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TOM TAT

Dt van dé: Bénh déng kinh la mét rbi loan ctia ndo, duoc diac trieng boi khuynh hudng man tinh trong viéc phat
sinh céc con co giat, gay ra cac hau qué vé sinh hoc than kinh, nhan thire, tam ly va xa hoi. Tim hiéu vé déc diém Iam
sang, can lam sang va nguyén nhén gay bénh dic biét nguyén nhén di truyén sé gilp béac sT tién long va lwa chon
phuong phép diéu tri thich hop

Doéi twong, phwong phdp: Nghién ciru mé té cat ngang trén 41 bénh nhi duéi 16 tudi dwoc chén doan xéc dinh
doéng kinh va cé lam xét nghiém nhiém séc thé dé tai Trung tdm Nhi, Bénh vién Trung wong Hué tir thang 3/2022 dén
thang 9/2023.

Két qua: Nhom tudi khéi phét bénh déng kinh hay gép nhét Ia dudi 2 tudi (85,5%). Con déng kinh toan thé chiém
ty 1é cao nhét (80,5%). Vé can léam sang, dién ndo dé (EEG) c6 séng déng kinh chiém 65,9%; hinh dnh hoc so néo bét
thuong chiém 45,8%. Két qua nhiém séac thé db phét hién 4 truong hop bét thuong, bao gém céc bét thuong cau tric
nhuw mét doan va chuyén doan phtrc tap. Cé méi lién quan cé y nghia théng ké giira bat thuong nhiém séc thé véi tién
Sty chém phét trién tinh than - van déng, dé non, béat thuong trong thai ky, céac bat thuong vé hinh théi co thé va phan
loai bénh ddng kinh (p < 0,05).

Két luan: Péng kinh & tré em thuong khdi phéat sém véi da dang kiéu hinh 1ém sang. Xét nghiém nhiém séc thé dé
déng vai tro quan trong trong chan doan nguyén nhén, dic biét & nhém tré cé6 cham phét trién tinh than - van dong va
béat thurong hinh thai.

Ttr khéa: Bong kinh tré em, nhiém séc thé dé, di truyén, cham phét trién tinh than - van déng.

ABSTRACT
THE ROLE OF CYTOGENETICS IN THE CLASSIFICATION AND PROGNOSIS OF PEDIATRIC EPILEPSY

Ton Nu Van Anh’, Nguyen Tan Cuong? Nguyen Huu Son®

Background: Epilepsy is a brain disorder characterized by an enduring predisposition to generate epileptic
seizures and by the neurobiologic, cognitive, psychological, and social consequences of this condition. Understanding
the clinical and paraclinical characteristics, as well as the etiology - particularly genetic causes - will assist physicians
in prognostication and selecting appropriate treatment strategies.

Methods: A cross-sectional descriptive study was conducted on 41 pediatric patients under 16 years old diagnosed
with epilepsy who underwent Karyotype testing at the Pediatric Center, Hue Central Hospital from March 2022 to
September 2023.
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Results: The most common age of onset was under 2 years old (85.5%). Generalized seizures accounted for the
highest proportion (80.5%). Regarding paraclinical findings, epileptiform discharges on EEG were found in 65.9%,
abnormal brain imaging was observed in 45.8%. Karyotype analysis revealed 4 abnormal cases, including structural
abnormalities such as deletions and complex translocations. Significant associations were found between chromosomal
abnormalities and a history of psychomotor retardation, premature birth, pregnancy abnormalities, and dysmorphic

features (p < 0.05).

Conclusion: Pediatric epilepsy commonly presents with early onset and heterogeneous clinical phenotypes.

Karyotype analysis plays an important role in etiological diagnosis, particularly in children presenting with developmental

delay and dysmorphic features.

Keywords: Pediatric epilepsy, Karyotype, genetic, psychomotor developmental delay.

I. PAT VAN PE

Bénh dong kinh la mdt 16i loan thuong gédp cta
hé¢ than kinh trung wong, dic trung boi sy phong
dién qua murc, déng bd va nhit thoi cia mot nhom
cac no-ron trong ndo. Tan suat mac bénh cao nhat
trong 10 nam dau doi, dic biét 1a nam dau tién. Theo
T chtre Y té Thé gigi (WHO), c6 khoang 50 triéu
ngudi mic dong kinh trén toan cau [1].

Nguyén nhan giy dong kinh rit da dang, bao
gdm ciu trac, chuyén hoa, mién dich, nhidm trung
va di truyén. Trong d6, cac yéu té di truyén, bao
gdm bét thuong vé gen va nhidm sic thé (NST),
ngay cang dugc quan tam [2]. Cac nghién cttu cho
thdy khoang 2 - 3% tong s6 bénh nhan dong kinh
c6 lién quan dén cac hoi ching di truyén hodc bat
thuong NST [3]. Viée xac dinh cac bat thuong nay
khong chi giup chan doan xac dinh nguyén nhan
ma con c6 y nghia quan trong trong tién lugng
bénh, dinh hudng diéu tri va tu van di truyén cho
gia dinh [4].

Tai Viét Nam, cac nghién cuu vé dong kinh
tré em dd duogc thuc hién kha nhiéu, tuy nhién cac
nghién ctru vé nguyén nhan di truyén, dic biét la
nhidm sic thé d6 van con han ché. Xuit phat tir thuc
té d6, ching t6i tién hanh nghién ctru nay nhim mo
ta ddc diém 1am sang, can lam sang va tim hiéu mdi
lién quan giita cac yéu to nay voi bat thuong nhiém
sdc thé db & tré em mac bénh dong kinh.

IL. POI TUQNG VA PHUONG PHAP NGHIEN
cuu
2.1. P6i twong nghién ciru

Gom 41 bénh nhi duéi 16 tudi, duge chan doan
xac dinh dong kinh va dang diéu tri tai Trung tam
Nhi, Bénh vién Trung wong Hué tir thang 3/2022
dén thang 9/2023.

Tiéu chuin chon bénh: Bénh nhi duoc chan doan
xéac dinh dong kinh theo tiéu chuan cta ILAE 2014
(coit nhét 2 con co giat cach nhau > 24 gio, hodc 1
con véi nguy co tai phat cao, hoac c6 hoi chung dong
kinh) va duoc lam xét nghiém nhiém sic thé do.

Tiéu chuén loai trir: Bénh nhan va/hoic gia dinh
bénh nhan khong khong dong ¥ tham gia nghién ciru.
2.2. Phwong phap nghién ciru

Thiét ké nghién ctru: Mo ta cit ngang. Chon miu
theo phuwong phap ldy mau thuén tién.

Phuong phap thu thap sé liéu: Hoi bénh, kham
lam sang va thu thap thong tin tir hd so bénh an.
Céc bién s6 bao gém: dic diém chung, tién str, dic
diém con dong kinh (theo phan loai ILAE 2010),
ddc diém hinh thai, két qua dién ndo d6 (EEG) va
két qua nhiém séc thé do.

2.3. Dao dirc nghién ciru

Nghién ciru da duoc thong qua boi Hoi dong Dao
dirc trong nghién ctru Y sinh hoc. Tat ca phy huynh
hoic ngudi giam ho hop phap ciia bénh nhi déu duoc
giai thich rd vé muyc dich nghién ctru va ty nguyén ky
ban dong thuan tham gia nghién ctru. Thong tin ca
nhan ctia bénh nhi dugc bdo mat tuyét dbi va chi str
dung cho muc dich nghién ctru khoa hoc.

2.4. Phuong phiap xir li s6 liéu

Sé liéu duoc nhép li¢u, lam sach va ma hoa trude
khi phan tich. Phan tich thong ké duoc thuc hién bang
phan mém SPSS, v6i mirc y nghia théng ké p < 0,05.
1. KET QUA
3.1. Pic diém chung va tién sir

Trong tong sb 41 bénh nhi, nhom tudi dudi 2 tudi
chiém ty 1& cao nhat (51,2%). Ty 1&é nam/nix 1a 1,05/1.
V& tién str, chAm phat trién tinh than - van dong la yéu
t6 phd bién nhét (48,8%), tiép theo 1a co giat do sot
(29,3%), bat thudng trong qua trinh mang thai (19,5%).
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3.2. Pic diém 1Am sang va cin lam sang
Tubi khoi phét con dong kinh dau tién chu yéu la
dudi 2 tudi (85,5%). Phan 16n cac con dong kinh kéo
dai dudi 5 phut chiém phan 16n (70,7%). Pac diém
1am sang trong con dong kinh, trong d6 da s bénh
nhi trong con dong kinh c6 rdi loan ¥ thirc chiém ty
1€ 95,1%, co giat (80,5%), tim da niém mac (70,7%),
tang truong luc co (68,3%), tang tiét dam giai (46,3%)
va thap nhét lan luot 13 hai nhom rdi loan nhip thé
(4,9%) va giam truong luc co (2,4%) (Bang 1).
Bang 1: Dic diém 1am sang trong con

Bang 2. Phan loai con dong kinh

0 lwon Ty 1€
Loai con S?nzufl)g (3;) )(;
Con toan thé 33 80,5
Con cuc bo 6 14,6
Con khong 16 loai 2 49

Tré dong kinh c6 bat thuong vé hinh thai co thé
chiém 24,4%.
Pién nio d6 (EEG): Ghi nhan song dong kinh &

Tri¢u chimg Solwgng | 1o 1a (0s) | 27/41 tré (65.9%). Dang song pho bién nhat la song
(n=41) nhon (48,1%) va phtic hgp nhon-song (33,3%),
Réi loan ¥ thirc 39 95.1 song cham kich phat (14,8%) va co 1 (3,7%) truong
hop c6 song loan nhip dién thé cao bénh nhan hoi
Co giat 33 80,5 chung West (Bang 3).
Tim da niém mac 29 70,7 Bang 3: Cac dang song dong kinh
Tang truong luc co 28 68,3 a o lé
- Dang séng dong kinh S0 l_lr(mg TZ le
Tang tiét dam giai 19 46,3 (n=27) (%)
Réi loan nhip tho 2 4,9 Séng nhon 13 48,1
Giam truong luc co 1 2.4 Phure hgp song nhon 9 33,3
Vé phén loai con dong kinh theo ILAE 2010, | Song cham kich phat 4 14,8
con toan thé chiém uu t'hé vai 80,5%, con cuc bo Loan nhip dién thé cao | 3.7
(14,6%) va khong rd loai (4,9%) (Bang 2).

3.3. M6 ta dic diém l1am sang, cAn 1am sang va kiéu hinh ciia tré dgng kinh cé bt thwong nhiém sic

thé do

Két qua phan tich nhidm sic thé, phat hién 4/41 truong hop bat thuong, bao gdom: 46,XY,del(3)(q29);
46,XY,del(13)(q12q14); Bat thuong ciu trac phic tap lién quan cac NST 2, 3, 5 va 13; 46,XX,del(9)(q33).
Céc trudng hop bt thuong nay duge mé ta dic diém ¢ Bang 4, Bang 5 va Bang 6.

Bang 4: Mo ta cac dic diém chung

Pic diém

Trwong hop 1

Truong hop 2

Truong hop 3

Trwong hop 4

Két qua nhiém

46, XY, del(3)

46, XY, del(13)

Bit thuong cdu trac

46, XX, del(9)

thai

tién dao trung tim

trong ndo

sic thé do (929) (q12q14) pl}lﬁ:c tap lién~ quan | (g33)

dén nhiéu nhiém sac

thé: 2,3,5va 13
Tudi 6 thang tudi 44 thang tudi 16 thang tudi 26 thang tudi
Gidi Nam Nam Nam Nir
Bat thuong trong | Thiéu 6i, can 6i | Me sot trong thang | Sigu am thai luc 26 | Binh thuong
qua trinh mang dau thai ky, nhau | tudn phat hién nang | (BT)
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Pic diém Trwong hep 1 Truong hop 2 Truwong hop 3 Trwong hop 4
Tién stt chu sinh | Binh thuong (BT) | Sinh non thang 36 | sinh non thing 36 | BT
tudn, cin ning lic | tudn, cdn ning luc
sinh 2400 gram sinh 2200 gram
. 3 ) ; BT
Tién st sau sinh | BT BT N,hlem trung 5o sinh
som
TS gia dinh Mg rudt Chu rudt BT BT
Phat trién tinh Cham phat trién | Cham phat trién TT | Cham phat trién tinh Cham phat trién
than - vain dong | tinh than - van | - VD trung binh than - van dong ndng | tinh thdn - van
dong (TT-VD) nhe dong nhe
Bang 5: Mo ta cac dic diém 14m sang, cin 1am sang
Pic diém Truwong hop 1 Truong hop 2 Truwong hop 3 Trwong hop 4
Tubi khoi phat 6 thang tudi 4 thang tudi 6 thang tudi 4 thang tudi
Thoi diém khoi | Bat ky lac thtc | Lic ngil Liic nglt Bit ky luc thirc

phat

hay ngu

hay ngu

Thoi gian kéo
dai con

Khoang 1 phut

Khoang 10 giay

Tir vai gidy dén dudi
5 phut

con ngan vai
giay

Tan suat con

Con day, khoang 2

Con thua, 1-2 con/

Con xuat hién rat

Con day, nhiéu

con/ngay thang nhiéu va lién tuc | l4n trong ngay
trong ngay
Tién triéu Khong Khong Khoéng Khong
Tridu chimg trong | Hai ~ mat tron | Hai mét tron nguoc, | Ting trwong luc co, | Con co  thét
con nguoc, ting truong | gong cing ngudi | gong cung toan than | ngin, co giat

luc co toan than sau
do giat hai tay hai
chan kém tim moi

sau d6 co giat hai
tay hai chan

kém tim mdi va tang
tiet dam giai

kiéu gip nguoi,
khong miat y
thtrc trong con

Tr/ching sau con

Sau con tinh

Sau con tinh

Sau con tré ngu lim

Sau con tinh

Phan loai con

Con co cung co
giat toan the

Con co cung co
giat toan thé

Con co cung toan thé

Con khong 1o
loai: H/c West

Pién ndo do

Chua phat hién
song dong kinh

Bién do1 véi cac
song cham vung
tran hai bén

Bién ddi voi cac song
nhon - cham rai rac
vung thai duong hai
bén

Bién doi
loan nhip dién
thé cao

vol
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Bang 6: Mo ta cac dac diém kiéu hinh

Kiéu hinh Trwong hop 1 Trwong hop 2 Trudong hop 3 Trwong hop 4
Vong dau 40cm (<-2SD) 5lcm BT 44¢m (<-2SD) 49,5cm BT
Tran Binh thuong Trén ?.ho~ cao BT BT
(BT) noi rd

bau . Mit Mit lac trong Mit lac trong BT BT

mat co 3 S x
Tai BT BT Tai bam thap BT
Ham - miéng BT BT Cam lem BT
Co BT Co ngin BT BT
Chi trén BT BT Céc ngbn tay dai bat BT

. thuong

Chi TR TE—

Chi dusi BT BT net Gal dan neon BT
chan dai bat thuong

Ty 18 ¢6 nhiém séc thé bét thuong cao hon & nhém co bat thudng trong qua trinh mang thai (75,0%), dé
non (50,0%), cham phat trién tinh than - van dong (100,0%), gia dinh c6 ngudi bi déng kinh (50%) (Bang 7).
Bang 7: Méi lién quan giita bat thuong nhidm sic thé va tién st.

NST do Bit thwong Binh thwong Tf”mg
Pic diém n % n % (n) p
Bit thuong trong qua | €O 3 75,0 5 13,5 8 - 0.05
trinh mang thai Khong 1 25,0 32 86,5 33 ,
Co 2 50,0 2 5,4 4
Dé non < 0,05
Khéng 2 50,0 35 94,6 37
Cham phit trién tinh Co 4 100,0 16 43,2 19 0.0
than - van dong Khong 0 0,0 21 56,8 22 ’
Gia dinh c6 nguoi bi Co 2 50,0 1 2,7 3 - 0.05
dong kinh Khéng 2 50,0 36 97,3 38 ’
Tong 4 37 41

Bénh nhi c6 bat thuong nhiém sic thé déu thudc nhom con dong kinh toan thé (75,0%) va con khong rd
loai (25,0%) va khong c6 truong hop nao con cuc bd (Bang 8).
Bang 8: Mbi lién quan giita bat thuong nhidm sic thé va loai con dong kinh

NST dé Bat thuong Binh thuong Tong
Con . . (n) p
dong kinh n Yo n Yo
Con toan thé 3 75,0 32 86,5 34
Con cuc bd 0 0,0 4 10,8 6 > 0,05
Con khong 16 loai 1 25,0 1 2.7 2
Tong 4 37 41
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Ty 1¢ bat thuong hinh théi co thé trong nhém tré dong kinh c6 nhidm sic thé bat thuong (75,0%) cao hon

nhom nhiém séc binh thuong (18,9%) (Bang 9).

Bang 9: Mdi lién quan giita hinh thai co thé voi két qua nhiém sic thé do

NST db Bit thuong Binh thudng Téng
Hinh thai n A n % (n) p
C6 bat thuong hinh thai 3 75,0 7 18,9 10
<0,05
Binh thuong 1 25,0 30 81,1 31
Tong 4 37 41

IV. BAN LUAN
4.1.Vé dic diém chung, IAm sang va cin 1am sang

Trong nghién ctru ctia chung t6i, tién sir chiém ty
1¢ cao nhét 1a cham phat trién tinh than - van dong
v6i 48,8%, twong dong voi nghién ciru cia Nguyén
Thi Thu Hang (2019) véi 34,0% [5], ciia Unver O.
(2014) cb t6i 55,9% [6], cho thiy tim quan trong
ctia viéc danh gia phat trién tinh than - van dong
& tré dong kinh hay nghi ngo dong kinh. Tién sir
co gidt do sbt chiém ty 1 29,3%, tuong dong voi
nghién ctru Nguyén Thi Thu Hang (2019) 1a 26,4%
[5]. Kha ning co giat do sbt tién trién thanh dong
kinh cao hon & nhitng truong hop sau: S6t <1h trude
con co giat (11%), co giat do sét co tién sir gia dinh
bi dong kinh (18%), co giat phure tap cuc bd (29%),
c¢6 cham phat trién tinh than-van dong (33%) [7]. Co
19,5% tré dong kinh c6 bat thuong trong qua trinh
mang thai. Cho thdy, cac bién cb chu sinh c6 lién
quan chat ché véi bénh dong kinh. Pong kinh co
thé dugc ngan ngira bang cach chim soc thai ky tdt
hon, chuan bi doi ngii hdi strc chuyén nghiép tai cac
phong sinh va phong mo.

Két qua nghién ctru cho thay ty 1& dong kinh
khoi phat sém (duéi 2 tudi) chiém da sb (85,5%),
tuong déng véi nghién ctru cia Nguyén Thi Thu
Hing (61,1%) [5]; Duggan M. B. (2010): ¢6 50,2%
tré khoi phat con dong kinh dau tién ¢ ltra tudi nhii
nhi [8]; Con theo Unver O. (2015): 30,6% tré khoi
phat dong kinh trong niam dau [6]. Piéu nay phan
anh ddc diém sinh 1y than kinh & tré nho, khi ndo b
chwa phat trién hoan thién va dé bi kich thich gy co
gidt. Thoi gian kéo dai dudi 5 phat chiém ty 1¢ cao
nhat v6i 70,7%, phit hop véi nghién ctru ciia Lé Hiru
Anh Hoa (2009) véi ty 1€ twong tmg (67,4%) [9].
Thoi gian kéo dai con co gidt 14 yéu té quan trong dé

danh gia ton thuong ndo do té bao ndo ¢ tré rat nhay
cam voéi sy thiéu oxy. Vi vay, tién hanh cat con sau
5 phut nhu trong phac d6 xtr tri co git 1a can thiét.

Trong con dong kinh, 16i loan y thuc 1a triéu
chimg hay gip nhét trong con dong kinh chiém
95,1%, phu hop v6i cac y van vé 1am sang trong
con dong kinh. Giai thich cho diéu nay 14 vi trong
nghién ctru ctia chiing t6i, dong kinh toan thé chiém
ty 16 cao nhat nén hau hét bénh nhi c6 biéu hién rdi
loan y thire trong con la phu hop.

Vé phan loai con, dong kinh toan thé chiém wu
thé (80,5%), dong kinh cuc bo (14,6%), khong phan
loai (4,9%) phu hop voi nghién ctru cia Dablouk
(2021) 1an luot 1a 75,4%, 21,1% va 3,5% [10]. Ciing
str dung phan loai ndm 2010 vé phan loai dong kinh,
Hoang Khanh (2000) dong kinh toan thé chiém da
s6 [11]. Diéu nay cho thay, & tré em, cac con co giat
toan thé (dic biét 1a con 16n) van 14 biéu hién 1am
sang d& nhan biét va thuong gip nhat.

Vé dic diém can 1am sang: Ty 1& phat hién song
dong kinh trén EEG trong nghién ctu 1a 65,9%, phu
hop vdinghién ctru ciia Lé Hirtu Anh Hoa (2009) voi
70,9% [9]. Pién ndo db ciing c6 thé bat thuong & tré
binh thuong va binh thuong ¢ tré bi dong kinh. Tuy
nhién, vai trod cua dién ndo d6 co thé duge cai thién
bang cach ting thoi gian, sd 1an ghi hodc 4p dung
cac nghiém phap kich hoat nhu tang thong khi, kich
thich 4nh sang va gdy mat ngi (tuy nhién s& kho
thuc hién hon & tré nho).

4.2. V& bét thwong nhiém sic thé

Ty 18 bat thuong nhiém sic thé trong nghién
ctu 1a 9,8%, cé sy tuong duong véi nghién cuu
cua leshima A. (15,7%) tuy nhién nghién clru nay
& nhom cham phat trién tri tué kém dong kinh [12].
Dang chi ¥, ca 4 tré dong kinh c6 bat thuong NST
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trong nghién ctru ctia chung t6i déu c6 cham phat
trién tinh than - van dong va tudi khoi phat con dudi
2 tudi. Bénh nhi c6 bat thuong nhiém sic thé déu
thugc nhom dong kinh toan thé (3/4 truong hop) va
con khong 16 loai (hdi chung West véi 1 truong) va
khong c6 truong hop nao ¢ con cuc bd, kha tuong
ddng véi nghién ciru ctia Ieshima A (1988), chi ra bat
thuong nhiém sic thé thuong gip ¢ cac truong hop
co giat so sinh, héi chung West, hoi chitng Lennox
va con dong kinh lon va khong gap ¢ con dong kinh
cuc bd hoic con ving ¥ thire dién hinh [12].

Céc truong hop bat thuong cu thé nhu mat doan
329 hay 9q33 déu la nhing bat thuong hiém gap
da duoc y van thé gidi mé ta co lién quan dén kiéu
hinh dong kinh, chdm phat trién tri tué va di hinh
khuén mat. Pac biét, nghién ctu ghi nhan mbi lién
quan chit ch& giira bt thuong hinh thai co thé (di
hinh khudn mat, tay chan) véi két qua nhiém sac thé
bét thuong (p < 0,05). Piéu nay goi ¥ rang cic béac si
1am sang can chi dinh xét nghiém di truyén sém cho
nhiing tré dong kinh c6 kém theo cac dic diém bat
thudng vé ngoai hinh hodc cham phat trién.

Y nghia 1am sang va tu van di truyén: Viéc phat
hién cac bat thuong NST ¢6 vai tro then chét trong
quan ly bénh nhan dong kinh. Vé mat tién luong,
cac truong hop co bat thuong NST thudng kém theo
cham phat trién tdm than van dong va khang thudc,
gitip bac si tién luong sat hon dién tién bénh. V&
diéu tri, mic du chua c6 liéu phap gen dic hiéu cho
cac mat doan nay, viéc xac dinh nguyén nhan gitp
tranh cac thim do khong can thiét va tap trung vao
can thiép som cac khiém khuyét phat trién. Dic biét,
két qua nay 1a co s¢ quan trong cho tu van di truyén,
gitip gia dinh hiéu 16 nguy co tai mic va co ké hoach
sang loc trude sinh cho cac 1an mang thai tiép theo.
4.3. Han ché ciia nghién ciru

Nghién ctru nay con mot s6 han ché nhu ¢& mau
nghién ctru con kha nho véi 41 bénh nhi, dong thoi
viéc 4p dung phuong phap chon mau thuan tién tai
mot trung tim duy nhét c6 thé chwa phan dnh hoan
toan dic diém cua toan bo quén thé tré em mac dong
kinh. V& mit k¥ thuat, viéc chi st dung nhiém sic
thé dd co d6 phan giai han ché, chi phat hién duoc
cac bat thuong cdu trac 16n va bat thuong s lugng
nhiém sic thé, do d6 ¢ thé bo sét cac vi mat doan
hodc vi lap doan c6 kich thudc nho dudi ngudng
quan sét cua kinh hién vi quang hoc.

4.4. Huéng nghién ciru tiép theo

Trong thoi gian téi, cac hudng nghién ciru tiép
theo can duoc thuc hién trén ¢& mau 16n hon va/
hodc da trung tam dé tang tinh dai dién. Pac biét,
khi diéu kién kinh té va k¥ thuét cho phép, viéc ing
dung céc k¥ thuét di truyén phan tir chuyén sau hon
nhu phan tich microarray nhiém sic thé (CMA)
hodc giai trinh ty gen thé hé m&i (NGS) 1a hét stc
can thiét. Nhitng k¥ thuat nay s& gitup phat hién cac
nguyén nhan di truyén & mirc do vi thé va phan tu,
tir 46 ndng cao ty 1é chan doan nguyén nhan, hd tro
déc luc cho viéc tién luong, ca thé hoa diéu tri va tu
van di truyén chinh xac hon cho gia dinh bénh nhan.
V. KET LUAN

Nghién ctru trén 41 tré dong kinh tai Bénh vién
Trung wong Hué cho thdy bénh thuong khoi phat
som dudi 2 tudi (85,5%) v6i con toan thé chiém wu
thé. Ty 1& phat hién bat thuong nhidm sic thé do 1a
9,8%. Cac yéu té nguy co lién quan chit ché dén bat
thuong nhiém sic thé bao gdm: tién st chdm phat
trién tinh than - van dong, dé non, bat thuong thai
ky, tién st gia dinh c6 nguoi dong kinh va dic biét
1a sy hién dién cua cac bat thuong hinh thai co thé,
cling nhu phan loai bénh dong kinh (ddng kinh toan
thé va hoi chimg dong kinh). Do d6, nhiém sic thé
dd nén duge chi dinh mo rong hon cho nhém dbi
tuong nguy co cao nay dé hd trg chian doan nguyén
nhan va tu van di truyén.

Tuyén b6 vé xung ddt loi ich
Céc tac gia cam két khong co xung dot loi ich
lién quan dén nghién ciru nay.
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