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lugng flavonoid.

- Khéi lugng riéng ti 1€ thuan vai phan tram
gia mang (p = 0,0008) va ti I& nghich v&i nhiét
do dau vao (p = 0,0038).

- Khi tang ti 16 MD thi khéi lugng riéng tang
(p = 0,0026) nhung & ty Ié MD:AE 4:1 va MD:AE
2:1 khéng thay déi dang ké khdi lugng riéng.

- Nhiét do khi vao ti 1€ nghich vé&i phan suat
nén (p = 0,0029). Khi nhiét do khi vao cia qua
trinh phun sdy cang thap thi ham a&m cla cao
cang tang, do tron chay kém han nén phan suat
nén cao.

- Phan tréam gia mang chi phGi nhiéu dén
phan suat nén (p = 0,0004), khi tang phan tram
gia mang thi phan suat nén giam.

- Phan suét nén co su thay déi dang ké khi
st dung cac loai gid mang khac nhau (p =
0,0026). Gid mang loai 2 (MD:AE 2:1) cho phén
suat nén thap nhat. Viéc phdi tron AE vao cong
thirc 1am gidm tinh hat 8m, téng kha néng tron
chay nén phan suat nén giam.

V. KET LUAN

b3 thiét k€ mo hinh thuc nghiém va téi uu
hoa thanh cong quy trinh phun sy cao kho budi
non bdang phan mém Design-Expert phién ban
12.0.3.0. Pay la cd s@ quan trong cho cac giai
doan phat trién dang bao ché hién dai chira chiét
xuat bugi non nhu vién nén, vién nang. Tuy
nhién, d&€ cd thé thuong mai hod thi cao khd
bugi non phun sdy can dugc tiéu chudn hda,
danh gid dd on dinh, cling nhu khao sat mét s6
hoat tinh sinh hoc va danh gia doc tinh lién quan.

VI. LO1 CAM ON

Nghién cru nay dudc tai trg bdi S& Khoa hoc
va Cong nghé TP. H6 Chi Minh (DOST HCMC) cho
PGS.TS. L& Minh Tri, tai Quyét dinh s6 1055/Qb-
SKHCN va Hgp dong s6 52/2021/HD-QKHCN.
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HOI CHU’NG CAT-EYE - BAO CAO TRUONG HO'P LAM SANG

TOM TAT

Hoi chu‘ng Cat-eye (Cat- eye Syndrome - CES) la
mot trong cac hoi chiing di truyen hlem gap do ngufdl
bénh mang 3 hoac 4 doan nhlem sdc thé (NST) SO 22
(22q11.2). Ti 1& méc bénh cta hoi chiing vao khoang
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1/50.000 - 1/150.000 tré sd sinh con séng. Hai chiing
Cat-eye c6 biéu hién 1dm sang rat da dang va phufc
tap gay anh hudng dén nhiéu co quan khac nhau cua
co thé. & Viét Nam hién nay chua cé nhiéu ngh|en clru
V€ hoi chufng nay. Nghlen cfu cua chung t0i bdo céo
mét trudng hgp tré nit 6 thang tudi mac hdi ching
Cat-eye mang 3 doan NST s6 22q11.2 vdi biu hién
lam sang da di tat (bo mat bat terdng, cham phét
trién tdm than vén dong, di tat tim bam sinh) dudgc
chan doan xac dinh bang cac xét nghlem di truyén té
bao va di truy@n phan ttr tai bénh vién Nhi Trung uong.
7w khoa: hoi chiing Cat-eye, di tat bAm sinh

SUMMARY

CAT-EYE SYNDROME - A CLINICAL
CASE REPORT
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Cat-eye syndrome (CES) is one of the rare genetic
syndromes caused by patients carrying 3 or 4
segments of chromosome 22q11.2. The incidence of
the syndrome is 1/50,000 - 1/150,000 live births. Cat-
eye syndrome has a very diverse and complex clinical
manifestation that affects many different organs of the
body. In Vietnam, there are not many studies on this
syndrome. Our research reports a case of a 6-month-
old female infant with Cat-eye syndrome which carries
3 segments of chromosome 22q11.2 with a multi-
defect clinical manifestation (abnormal face, mental
retardation, congenital heart defects). This patient is
diagnosed with cell genetic test and molecular genetic
test at National Hospital of Pediatrics.

Keywords: Cat-eye syndrome,
abnormalities

I. DAT VAN PE

Hoi chiing Cat-eye (Cat-eye Syndrome - CES)
la mot trong cac hdi chdng di truyén hi€ém gap
véi cac ddc diém 1am sang xuét hién ngay tur khi
mdi sinh, rat da dang, phuc tap va anh hudng
dén nhiéu co quan khac nhau cla co thé. Hién
nay chua cé théng ké chinh xac vé ti Ié mac CES
trong cong dong. Theo Schinzel (1981) nghién
cltu dua trén s6 ngudi bénh dugc quan sat &
vung Dong Bac Thuy Si, tdn sudt méc bénh vao
khoang 1/50.000 - 1/150.000 tré sd sinh con
sdng, trong d6 nam va ni ¢ ti Ié méc bénh gan
nhu nhau.?

CES ¢6 cac biéu hién 1am sang, ddc biét la cac
di tat bam sinh, xuét hién rat khac nhau trén moi
ngudi bénh.? Triéu chirng Idm sang hay gap nhét
la coloboma méng mét (thodi hda thi than kinh va
mong mat khi€n cho mat cla ngudi bénh tréng
giéng nhu mat méo), di tat hdu mon truc trang va
bat thuGng & tai ngoai. Ngoai ra ngudi bénh con
c6 thé méc céc dij tit tim bdm sinh, di tit tai hé
thdng tiét niéu sinh duc, chdm phat trién tdm than
van dong muc doé tir nhe dén nang.

Nghién c(ru dau tién vé CES dugc tién hanh tur
nam 1965, tuy nhién cho dén nam 1981 ngu’dl ta
mGi phat hién ra su bat thudng vé nhiém sac the
(NST) cla hoi chu’ng nay.! O nhitng ngudi méc
CES, doan NST s6 22g11.2 xuat hién 3 hodc 4 [an
(trisomy tirng phan hodc tetrasomy tiing phan),
hau hét hay gap tetrasomy tirng phan dudi hinh
dang moOt NST maker c6 2 tdm va 2 vé tinh
(satellite) [inv  dup(22) (pter->ql1.2:ql11.2-
>pter)].* Viéc chan doan CES dua vao cac dic
diém thudng xudt hién trén 1dm sang véi su’ phdi
hop cla nhiéu chuyén khoa khac nhau va chan
doan xac dinh dua trén két qua clia cac ky thuat di
truyén té€ bao - phan td.

Chung t6i bdo cdo ca Iam sang dé€ tim hiéu
sau hon vé hdi chlrng hiém gép vdi phd 1am sang
da dang nay nhan mot trudng hgp tré sg sinh nit

congenital
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6 thang tudi mac hoi chiing Cat-eye véi bd NST
mang 3 doan NST s8 22ql11.2 d& dugc chan
doan xac dinh bang ky thudt nudi cdy té€ bao
mau ngoai Vi, lap cong thdc NST va ky thuat lai
huynh quang tai cho (FISH) tai bénh vién Nhi
Trung uaong.

Il. GIO1 THIEU CA BENH

2.1. Thong tin chung vé lam sang va
can lam sang. VEé tién s san khoa, bénh ly:
Ngudi bénh nif la con lan 1, dé thudng, du thang
(39 tuan), can néng ldc sinh 2500g, diém Apgar
la 9, 10 vao cac phut thr nhat, th&r 5 va thir 10
sau khi sinh. NguGi me co tién s thai luu 3 lan
trudc day vao cac nam 2014, 2015, 2018. B6 me
ngudi bénh hoan toan khée manh, khong két
hon can huyét. Trong qua trinh mang thai ngudi
me theo doi thai dinh ky qua siéu am thai va
khdng phat hién bat thudng, khong lam cac xét
nghiém sang loc trudc sinh, khong phai nhiem
vGi cac chat doc hai.

V& lam sang: Ngudi bénh sau khi sinh phai
nhap vién vi viém dudng ho hap tai dien nhiéu
[an. Tré an hay non trg, ti€ng khéc khac cac tré
binh thudng. Khi tré dugc 3 thang tudi, di kham
tai bénh vién Nhi Trung ugng phat hién cd bo mat
bat thudng (thi€u san xuong ham dudi va nu thit
thira phia trudc tai bén phai), dugc nhap vién
khoa so mat tao hinh va dugc ti€n hanh phau
thudt ddc biét khdc phuc tinh trang thiéu san
xuong ham du@i. Hién tai nguGi bénh 6 thang
tudi, dugc chédn doan cham phat trién tdm than
van dong, tré chua I3y dudc, can phai thuc hién
cac bai tap bG trg thém dé glup tré tap 13y va theo
d6i, quan ly diéu tri tai bénh vién Nhi Trung uong.

Vé can lam sang: chup cdt I8p vi tinh so ndo
cho két qua thi€u san xudng ham dudi vdi goc
mat dudi (IFA): khoang 50 do, khoang cach ham
trén - ham dudi: 4mm, khoang cach gobc IuGi va
thanh hong sau: 2,4mm, chiéu cao nganh |én
xuang ham dudi 2 bén: 16mm. Siéu am doppler
tim cho két qua hep nhe van ddng mach phdi, hé
nhe van dong mach chd. Cac can lam sang khac
bao gébm X-Quang so thang/nghiéng, X-Quang
nguc thang khéng phat hién bat thudng.

2.2, Xét ngh|em di truyén té bao- phan tor

2.2.1. Lap cong thirc nhiém séc thé tir
té bao mau ngoai vi. T€ bao mau ngoai vi clia
ngudi bénh dugc nudi cdy trong moi trudng
RPMI (Gibco) v@i sy cO mdt cia PHA (Sigma)
nham kich thich su’ phat trién cta t€ bao lympho
T. Sau 72h nudi cdy, té€ bao sé dugc thu hoach,
lam tiéu ban. NST dudc nhudm bdng Giemsa
(Merk) va dudc phan tich dudi kinh hién vi.
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Cong thi'c NST clia ngudi bénh: 47,XX,del
(22)(q13), +22. Trén cac t€ bao da phan tich,
moi cum NST c6 47 NST, trong do6 c6 21 cap NST
thudng, 01 cdp NST gidi XX cla nguGi nit va 03
NST s6 22, trong dé 01 NST s6 22 mat doan
canh dai tai vi tri q13, gap trong hoi chirng Cat-
eye (hinh 1).
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Hinh 1. Két qua nhiém sac thé do tu té bao
mau ngoai vi ctia nguoi bénh

Mii tén den chi NST s6 22 mat doan canh
dai tai vi tri q13. B6 me ngudi bénh cling dugc
xét nghiém 1ap cong thic NST. Két qua
Karyotype ctia b6 va me ngudi bénh lan lugt la
46,XY va 46,XX. Ca hai b6 me ngugdi bénh déu cé
céng thirc NST clia ngudi nam va ngudi nir binh
thudng (hinh 2).
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Hinh 2. Két qua nhiém sac thé dé ciua b6

nguoi bénh (trdi) va me nguoi bénh (phai)

2.2.2, Xét nghiém lai huynh quang tai
ché (FISH) véi diu do TUPLE ( Vys:s) Can té
bao thu hoach dugc sau khi nu6i cdy NST dugc
dung dé lam ky thudt metaphase FISH. Ky thuat
FISH dung cho hoi chirng Cat-eye str dung dau
do 02 mau “DiGeorge Region LSI N25
SpectrumOrange/LSI ~ ARSA  SpectrumGreen
Probes” clia hdng Vysis d& danh diu vao ving
22q11.2 (do) va 22q13 (xanh). VGi 02 dau do
nay cho NST 22, trong trudng hgp khéng cé bat
thudng NST sé thé hién 2 tin hiéu xanh 13 13 tin
hiéu kifm chirng cho NST 22 vung 22q13, va 2
tin hiéu do clia ving 22q11.2.

Két qua FISH clia ngudi bénh: 47,XX, del
(22)(q13),+22.ish (N25x3),(ARSAx2) [100]. Cb

03 NST 22, trong d6 1 NST 22 bi mat doan
22q13 (chi xudt hién 02 tin hiéu do cha ving
22q11.2) gdp trong hoi chirng Cat-eye (hinh 3).

Hinh 3. Két qua FISH cua nguoi bénh .

Hai nhlem sdc thé 22 binh terdng (moi
nhiém sic thé dudc thé hién bang mot cap tin
hiéu xanh va dd). Mot nhiém sic thé 22 mat
doan 22q13 (mot cap tin hiéu do riéng ré).

Ill. BAN LUAN

Céc biéu hién 1am sang cla hoi chirng Cat-
eye, ddc biét la cac di tat bam sinh, xuét hién rat
khac nhau trén moi bénh nhan.! Qua cac nghlen
cltu trén thé gidi, tam ching dién hinh hay gdp
ctia CES gébm coloboma méng mat, hep hadu mon
va bat thuGng & tai ngoai nhu nu thit thia
va/hodc ro luan nhi. Mac du vay, theo nghién
cfu cla Berends va cOng sy nam 2001, chi co6
khoang 41% s6 bénh nhan héi tu du ca ba dac
diém trén.2 Dic biét, tuy hdi chirng cé tén goi la
Cat-eye (mat meo) do coloboma mdng mat gay
ra, nhung déc diém nay chi xudt hién & khoang
50% s6 trudng hgp.? Trén nguGi bénh dugc
ching t6i bao cdo chi cd su’ xudt hién bat thudng
tai ngoai (nu thit thira phia trudc tai ngoai bén
phai) trong tam ching k€ trén. Tuy nhién, day
cling 1& mot goi y hét stic quan trong dé ching
ta nghi téi hdi chitng Cat-eye, va |a mét chi diém
dé€ di tim thém cac bat thudng khac khi ching
dugc thay & han 80% s6 nguGi bénh.2 Trong hau
hét cac trudng hgp, nu thit thira chi xuat hién &
mot bén tai va c6 thé gdy anh hudng thinh luc tir
mic d6 nhe dén nang. Vi vay, viéc ti€n hanh do
thinh lyc bang nghiém phap do am Gc tai kich
thich thoang qua la mot cong cu hiéu qua va can
thiét dé danh gia thinh luc d6i véi tré cd cac di
tat nay.

Biéu hién clia CES con cd thé xuat hién trén
nhiéu hé cg quan khac nhau. Tai hé thong tim
mach, trong mot nghién cltu trén 71 bénh nhan
mac CES vao nam 2021, c6 21% mac bat thudng
hoi luu tinh mach phéi toan phan (TAPVR).> Cac
di tat vung so mat da dugc bdo cdo gom khe hd
moi-vom miéng gap trén 14-31% sd ngudi mac
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CES,2% hai mat cach xa nhau, thi€u san xudng
ham dudi. Bén canh do6, Berends va cOng su da
nghién cfu va chi ra rang chdm phét trién tadm
than khdng phai dic diém hay gap trén cac bénh
nhan méc CES vdi 47% s6 bénh nhan hoan toan
binh thudng.? Trén nguGi bénh dugc chiing toi bdo
cao cling phat hién di tat tim (hep van dong mach
phdi nhe, hd nhe van dong mach nhe), di tat viing
so mat (thi€u san xuong ham dudi) va chdm phat
trién tdm than van dong, qua dé cing ¢8 thém tinh
da dang clia héi chimg hiém gap nay.

M3c du khdéng ndm trong tam ching dién
hinh va khong gap trén ngudi bénh dugc bao
cao, tuy nhién cac di tat ¢ hé thong than tiét
niéu sinh duc cé thé thém vao nhu mét trong
nhitng di tdt bdm sinh dién hinh cta CES khi
chiing ton tai trén 55/77 bénh nhan dugc nghién
ctru theo bao cdo cua Rosias vao nam 2001.6 Cac
bat thudng & hé thdng nay bao gom thi€u san
than mot bén hoac hai bén, thi€u hoac thira 1
bén than, than da nang, thi€u san co quan sinh
duc ngoai & ca hai gigi.

Két qua cong thirc NST cla ngudi bénh la
47, XX,del(22)(q13),+22 (hinh 1) va két qua FISH
3 47,XX,del(22)(q13),+22.ish (N25x3),(ARSAX2)
[100] (hinh 2). Pay la mét truGng hgp trisomy
ting phan doan NST 22q11.2, mdt thé it gdp hon
trong CES. Hdi chiing dugc phan loai Iam hai thé
la trisomy ting phan hodc tetrasomy tirng phan,
tuy nhién cac dic diém lam sang khdng cé su
khac nhau rd rang gitta hai thé. Ndm 2003, Meins
da bao cao mot bénh nhan trisomy ting phan co
tat ca cac kiéu hinh ddc trung cia CES bao gom
coloboma, cac bat thuGng & tai ngoai, di tat tim,
di tat than va di tat hau mon - truc trang.’

Viéc chan doan chinh xac hdi chirng Cat-eye
can phai dua vao cac déc diém thudng xuét hién
trén lam sang vdi su phoi hdp cla nhiéu chuyén
khoa khac nhau. Sau khi da cé dau hiéu chi
diém, ddc biét khi ngudi bénh mic mot trong
tam ching dién hinh, can tién hanh cac xét
nghiém di truyén t& bdo - phén t&r d€ chan doéan
xac dinh. Nguyén nhan gay ra bat thudng NST
cta CES la do dot bién “de novo”, nghia la cac
dét bi€n mdi phat sinh trong qua trinh giam phan
tao giao tir cia bo hodc me. Ngoai ra, cd6 mot s6
it cdc b6 me méc CES thé kham cd thé di truyén
cho con cai cua ho.

NST s6 22 dac biét giau cac doan low-copy
repeat (LCR) la nhitng doan DNA c6 chiéu dai tir
1 dén 400Kb va c6 trinh tu gidbng nhau dén han
90%. Chi tinh riéng trén doan NST 22q11.2 da
c6 dén 8 doan LCR.® Chinh vi cd kich thudc 16n
va trinh tu gan nhu tugng dong nén cac doan
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LCR nay dugdc cho 1a nguyén nhan dan dén su
sap x&p lai NST trong ky dau giam phan 1 va gay
ra sy’ bat n dinh cta hé gen. Trén thuc t& Iam
sang ta co thé gdp cac hdi chiing di truyén khac
lién quan dén doan 22q11.2 nay ngoai hoi chirng
Cat-eye bao nhu hdi chirng DiGeorge (vi mat
doan NST 22q11.2). Trén ngudi bénh dugc bao
cao cling la mot trudng hgp dot bién “de novo”
khi NST cua b6 va me nguGi bénh co két qua
binh thudng (hinh 2).

Viéc diéu tri CES déu la diéu tri triéu chirng,
chua c6 diéu tri dich cu thé. Cac tha thut nay
nén dugc thuc hién sém dé cai thién chat lugng
s6ng cho tré mac CES. Ngugi bénh nif trong béo
cao da dugc tién hanh phau thuat dac biét khi
dudgc 3 thang tudi dé khac phuc tinh trang thiéu
san xuong ham dudi gilp tré an uéng hiéu qua
han. Bén canh do, viéc tu van di truyén cling rat
quan trong d6i vai cac gia dinh c6 con méc CES
hodc d6i véi nhitng bénh nhdn mac CES mong
muoén cb con. Nén khuyén cdo b6 me cua bénh
nhan lam thém cac xét nghiém nghién cliu vé
NST cta ho dé& phét hién ra cac trudng hop bd
me mang NST CES dang kham va khong biéu
hién ra ki€u hinh.

IV. KET LUAN

HOi chirng Cat-eye la moét hoi chdng di
truyén hiém gdp do bat thudng NST gay nén vdi
di tdt bAm sinh da dang khién cho viéc dinh
hudng chan doan trén 1d&m sang con gdp nhiéu
khé khdn. Tam ching dién hinh clia hdi ching
bao gom: coloboma méng mat, hep hdu mén va
bat thudng & tai ngoai. Tuy nhién cac triéu
chirng chi xuat hién day du trén gan mot nlra s6
bénh nhan. Trong s6 do, bat thudng tai ngoai la
di tat cd tan suat xuat hién cao nhat (80%) va
su' xut hién cta di tat nay cd thé 1a mot dau
hiéu dinh hudng dén hoi chirng Cat-eye.

Cac xét nghiém di truyén t€ bao - phan tr la
cdng cu chinh d& phuc vu cho viéc chan doan xac
dinh hoi chiing Cat-eye. Két qua cla cac xét
nghiém nay gilip cac bac si tién lugng tién trién cua
bénh, tu van di truyén, tim nguyén nhan ciing va
ch&n dodn trudc sinh cho nhiing [an sinh sau.

V. LO1 CAM ON

Nghién clru dugc ti€n hanh tai Khoa Di
truyén va Sinh hoc Phan t&r, Bénh vién Nhi Trung
ugng cung vdi su’ tham gia cla cac thanh vién
B6 mon Y sinh hoc - Di truyén, trudng Dai hoc Y
Ha NGi. Nhdm nghién clfu xin tran trong guri I0i
cam dn t6i quy ngudi bénh clung gia dinh da
tham gia nghién clfu cta ching tdi; xin cdm on
tap thé bac si, kj thuét vién Khoa Di truyén va
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Sinh hoc Phan tir d& hd trg ching tdi thuc hién
nghién cltru nay.
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THU'C TRANG TIEM CHUNG MO’ RONG DAY DU, PUNG LICH
O TRE EM DU0'1 12 THANG TUOI TAI HUYEN BAO LAM,
TINH CAO BANG NAM 2021

TOM TAT

Muc tiéu: M ta thuc trang tiém ching day du,
dung lich cta tré em dudi 12 thang tudi tai huyén Bao
Lam, tinh Cao Bang ndm 2021. Pdi tu'gng va phucng
phap nghién clru: Nghién clru dugc ti€n hanh theo
phuang phap mod ta, thiét k& cat ngang trén 545 tré
théng qua phdng van truc ti€p ngudi nuéi dudng chinh
va so tiém chung. Két qua nghién ciru: cho thay ty 1€
tiém ching day du 8 loai vac xin 1a 88,8% va tiém day
du, dang lich la 36,3%. Nhu vay ty Ié tiém ching day
du, dang lich 8 loai vac xin con thap.

Tur khoa: Tiém ching md rong, tiém ching day
du, tiém ching ddng lich, tré em, vac xin

SUMMARY
THE STATUS OF FULL, ON-SCHEDULED
EXPANDED IMMUNIZATION IN CHILDREN
UNDER 12 MONTHS AT BAO LAM
DISTRICT, CAO BANG PROVINCE IN 2021

Objectives: To describe the current situation of
full and on-time vaccination among children under 12
months old in Bao Lam District, Cao Bang Province in
2021. Methods: A cross-sectional descriptive study
was conducted on 545 children by immediately
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interviewing the major caregivers and checking the
vaccination records. Results: The rate of full
vaccination with 8 vaccines is 88.8% and full and on-
time vaccination is 36.3%. Thus, the rate of full
vaccination, on-time vaccination of 8 vaccines is low.

Keywords: the expanded program on
immunization, full vaccination, on-time vaccination,
children, vaccine

I. DAT VAN DE

Chuang trinh tiém ching mé& réng dugc trién
khai ¢ Viét Nam tir nam 1981. Trong nhiéu nam
ty 1& bao pht trong nhém tré dudi 1 tudi dat trén
90% [3]. Tuy nhién bén canh thanh qua cla
chuong trinh tiém ching md réng, trong nhitng
nam gan day, van cé su bung phat dich cita mot
s6 bénh da cd vac xin & mot s6 dia phucng dac
biét phai ké dén dich sdi xay ra cudi ndm 2014
va dich bach hau & cac tinh Tay Nguyén ndm
2020 la rat dang bao déng da s6 ca mac khong
rd tién s tiém ching hodc khéng dugc tiém vac
xin du phong [2], [8]. Huyén Bao Lém la mét
huyén mién ndi thudc tinh Cao Bdng, ndm xa
trung tdm thanh phG. Ngudi dan chu yéu la dan
toc thi€u s6, diéu kién kinh t& khd khdn, kha
ndng ti€ép can vdi cac dich vu y té€ con nhiéu han
ché. Vi vay viéc tim hiéu thuc trang tiém ching
md& réng cla huyén Bao Lam la rat can thiét, do
dé chdng t6i ti€n hanh nghién cfu nay muc tiéu:
MO ta thuc trang tiém ching mé rong day du,
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