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MOI LIEN QUAN GIU*A KIEM SOAT HEN VA KY THUAT
SU’ DUNG TURBUHALER O BENH NHAN HEN

Nguyén Thu Minh Tam?!, P4 Thi Twong Oanh!

TOM TAT

Muc tiéu: Ky thudt str dung dung cu h|t déng vai
tro rat quan trong trong diéu tri hen va cé Ilen quan
dén viéc kiém soat bénh. Nghién citu nhdm xac dinh ti
lé bénh nhan hen si dung dung cu Turbuhaler
(AstraZeneca) khong dung cach va tim m0| lién quan
gitta mdrc kiém sodt triéu chiing hen vdi cac budc sir
dung Turbuhaler khong dung cach. Poi tugng va
phuong phap: Nghlen cliu cat ngang trén 200 benh
nhan hen ngoai trd cd sur dung Turbuhaler. Tat ca
bénh nhan déu dugc danh gia muc kiém soat hen
theo GINA 2021 va thang diém ACT. Cach sur dung
Turbuhaler dugc danh g|a theo bang kiém 9 budc va
coi test. Két qua: Ti Ié sur dung Turbuhaler khong
dung cach la 74,0% va ti 1€ sai it nhat mot budc thiét
yéu la 37,5%. su dung Turbuhaler khong dling céach
lam t3ng nguy cd kiém soét triéu ching hen kém theo
GINA (OR hiéu chinh=3,30; KTC 95% 1,50-7,30;
p=0,003) va theo thang diém ACT (OR h|eu
chinh=1,43; KTC 95% 1,11-1,84; p=0 006) Khong nin
thd it nhat 5 gidy sau hlt la I0| duy nhat lién quan déc
lap vé&i mic kiém soét triéu chitng hen kém hon theo
GINA (OR hiéu chinh=2,24; KTC 95% 1,10-4,58;
p=0,027). Két luan: Ky thuat st dung Turbuhaler
khong dlng cach & bénh nhan hen chiém ti 1& cao va
c6 lién quan déc lap véi mic kiém sodt triéu chiing
hen kém. 7w khoa: Mitc kiém soat triéu chu‘ng hen,
ky thuat sir dung dung cu hit, binh hit bot kho,
Turbuhaler

SUMMARY
RELATIONSHIP BETWEEN ASTHMA SYMPTOM
CONTROL AND TECHNIQUE USING THE
TURBUHALER AT ASTHMA PATIENTS
Objectives: Inhalation technique plays a very
important role in asthma treatment and is related to
disease control. The study aimed to determine the
proportion of asthmatic patients using the Turbuhaler
device (AstraZeneca) improperly and to find the
relationship between asthma symptom control and
improper steps of using Turbuhaler. Subjects and
methods: Cross-sectional study on 200 outpatient
asthma patients using Turbuhaler. All patients were
assessed for asthma control according to GINA 2021
and ACT scores. Turbuhaler usage is evaluated
according to a 9-step checklist and whistle device.
Results: The rate of incorrect use of the Turbuhaler
was 74.0% and the rate of incorrect at least one
essential step was 37.5%. Improper use of Turbuhaler
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increased the risk of poor asthma symptom control
according to GINA (adjusted OR=3.30; 95% CI 1.50-
7.30; p=0.003) and the ACT scale (adjusted OR
=1.43; 95% CI 1.11-1.84; p=0.006). Failure to hold
breath for at least 5 seconds after inhalation was the
only error independently associated with poorer
asthma symptom control according to GINA (adjusted
OR=2.24; 95% CI 1.10-4.58; p= 0.027). Conclusion:
The incorrect technique of using Turbuhaler in
asthmatic patients accounts for a high proportion and
is independently associated with poor asthma
symptom control.

Keywords: Level of asthma symptom control,
inhaler technique, dry powder inhaler, Turbuhaler

I. DAT VAN PE

Hen la mot trong nhitng bénh ly hd hap man
tinh phé bién, cé anh hudng quan trong dén chat
lugng cubc s6ng cua bénh nhan. Cac thuGc
khang viém va dan phé quan dang hit cho dén
nay van la cac loai thudc hang dau dé diéu tri
hen, gilip tdng hiéu qua tai chd va giam tac dung
phu toan than. Viéc dam bao bénh nhéan sir dung
dung cu hit phu hgp va ddng cach la mot trong
nhi*ng diém then chét trong viéc diéu tri hen [1].
Ti 18 bénh nhan hen dat dugc kiém soat hen t6t
van con thap tai Viét Nam (39,7%) [2] va ti lé
bénh nhan dung dung cu hit khéng ding cach
vGi nhiéu loai dung cu hit khac nhau van chua
dugc khdo sat day du. Nhing bénh nhan su
dung dung cu hit khong ding cach cd nguy co
hen khong kiém sodt cao han [3] va biét dugc
nhu’ng I6i sai cu thé nao lién quan dén hiéu qua
kiém soat hen gilp cai tién viéc huéng dan kY
thuat sir dung dung cu hit va gop phan cai thién
két cuc hen cho bénh nhan. Chang t6i thuc hién
nghién clru nay nham 2 muc tiéu:

- Xdc dinh t7 1é bénh nhdn hen su’ dung
Turbuhaler khéng ding cach

- Xdc dinh méi lién quan giita muc kiém sodt
triéu chung hen vdi cdc bubc s dung
Turbuhaler khdng dung cdch

Il. DOI TUONG VA PHUONG PHAP NGHIEN CUU

2.1. Thiét ké nghién ciru: Nghién clru cat
ngang mo ta

Tiéu chudn chon mdu: Bénh nhan hen
ngoai tru, dang diéu tri va cd ho sd theo doi
bénh tai ph(‘)ng quan ly hen bénh vién Nhan Dan
Gia Pinh, > 18 tudi va <80 tudi, st dung
Turbuhaler Symbicort trong it nhat 3 thang gan
day, dong y tham gia nghién c(ru.
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Tiéu chudn loai ra: Pang c6 con hen hodc
caén hen phai nhap vién trong 1 thang trudc, co
chdng 18p hen — bénh phéi tdc ngh&n man tinh,
dan phé& quan, viém phdi md k&, ung thu phdi di
kém, dung corticosteroid va hoac khang sinh
udng trong 1 thang trudc, dung corticosteroid
udng, theophylin hodc thudc kiém soat hen dang
hit khac, r6i loan tam than, sa sut tri tué, 1 lan,
khong tu sir dung dugc dung cu hit, ¢ thai.

2.2. Phuong phap thong ké

Cac dr liéu sé dugc ma hdéa va nhap vao
phan mém SPSS 20. S{r dung hdi quy logistic th{
tu’ don bién va da bién dé khao sat mai lién quan
gilta mdrc kiém soéat hen vdi ky thudt st dung
Turbuhaler va mot s bién lién quan khac, bién
s6 co p<0,20 trong mé hinh don bién dugdc dua
vao md hinh da bién. Phép kiém cé YNTK khi
p<0,05.

Dinh nghia bién s6: Danh gid mic kiém
soat triéu chirng hen theo GINA va bang cau hoi
ACT [1]. Panh gid mic tuan tha dung thudc hit
theo bang ciu hoi TAI [4]: 50 diém la tudn thu
t6t, 46 - 49 di€ém la tudn tha trung binh va < 45
la khéng tuén thu. Banh gid ky thuat dung
Turbuhaler theo bang kiém 9 budc.

Bang 1. Bang kiém su’ dung Turbuhaler
9 budc [5]

Budc 1*: Thao ndp

BuGc 2*: Gilr binh thang ding

Budc 3*: Xoay dé ngugc chiéu kim déng ho
va xoay ngudc lai dén khi nghe tiéng cach

Budc 4: Thd ra hét

Budc 5: Thd ra tranh xa miéng binh

Budc 6: Ngam kin miéng binh

Budc 7*: Hit vao nhanh manh va sau

Budc 8: Nin tha it nhat 5 gidy sau hit

Budc 9: Thd ra tranh xa miéng binh sau hit

Cac budc thiét yéu. Sr dung Turbuhaler
ddng cach khi lam dung tat ca 9 budc trong
bang ki€ém va khéng duing céch khi lam sai bt ky
budc nao trong bang kiém. Danh gia luc hit vao
& budc 7 bdng coi test: “Dang” khi bénh nhan hit
vao > 2 gidy va coi thir phai kéu ngay tir dau cua
thi hit vao. ‘Bang cac budc thi€t yéu' khi lam
dang hét cac budc 1, 2, 3 va 7 va ‘sai’ khi lam
sai it nhat mot trong cac budc trén.

. KET QUA NGHIEN cCUU

T thang 11/2020 dén thang 05/2021, sau
khi loai trlr nhitng bénh nhdn c6 dung thudc
corticosteroid uéng hodc c6 bénh di kém khac,
ching t6i thu nhan dugc 200 bénh nhan hen
dang st dung Turbuhaler. D9 tudi trung binh clia
BN chung téi la 57,1+£10,6. Nt chiém 75%. Ti lé

bénh nhan dugc chdn doan hen sau 40 tudi la
51,0%. Thai gian s dung Turbuhaler trung vi la
4 nam. 91% bénh nhan dung liéu phap ngtra can
va cat con trong cing mot binh hit Symbicort
(MART).

3.1. Mirc kiém soat hen va mirc tuan
thu dung thudc hit. Bénh nhan c6 kiém soat
triéu chirng hen hoan toan theo tiéu chudn GINA
chiém da s6 (59,5%). Trong khi dé néu dung
thang diém ACT, ti I& hen kiém soat mét phan la
50,0%. Trong ca hai tiéu chuén, hen khdng kiém
soat déu chiém ti Ié thap nhat (9,5% va 16,0%
[an lugt theo GINA va theo thang diém ACT.

C6 36,5% bénh nhan tuan thu tét véi diém
TAI 50 diém, 45,5% bénh nhan tuén thu trung
binh (TAI 46-49 diém) va chi c6 18,0% bénh
nhan tudn thu kém (TAI <45 diém). Diém TAI
trung vi la 48 diém, vdi bach phén vi thr 1 va 3
lan luct 1a 46,5 va 50 diém.

3.2. Ky thuat sir dung Turbuhaler. C6
148 bénh nhan (74,0%) st dung Turbuhaler
khong didng cach (cé it nhat 1 budc sai), va co
75 bénh nhan (37,5%) lam sai it nhat mot budc
thiét yéu (budc 1, 2, 3 hay 7). Nhiéu bénh nhan
lam sai nhat & budc 4 — tha ra hét trude khi hit
vao (59%). Cac budc co ti 1€ sai nhiéu ti€p theo
la budc 8 — nin tha it nhat 5 gidy sau khi hit,
budc 2 — gilr binh thdng ding trudc khi xoay dé
va budc 7 - hit vao nhanh manh va sau, vdi ti €
lam sai lan lugt la 31,5%; 18,5% va 16,0%.
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Hinh 1. Ti I1é bénh nhan hen lam sai trong
cac budc sir dung Turbuhaler

3.3. Mdi lién quan giira mirc kiém soat
triéu chirng hen va ky thuat s dung
Turbuhaler

3.3.1. Mirc kiém sodt hen theo GINA va
ky thuat sur dung Turbuhaler. Khi phan tich
dan bién, chung t6i ghi nhan c6 maGi lién quan y
nghia gilta mdc kiém soat hen theo GINA vGi ky
thuat st dung Turbuhaler OR=2,50 (p=0,010).

Cac bién s6 khac dugc dua vao phan tich da
bién gom: Viém mdi di (’'ng, trao ngugc da day
thuc quan, dai thao dudng, tang huyét ap, tién

359



VIETNAM MEDICAL JOURNAL N°1 - DECEMBER - 2022

hen han so vdi ngudi cd ky thuat sir dung ding
cach 3,30 lan (KTC 95% 1,50-7,30; p=0,003).
Cac yéu to khac cé lién quan doc lap véi mic
nhan cd ky thudt s dung Turbuhaler khéng kiém soat hen la diém TAI, tién c&n viém miii di
ding céch c6 nguy cd kém kiém sodt triéu chiing  (ing va ¢ can hen trong ndm qua.

Bang 2. Cic yéu té'lién quan déc Iap vdi mic kiém sodt hen theo GINA

cdn di (ng, dung liéu phap MART, diéu tri kem
Montelukast, diém TAI, tudi, cd can hen nam qua.
Sau khi hiéu chinh véi cac bién trén, bénh

. KS hoan KS Khong OR
Pic diém toan mot phan KS (KTC 9"!.:%) p
(n=119) (n=62) (n=19)
D““clga:;’gg'c'}f:'ﬁzo'}:)°“9 80 (67,2%)| 52 (83,9%)| 16 (84,2%) (1’5?3_370’ 30) | 0003
Viém mai di (g, n (%) | 59 (49,6%) | 46 (74,2%) | 16 (84,2%) | 3,47 (1,62-7,41)| 0,001
biém TAI, 49,0 47,5 47,0 0,83 0.001
trung vi (BPV1-BPV3) (47,0-50,0) | (45,0-49,3) | (44,0-50,0) (0,75-0,92) !

Co can hen nam qua #,n(%)| 15 (12,6%) | 7 (11,3%) | 10 (52,6%) | 3,02 (1,28-7,11) | 0,009

Khi thay thé ky thuat sir dung Turbuhaler
bang ky thudt thuc hién cac budc thiét yéu,
chiing téi cling ghi nhan rdng mdc ki€ém soat hen
kém han theo GINA lién quan cé y nghia vdi viéc
bénh nhan cd sai it nhat mét budc thiét yéu
trong kY thuat sir dung Turbuhaler v&i OR=2,12
(p=0,010) va van con y nghia sau phan tich da
bién vgi OR hiéu chinh=2,11 (KTC 95% 1,11-
4,01; p=0,023).

3.3.2. Miac kiém soat hen theo thang
diém ACT va ky thudt su’ dung Turbuhaler
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Kiém soat hoan toan
Hinh 2. T7 /é cdc muc kiém soat hen theo diém
ACT theo téng sé cac budc dung Turbuhaler sai

Chudng t6i khong tim thdy mai lién quan giira
mic kiém soat hen theo thang diém ACT véi ky
thuat st dung Turbuhaler hay ky thuat thuc hién
cac budc thiét yéu khi phan tich don bién. Tuy
nhién, ching tdi thdy rang bénh nhan cé tdng s6
budc sai cang nhiéu thi mdc kiém soat triéu
chitng hen cang kém vdéi OR=1,46 (KTC 95%
1,16-1,82; p=0,001).

Cac bién s6 khac dugc dua vao mo hinh da
bién gém: tudi, nghé nghiép, trinh d6 hoc vén,
tudi dudc chdn doan hen, tién cdn gia dinh hen,
tién can di ing, chich nglra cim nam qua, viém
mii di ing, trao ngudc da day thuc quan, bénh
tim thi€u mau cuc bo, tang huyét ap, dai thao
dudng, c6 con hen nam qua, dung li€u phap
MART, diéu tri kém Montelukast va diém TAIL.

Sau khi phén tich da bién, bién tong s§ budc
sai van lién quan doc 1ap vdi mic kiém soét triéu
chirng hen kém hon theo diém ACT véi OR hiéu
chinh la 1,43 (KTC 95% 1,11-1,84; p=0,006).
Bén canh do, tién can gia dinh bi hen, tién can di
(rng, viém mii di tng, bénh tim thi€u mau cuc
bd, c6 con hen ndm qua va diém TAI cling lién
quan doc 1ap v&i mic kiém soat hen.

Bang 3. Cic yéu té'lién quan déc I3p véi mic kiém soat hen theo diém ACT

Pac diém OR hiéu chinh KTC 95% p
Co gia dinh bi hen 1,93 1,04-3,57 0,037
Co tién can di Ung 2,00 1,06-3,78 0,032
Co viem miii di Ung 2,34 1,17-4,70 0,017
C6 bénh tim thi€éu mau cuc bo 2,68 1,12-6,41 0,027
Co caon hen nam qua 2,48 1,06-5,82 0,037
biém TAI 0,78 0,90-0,87 <0,001
S0 bu'éc sai nhiéu hon 1,43 1,11-1,84 0,006

3.4. Mai lién quan giira mirc kiém soat hen va cac buéc sir dung Turbuhaler

3.4.1. Mirc kiém sodt hen theo GINA va cdc budc si’ dung Turbuhaler

Qua m6 hinh don bi€n, bénh nhan xoay d€ khong dlng cach, khéng hit vao nhanh manh va sau,
khéng nin thg it nhat 5 gidy hay khéng thd ra trdnh xa dau binh sau hit c6 nguy c6 mdc kiém soét
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triu chung hen thap hon theo GINA. Tuy nhién, ¢ md hinh da bién, chi con buGc nin thd it nhat 5
gidy sau hit lién quan doc lap véi mirc kiém soat triéu chirng hen theo GINA, OR hiéu chinh=2,24

(KTC 95% 1,10-4,58; p=0,027).

Bang 4. Hoi quy logistic thir tu’ don bién va da bién giira kiém soat triéu ching hen

kém theo GINA va cdac buoc su’ dung Turbuhaler

Y Pon bién Pa bién *

Bu'dc st dung Turbuhaler OR | KTC 95% D ORne KTC 95% D
Khdng gilf binh thang dirng khi xoay € | 1,71 | 0,86-3,40 | 0,127 | 1,20| 0,53-2,70 | 0,657
Khong xoay dé ngudc chiéu kim dong ho

va xoay ngudc lai dén khi nghe ti€éng cach 2,58 | 1,03-644 | 0,043 | 1,96| 0,67-5,75 | 0,222
Khong thd ra hét 1,70 | 0,96-3,02 | 0,070 | 1,99| 0,98-4,02 | 0,055
Khong thd ra tranh xa dau binh 2,16 | 0,57-8,17 | 0,257 - - -
Khong ngam kin miéng binh 2,62 | 0,57-11,97| 0,215 - - -
Khong hit vao nhanh manh va sau 2,28 | 1,11-4,70 | 0,026 | 1,76| 0,74-4,20 | 0,200
Khong nin thé it nhat 5 giday sau hit | 3,34 | 1,84-6,05|<0,001|2,24| 1,10-4,58 | 0,027
Khong thd ra tranh xa dau binh (sau hit) | 8,04 | 1,22-53,05| 0,030 |2,77]| 0,31-24,79 | 0,364

*Hiéu chinh vdi cac yéu td: tudi, tién can di
Ung, viém mii di Ung, viém xoang, GERD, THA,
DTD, liéu phdp SMART, diéu tri kém
Montelukast, diém TAI va con hen ndm qua.

3.4.2. Muac kiém soat hen theo thang
diém ACT va céc budc sir dung Turbuhaler

Budc nin thd it nhat 5 gidy sau hit la budc
duy nhat cé anh hudng y nghia dén mic kiém
soat hen theo diém ACT khi phén tich don bién
vGi OR=2,06 (KTC95% 1,16-3,68;p=0,014).
Nerng sau khi hiéu chinh, khdng cé 16i sai cu thé
nao lién quan ddc 1ap vdi mic kiém soat hen.

IV. BAN LUAN

4.1, Ky thuat sir dung Turbuhaler khong
dang cach: Ti I€ bénh nhan co6 ky thuat st dung
Turbuhaler khong ding cach trong nghién clu
cla chdng toi kha cao (74,0%) va ti Ié bénh
nhan lam sai it nhat mot budc thiét yéu la
37,5%. Két qua nay kha tuadng dong vdi ti I1€ lam
sai budc thi€t yéu cla Maher (44,0%) [6]. Su
khac biét vé ti 1é bénh nhan s dung dung cu hit
khdng dung cach qua cac nghién clu co thé giai
thich do cac nghién cru ti€n hanh trén doi tugng
dan s6 khac nhau, st dung cac bang kiém va
quy udc thé nao la ky thuat sir dung ding khac
nhau. Nhin chung, viéc s dung dung cu hit
kh6ng ddng cach ludn la mot van dé thudng gap
va can quan tam & bénh nhan hen.

4.2. Cac 16i thudng gip khi sur dung
Turbuhaler: Ching t6i ghi nhan 16i phd bién
nhat la khong thd ra trudc khi hit vao (59,0%),
khong nin thé du 5 gidy sau hit (31,5%) va
khdng gilt binh thang ding trudc khi xoay dé
(18,5%). Hit vao khong di manh va sau la budc
sai nhiéu th& 4 (chi€m 16,0%) & nhdm nghién
clu clia ching t6i. Loi nay chi€ém ti Ié cao han

trong nghlen cfu cla Maher (52 2%)[6]. Suv
khac nhau vé cac I6i thu’dng gap c6 thé do khac
biét vé théi quen va van hda & tirng vung. Ngoai
ra, cac nghién cltu trén khéng dung coi thr dé
danh gia luc hit cia bénh nhan nhu chdng toi.

4.3. Méi lién quan giira mirc kiém soat
triéu chirng hen va ky thuat sir dung
Turbuhaler: DU mirc kiém soat triéu chirng hen
dudc danh gia theo GINA hay thang diém ACT,
ching t6i déu tim thdy maGi lién quan gilra ky
thudt st dung Turbuhaler va muc kiém soét hen.
S(r dung bang kiém 9 budc cho Turbuhaler tuong
tu vGi nghién cltu cla chdng toi, tac gid Maher
cho biét bénh nhan khong sai budc thi€t yéu nao
c6 kha néng hen dudc kiém sodt (ACT=20 diém)
cao haon vdéi OR hiéu chinh=2,30 (KTC 95%
1,08-4,77; p=0,028) [6]. Nghién clru clia Koya
T. trén 290 bénh nhan hen ngoai tru tai Nhat
Ban cung ghi nhén rang & nhdom bénh nhan cé
tong s6 16i sai bé hon trung vi, ti 1& hen dugc
ki€ém soat cao han nhém bénh nhan c6 nhiéu 10
sai han vdi OR hiéu chinh=2,19 (KTC 95% 1,30-
3,71; p=0,003) [7].

Khi xét theo thang diém ACT, ching toi
khdng tim thdy dugc budc cu thé nao cb lién
quan doc 1ap dén mic kiém soat hen. Chung toi
chi tim dugc budc nin thd it nhat 5 giay sau hit
c6 lién quan ddc 1ap véi mdc kiém soat hen theo
GINA vGi OR hiéu chinh=2,%4 (KTC 95% 1,10-
4,58; p=0,027). Du erc'Sng dan s dung cta nha
san xudt khong yéu cdu, budc nay da dugc bao
gbm trong nhiéu bang kiém da dugc cong b cla
Turbuhaler va trong hudng dan st dung binh hit
bot khé ciia GINA. Mot nghién cltu vé vai tro cla
viéc nin thd sau hit khi st dung binh hit bot kho
trén bénh nhan bénh phéi tdc ngh&n man tinh da
chi ra rdng thao tac nay gilp tang lugng thudc
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dén phdi tir 11,3% dén 26,5%, trung binh la
21,4%. Tham chi néu bénh nhan nin tha lau hon
(25 gidy), tac dung nay con tang lén dén 42,4% [8].

Han ch€ cla nghién clru: SO lugng bénh
nhan hen khdng kiém soat clia chung tdi kha it
va thdi gian thuc hién cé han khién cho d6 manh
cla muc tiéu 2 cé phan giam di. Chung t6i khao
sat it thao téc cu thé hon va cac thdng tin chiing
toi thu thap cd thé kho tradnh dudc sai s6 do nhd
lai. Ky thuat sir dung Turbuhaler cia bénh nhéan
chi do mdt ngudi quan sat nén cé thé danh gid
chi quan. Cudi cung, day la nghién cliu cdt
ngang nén nhitng maGi lién quan tim dugc chi
mang tinh chat khai ggi gia thuyét va kho thiét
Idp mdi tugng quan nhan qua.

V. KET LUAN

Ky thuat s dung Turbuhaler khong ding
cach & bénh nhan hen chiém ti I& cao va cd lién
quan déc 1ap v6i mlc kiém soat hen kém theo
GINA hodc thang diém ACT. Nin thd it nhat 5
gidy sau hit cé lién quan ddc 1ap dén mic kiém
soat triéu chiring hen theo GINA.
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XAC PINH POT BIEN GEN DYSTROPHIN, PHAT HIEN
NGU'OT LANH MANG BENH LOAN DU'ONG CO' DUCHENNE
BANG KY THUAT GIAI TRINH TU’ GEN

TOM TAT

Loan dufdng ¢d Duchenne (DMD) la benh di
truyén 13n trén nhiém sic thé giGi tinh X, gdy nén do
dot bién gen dystrophin. Ngudi me mang gen
dystrophin dot bién cb kha nang truyén bénh cho 50%
con trai va truyen gen bénh cho 50% con ga| cta ho.
Phat hién nger| lanh mang gen bénh cho cac thanh
vién gia dinh va chan doan trudc sinh sé& gitp glam ty
&€ bénh nhén DMD trong cdng dong. Muc tiéu: 1)
Phat hién dot bién gen dystrophin trén bénh nhan
DMD bang ky thudt gidi trinh tu gen. 2) Phat hién
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ngerl lanh mang gen bénh & cac thanh vién gia dlnh
€6 quan hé huyét thong véi bénh nhan. Poi tugng va
phuang phap nghién ciru: 12 bénh nhan dugc chan
doan xac dinh DMD d& dugc xét nghiém khong phat
hién thay dét bién mat doan va lap doan gen
dystrphin bang ky thuat MLPA; cac thanh vién nif gia
dinh bénh nhan DMD (me, ch| em ga| bénh nhan)
dugc Iua chon de tlen hanh nghién clru. DNA dugc
tach chiét tir mau mau cla bénh nhan va cac thanh
vién gia dinh bénh nhan. Str dung ky thuét g|a| trinh
tu gen dé xac dinh dot bién gen dystrophln Két qua:
ba phat hién dugc 12/12 (100%) trudng hgp bénh
nhan cé dot blen dlem trong dé c6 6/12 (50%) benh
nhan dugc xac dinh cd dot bién thay thé& nucleotid va
tao ma két thic sdm (stop codon); 3/12 (25%) bénh
nhan cé dot bién mat mot hoac nhiéu nucleotid; 3/12
(25%) dot bién tai vi tri cat ndi gen (splicing site);
8/12 nguGi me bénh nhan va 3/6 thanh vién gia dinh
la chi em gai bénh nhan dugc phat hién la ngudi lanh
mang gen bénh.
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