & mét base & exon 7 (c.840C>T). Do
su’ khac nhau nay ma SMN2 hau nhu khong san
xuat protein SMN & ngudGi binh thudng. Tuy



