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DANH GIA KET QUA NHIEM SAC THE DO
CUA TRE CO BAT THUONG HINH THAI
TAI BENH VIEN PHY SAN HA NOI

TOM TAT

Béat thwong nhiém sac thé la nguyén nhén
gay di tat b4m sinh thuong gdp va dé lai hau
qué nghiém trong. Tré c6 bat thuong nhiém sdc
thé cé ty Ié tr vong chu sinh cao, sé con lai cé
tinh trang bénh tat nghiém trong, cham phat
trién tri tué va nhiéu van dé lién quan khéc.

Muc tiéu cuda nghién ctru la mé ta cac dang
bat thuong nhiém séc thé va danh gia méi 1én
quan giira két qué nhiém séc thé dé va bét
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NGUYEN DUY ANH,

PHAM THE VUONG, DO KHAC HUYNH,
HOANG HAI YEN, DINH THUY LINH
Bénh vién Phu sén Ha Noi

thwrong hinh thai cuda tré. Trong thoi gian 3 ndm
(2018-2020), nghién ctru trén 153 tré xét nghiém
nhiém sac thé dé thu duoc két qua sau ty 1é bét
thuong nhiém séc thé la 37,9% trong do bat
thuong sé lwong 32,0% (HC Down 27,5%, Hc
Turner 2,6%, HC Edwards 1,3%, HC Klinefelter
0,7%), bét thuong céu tric 5,9%. Bat thuong
hinh thai gdp & 100% céac dot bién khéng cén
bang cla nhiém sdc thé thuong-bao gébm bo
mét bat thuong cé thé kém theo céc dj tat bam
sinh khéc nhuw di tat tim, di tat hé than kinh va
gidm truong luc co. Céc doét bién nhiém séc thé
giGi tinh khéng c6 bét thwong hinh théi hodc
triéu chirng mo' hé. Két qua nghién ctru cho thay
rang xét nghiém nhiém sdc thé dé la céng cu
quan trong trong viéc danh gia cac réi loan di
truyén va giup béac si Iam sang dua ra chén
doan chinh xéc va tw van di truyén thich hop.
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Tir khéa: Dj tat bam sinh, nhiém sac thé dé,
bat thuwong nhiém séc thé, tré.

SUMMARY

Chromosomal abnormalities are frequently
encountered genetic defects with serious
consequences. Newborns with aberrant
chromosomal structure have high mortality rate
or severe birth defects such as mental
retardation, higher cancer risk, et cetera. The
current research aims to describe the different
types of chromosomal anomalies and to assess
the correlation between karyotype test results
and the dysmorphic features of newborns from
2018 to 2020. The study was conducted on 153
newborns’ karyograms and showed that 37.9%
of these tests were chromosomal disorder, of
which 32% were aneuploidy (Down syndrome:
27.5%, Turner syndrome: 2.6%, Edwards
syndrome: 1.3%, Klinefelter: 0.7%) and 5.9%
were structural abnormalities. Dysmorphic
situations were found in 100% of unequal
crossing over of autosomes cases. These
features include facial abnormalities and
sometimes accompanied by congenital heart
and brain defects and muscular dystrophy. Sex
chromosome mutations showed no apparent
dysmorphologies. In conclusion, our study
showed that karyotyping provides crucial
chromosomal data in clinical diagnosis and
patient counseling.

Keywords: Birth defect,
chromosomal abnormalities, infants.

DAT VAN BE

B4t thwong badm sinh (BTBS) ndi chung va
bat thwdng hinh thai néi riéng |a mét trong céac
nguyén nhan hang dau gay chét chu sinh va
gay ra nhiéu ganh nang vé kinh t&, tam ly cho
gia dinh cling nhw x& hoi. BTBS do rat nhiéu
nguyén nhan nhw doét bién nhidm sic thé
(NST), dét bién gen, di truyén da nhan tb, do
moi trwong... trong dé hay gap va gay hau qua
nang né nhét l1a nguyén nhan do dot bién
nhiém sac thé. Tré mang dot bién NST cé ty |é
tlr vong chu sinh cao, sb con lai mang di tat
subt doi, thiéu nang tri tué...

DPa sb tré c6 bat thwong nhiém séc thé co
céc biéu hién vé mat 1am sang gitp dinh hwéng
chadn doan nhw héi chirng Down, hdi ching
Edward, Hoi chirng Patau. Tuy nhién, nhiéu bat
thwong nhiém sac thé lai co triéu chirng mo
hd, khong dién hinh IGc md&i sinh nhw hoi
ching Turner, héi chirng Klinerfelter.

Xét nghiém nhiém sic thé dé cho tré so
sinh gilp chan doan xac dinh cac bat thuwdng

karyotype,

nhiém sac thé, tién lwgng cho thai nhi, Hon
nira, mot s6 bénh ly nhiém sac thé cho dén nay
da c6 phuong phéap didu tri nhu hoi chirng
Turner, hdi ching Klinerfelter, hdi ching
Prader-willi... Vi vay, chan doan sém gidp bénh
nhan dwoc diéu tri kip thoi 1a viéc 1am can thiét.

V6i cac ly do trén chung toi tién hanh dé tai
v&i 2 muc tiéu sau:

1. M6 ta céc dang dét bién nhiém séc thé &
tré so sinh c6 bét thuong hinh théi.

2. Danh gid mébi lién quan gitta két qua
nhiém séc thé dé va bat thuong hinh théi cda
tré.

POl TUQONG, PHUONG PHAP NGHIEN
cuu

1. Thoi gian va dia diém nghién ctru

T thang 1 ndm 2018 dén thang 12 nam
2020.

2. b6i twong

Cac tré co két qua nhiém séc thé dd tr 2018
dén 2020.

C6 hd so ghi chép day da théng tin.

3. Thiét ké nghién ctru

Phwong phap nghién clru mé ta hdi ciru cét
ngang.

4. C& mau

C& mau thuan tién.

KET QUA VA BAN LUAN

Nghién ctru duwgc thwc hién trén 153 tré
dwoc chi dinh phan tich NST tir t& bao mau
ngoai vi tai Trung tdm Sang loc, Chan doan
trwdc sinh va sau sinh - Bénh vién Phu san Ha
Noi tir thang 1 nam 2018 dén hét thang 12 nam
2020.

Ty & bat thuong bam sinh theo gidi tinh:
Nam chiém 55,5%, ni chiém 42,5%, mo hd
gi¢i tinh: 2.0%. Ty 1& di tat bam sinh theo giGi
nam : ni¥ l1a 1.3:1. K&t qua nay twong tw nhw 1
sb6 nghién ctru nhw nghién ctru trén tré so sinh
cua Soheir S. AbouEl-Ella va cong sw voi ty 1é
nam : niv 1a 1.17: 1 " hay trong nghién ctru
cla Yasir A. Mohammed ty 1€ nam:nd la
1.7:114, Trong nghién ctu trén, tré em bao gém
ca tré Ion cda Sunil Kumar Pol|pall|[ thi ty 1&
nay lai 1:1.33 (nr > nam). Nguyén nhan la do 1
ty 1& 1&n tré ni tr 6 - 16 tudi dwoc chan doan
hoi chirng Turner lam ddo nguoc ty 1& béat
thwerng NST theo gidi. Ré rang la chan doan
céac bat thuong NST gidi tinh & tré so sinh nhw
héi chirtng Turner & giai doan so sinh la khé va
ty 1& bd s6t chan doan la rat cao.

Tinh trang hién tai clia tré; Cho dén thoi
diém diéu tra (thang 2/2021) cé 10,5% sb tré
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trong nghién ctu da tlr vong. 13,7% sb tré phai
phdu thuat. S& con lai da sé cé chét lwong
cudc séng thAp nhw cham phat trién van dong
ngdén ngl hon ban bé cung Ira tudi. Phai tap
phuc héi chirc ndng, qué trinh chdm séc vat va,
s6 1&n nhap vién cao hon so vé&i tré binh
thwong. Ngoai ra van dé tam ly, so con bi xa
lanh, ki thi, néi lo l1ang cho 1an mang thai tiép
theo gay anh huéng Ién dén chét lvong cudc
sbng cla gia dinh, dac biét 1a bd me tré.

Ty |& bt thwong nhiém séc thé: Trong 153
tré xét nghiém nhiém sac thé dd cé 58 két qua
bat thuwdng, ty 1& bat thuong nhiém séc thé 1a
37,9% (bat thwong sb lwong 32,0%, bét
thwong clu truc 5,9%). Trong béat thwong sb
lwong NST, hdi chitng Down g&p nhiéu nhat
(42 trwong hop) tiép dén la HC Turner 4 truong
hop, Hc Edward 2 trwwdng hop, He Klinefelter 1
trwd'ng hop.

Trong sb cac béat thweng nhiém séc thé, HC
Down chiém ty 1& cao nhét twong tw nhw cac

nghién cru khac. HC Down |a bat thuong
nhiém sic thé thwong gdp nhat véi ty 1é
khoang 1/700 tré sinh séng, la nguyén nhan
gay cham phat trién tri tué hay gdp nhat. Thai
Down it khi bj lwu, ty 1& thai mac HC Down c6
b4t thuwdng trén siéu am chi khodng 50%, ty |&
phat hién thai Down cla xét nghiém sang loc
huyét thanh me truyén thédng nhw Double test,
tripletest chi & mic 65 - 80%. Do dé van co
mot ty 1€ I&n thai Down bj “lot sang” v&i sang
loc huyét thanh va siéu am. Gan day, xét
nghiém NIPT v&i d6 nhay cao va ty |1é dwong
tinh gia thap da giup sang loc, chan doan trudc
sinh dwoc nhiéu thai mac Hc Down. Tuy nhién,
sang loc chi thwe sw hiéu qua khi ty 1& lam sang
loc NIPT cua thai phu cao, trong khi do xét
nghiém NIPT van cé gia thanh cao, chuwa tiép
can dugc da sb cac thai phu. Hy vong trong
twong lai gan xét nghiém NIPT tr& nén phd
bién sé& giup giam dang k& ty I& tré Down tai
Viét Nam.

Bang 1. Két qua karyotype bat thwérng, nguyén nhan va kiéu hinh

ttt N Nguy&n nhan Hoi chirng Kiéu hinh
47 XX, +21 40| Dot bien (BB) moi HC Down 100% co bat thwong hinh thai
Hodc 46 XY,+21 phét sinh (xem cu thé & phan 3, 4)
46,XY,rob(14;21),+21 2 | Bo/me mangchuyén
doan rob(14;21)
47 XX,+18 hoac 47,XY,+18 2 | BB m¢i phat sinh HC Edwards Pa dj tat (ban tay co quap,
di tat tim, hé tiét niéu sinh
duc...)
45X 3 | DB m¢i phat sinh HC Turner 1 TH hep eo DM cha
1 TH phu mu ban chén
1 TH khong cé di tat,
trwdc d6 sang loc NIPT NCC
45, X nhwng khéng choc &i
45,X[90%]/46,XX[10%)] 1| DB md&i phat sinh Turner thé H& ham éch
kham
47 XXY 1| BB méiphat sinh | Hc Klinerfelter Khéng cé di tat
(kiém tra lai két qua dich 6i)
45,X,der(X)(t(X;15),-15 1| BB mai phat sinh H&i chirng Bd mat bat thwdng, trwong lwc
Prader-willi | co rét ydu, thiéu san co quan
sinh duc (khdng quan sat thay
moi l&n)
46,XY,del(5)(p13) 1| BB ma&iphat sinh | HC Criduchat | B6 mat bat thwong, treong lwc
(HC méo kéu | co rat yéu, tiéng khoc gibng
tiéng méo kéu
46,XY,del(4)(p15.2) 1| DB m&i phat sinh Hc Wolf- B mat bat thwong
Hirschhorn
46,XX,add(11q) 1 |Chwa ro vi chwa xét | Khong cé HC | Tré 5 tudi, bd mat bat thwong,
Thém vat chét di truyén & NST nghiém NST bb me cu thé CPTTT, chicé 1 than,
11 anh trai da dj tat
46,XX, der(18)t(8;18) 1| Me mang chuyén Khéng c6 HC | B6 mat bat thwong, sivt moi hé
Monosomy 1 phan NST 18, doan can bang t cu thé ham, dj tat tim. Tré t& vong 5
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trisomy 1 phan NST 8. (8;18) ngay sau sinh
46,Y,i(Xq) 1| BB M¢&iphat sinh | Khéng co HC B6 mat bat thwdng,
Nhan dbéi nhanh dai NST X va cu thé bé phén sinh duc mo hd
méat doan nhanh ngén NST X (dwong vat nhd, chwa s thay
tinh hoan), ban tay 4 ngén
47 XX,+mar 1 | Chwa ré vi chwa xét | Khdng c6 HC Bd mat bat thuwdng
Thém 1 manh NST chwa xac nghiém NST b me cuthé
dinh dwoc ngudn gbc
46,XY,1(7;8) 1 | Chwa ré vi chwa xét | Khdng c6 HC Dinh ngon, than nhd, diéc
nghiém NST b me cuthé
45,XY,rob(14;21),mat 1| Me mang chuyén Tré la con lan 2 khde manh,
Chuyén doan hoa nhap tam doan rob (14;21) anh bj Down.
NST 14;21
Nhan xét: sac thé Y chu yéu lién quan dén qua trinh sinh

- Tat cac cac trwong hop léch boi, bat
thworng céu tric NST dang khéng can béng lién
quan dén nhidm séc thé thuong déu co béat
thwérng vé mét hinh théi.

- 5 trwong hop dot bién NST gisi (HC
Turner, HC Klinerfelter). 3/5 TH cé bat twdng
hinh thai nhuwng khéng dac hiéu. 2 trwdng hop
khoéng c6 bat thwdng hinh thai.

- Cé4c bét thuorng nhiém séc thé & tré da sb
la dot bién mai phat sinh. Cu thé, 51/58 truéorng
hop Ia dot bién moi phat sinh & thai. 4 tredng
hop do bé/me mang dét bién NST can bang, 3
trwdng hop chwa rd vi chwa xét nghiém NST
b6 me.

Cac béat thwong lien quan dén bat thwong
nhiém s&c thé thuong (& dang khéng can
bing): 100% co bat thuong vé hinh thai.
Nguyén nhan 13 do khi bién ddi (thém hoac
mat) vat chét di truyén Ién téi hang chuc Mb
(hang chuc triéu cap déi bazo), cac doan nay
chiva nhiéu gen, kéo theo bién déi cac protein
chirc ndng, hau qué dan dén thay ddi trong hinh
thanh cu tric cac co quan trong co thé (nhw
hinh thanh c4u tric tim n&o, than...) ho&c bién
ddi hang loat qua trinh chuyén héa, trao ddi chat
qua mang. Hau qua 1a tré vira cé cac bét
thwérng hinh thai, lai cé cac réi loan chic nang
nhw cham phat trién van doéng, tam than, cham
phat trién ngdn ngl va I&i ndi, cham phat trién
tri tué...tham chi la t& vong. Nhw vay, hau qua
clia cac bat thwong nhiém sic thé thuwong la
nghiém trong va dé lai ganh nang bénh tat lon
cho gia dinh va xa hoi. Viéc xét nghiém nhiém
sac thé db vira dé chan doan, tién lwong, 1&n ké
hoach diéu tri hé tro va xac dinh dwoc khé nang
tai mac cho cac lan mang thai sau.

Trong khi d6, cac bat thuong nhiém séc thé
gi¢i tinh (X va Y) lai khéng dé lai hau qua
nghiém trong nhw vay. Do cac gen trén nhiém

tinh trung va gen quy dinh gi¢i tinh. Cac gen
trén nhiém séc thé X thi ngoai cac gen lién
quan dén sinh treng va hinh thanh giéi tinh,
cling chira nhiéu gen quy dinh cac cac chirc
néng cla co th&, nhwng binh thwong niv gidi
cd co ché bt hoat nhiém sac thé X. Do d6, cac
bidu hién & nhém tré nay khong rd rang ngay
giai doan so' sinh. Biéu hiéu chi rd khi dén giai
doan day thi/sinh san. Trong nghién clru nay
phat hién 4 truong hop tré méc hoi ching
Turner va 1 truong hop méc hdi chirng
Klinefelter, c6 2 trwong hop tré hoan toan binh
thworng vé mat kiéu hinh ltc sinh. 3 trwdng hop
c6 béat thuwong kiéu hinh lai 1a cac diu hiéu
khéng dac hiéu (hep eo DM chd, phu mu long
ban chan, h& ham éch). Can lwu y rang, rat
nhiéu tré Turner, Klinefelter bi bé sét & giai
doan so sinh do khdéng cé triéu ching lam
sang. Trong khi d6, diéu tri bang liéu phap
hormon tang treédng GH v&i hoi chieng Turner
thworng bét dau khi 4-6 tudi. Viéc bat dau diéu
tri GH cang muén thi sy thiéu hut chiéu cao
cang l&n va céac liéu phap hormon sinh duc
thay thé ciing kém hiéu qua hon. Chan doan
s&m cho phép quan ly, céi thién kha nang sinh
san va cac di tat khac kém theo.

Ngoai ra cac bat thwong nhiém séc thé db &
dang can bang nhw chuyén doan dao doan...
cling dwoc phat hién bidng xét nghiém nhiém
sac thé dd. Cac bat thwong & dang can béng
nay khoéng gay bét thudng hinh thai tré, tré co
kiéu hinh va tri tué binh thwong nhw cac tré
khée manh khac nhwng sau nay két hén va
sinh san sé& c6 thé gép cac béat thudng vé sinh
san nhw sy thai, thai lwu lién tiép, mang thai
sinh con bat thudng nhiém sic thé & dang
khéng can bang. Viéc phat hién cac bat thudng
nhiém séc thé & dang can béng truwéc khi mang
thai, s& c6 ké hoach mang thai khde manh mét
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cach chu dong nhw xét nghiém phdi (PGT-SR)
hodc kiém tra xét nghiém dich 6i d& cho ra doi
céac tré khde manh.

Bang 2. Két qua karryotype va kiéu hinh &
céac trworng hop mo hd gidi tinh

STT Kiéu hinh Két qua
karyotype
1 | B6 mat bat thwdng, bd phén sinh | 46,Y,i(Xq)
duc mo hd (dwong vat nhd,chua
s& thdy tinh hoan), ban tay 4 ngén
2 Phi dai am vat chwa loai trtv 46,XX
dwong vat nhd, tinh hoan &n
3 Co quan sinh duc mo ho, 46,XY
siéu &m chi co6 1 than

Mo ho gidi tinh do nhiéu nguy&n nhan nhw
dot bién nhiém sic thé, hoi ching tang san
thwong than bam sinh, hdi chirng tinh hdan ni
tinh héa, hdi ching Denys-Drash, khdi u
Wilms...ho&c ciing c6 thé do cac tac nhan moi
trwudng nhw st dung nodi tiét sinh duc... 4.5
Viéc phan loai cac trwdng hop mo héd gidi tinh
& tré so sinh rat kho vi cac kiéu hinh twong tw
ho&c giébng hét nhau cé thé cé mét sbé nguyén
nhan khac nhau. Tré so sinh c6 mo hd gidi tinh
can dwoc danh gia nhanh chéng dé cho phép
phan dinh gidi tinh va phat hién cac tinh trang
de doa tinh mang (rdi loan dién giai, mat mudi
do tang san thwong than bam sinh hodc khéi u
Wilms). Xét nghiém nhiém séc thé db vira gitp
phan dinh gi&¢i mot cach chinh xac la nam hay
ni, xac dinh cac bat thworng nhiém sac thé néu
c6. Trong trweng hop nhiém sic thé gidi binh

Pl

thwong sé giup chan doan nguyén nhan nhw
két qua NST 46,XX c6 nam hda co quan sinh
duc, réi loan chuyén héa mubi nwédc sé nghi
nhiéu dén bénh ting san thwong than bam sinh
hodc khdi u Wilms. Nguwoc lai, bd NST 46,XY
lai c6 co quan sinh duc kiéu ni¥ s& nghi nhiéu
nguyén nhan do hdi ching tinh hoan niv tinh
hoa. Xac dinh bd nhiém sac thé 46, XY trong
trwong hop chwa so& thdy tinh hoan sé giup
theo d&i viéc tinh hoan xudbng bui, diéu tri
testosteron hozc phéu thuat ha tinh hoan néu
can thiét, khong aé tinh trang ung thw hda do
tinh hoan ndm trong 6 bung.

Trong nghién ctru cling phat hién 1 truwdng
hop bét thwong 46,Y,i(Xq) bd nhiém sic thé
cha 1 nhiém sac thé Y binh thudng, 1 nhiém
sac thé X bat thwdng gdm nhanh dai duoc
nhan ddi lén va nhanh ngén bi mét di. Bat
thwdng nay chwa dwoc bao cao trén y van.
Truwdng hop dét bién ciu tric nhiém sic thé X
& nguwoi nam 1a rat hiém gdp do nguwdi nam chi
c6 1 nhiém séc thé X nén khéng cé co ché bt
hoat 1 trong 2 nhiém sac thé X nhw ni gi&i. Do
do, viec méat doan nhanh ngén nhiém sac thé X
s& gay nén mét cac gen lién quan dén gidi tinh
vira mét cac gen lién quan dén cac chirc nang
khac. Nén kiéu hinh clGia bénh nhan vira c6 mo
hd gidi tinh, vira c6 bat thuwdng hinh thai (bd
mat bat thwong, ban tay 4 ngoén). Két qua
karyotype va kiéu hinh la phu hop.

>4

i

Z o < g % A ¢ 4
. - 2
Q! &5 Bé 2% 8% 35 &8
&8 28 o EX &L =3
KA [t ns em € [
Hinh 4. Karyotype 46,Y,i(Xq) & tré mo hd gi®i tinh
Bang 3. Méi lién quan gitra bat thuwong binh thwong
nhiém sac thé va kiéu hinh thwong | (n,PPV)
Bd mat bat thuwdng 28 33 (54,1%) | 61
[Loai ditatbdm sinh | NST | NSTbat |Tong| [Ditdtohéthankinh| 12 0 (0%) 12
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Di tat hé tim mach 6 1(14,3%) 7
Di tat & phdi, mang 1 0(0%) 1
phdi
Di tat hé da co 8 1(11,1%) 9
xwong
Dj tat than tiét niéu 4 0 (0%) 4
Truwong lwc co yéu 2 0 (0%) 2
B6 mat bat thwong 5 5(5%) 10
+dj tathé TM
B6 mat bat thwong 4 3(42,9%) 7
+di tat hé Tk
B6 mat bat thuwdng 2 1(33,3%) 3
+ dj tat chi
Bo mat bat thuwdng 2 4 (66,7%) 6
+ trwong lwc co yéu
Bo mat bat thuwdng 0 1(100%) 1
+ diéc
B6 mat bat thwong + 0 1 (100%) 1
di tat phéi, mang
phdi
Dj tat tim+ dj tat chi 1 0 (0%) 1
Dj tat than kinh 2 0 (0%) 2
+ dj tat chi
Di tat > 3 hé co quan 0 4 (100%) 4
Mo ho gigi tinh 2 1(33,3%) 3
Tong s6 79 55 (41%) |134**

*PPV: gia tri tién doan dwong
** C6 153 tré xét nghiém nhiém sic thé dd, trong
doé 134 tré co dij tat hinh thai, 19 tré con lai xét
nghiém vi cac ly do khac nhw CPTTT, tién st gia
dinh, kiém tra sau sinh do NIPT/choc &i két qua bt
thuwong...

B4t thwong nhiém sic thé dwoc tim thay
nhiéu nhat trong nhém cé bd mat bat thuwong,
tiép dén la cac trwong hop bdé mat bat thwdng
két hop véi cac bat thuwong co quan khac nhu
tim mach, than kinh, trwong lwc co yéu. Bo
mat bat thwong 1a dau hiéu c6 do nhay cao
trong phat hién bat thuong nhiém séc thé.
Néu cé cac biéu hién di tat & cac co quan ma
khong di kém bd mat bat thuwong, ty 18 co bat
thwong nhiém séc thé trong nhém nay rét
thdp. Cu thé, trong nghién clru nay chi phat
hién & 2 trwdng hop Hc Turner (1 TH cé hep
eo DM chd va 1 TH phu mu ban chan). Cac
trwong hop da dj tat (> 3 hé co quan) déu cé
b4t thworng nhiém séc thé - day 1a cac truong
hop cé rdéi loan nhidm sic thé nghiém trong
nhw hdi chirng Edward.

D4u hiéu trwong luc co yéu ciing gap trong
nhidu bat thwerng nhiém séc thé nhw hdi chirng
Down, HC Criduchat (hdi chirng méo kéu), HC
Prader-Willi...Tuy nhién, van dé trwong luc co
yéu ciing c6 thé gap trong nhiéu bénh ly khac
nhw bénh Pompe... hodc do ban than so sinh

non thang. Ira-T-Lott trong nghién clru cula
minh cling chi ra rang gidm trwong lwc co la
mot trong cac diu hiéu nhan biét tré so sinh
mac hdi chirng Down va cé & hau hét cac
tré. Gidm trvong lwc co dwoc dinh nghia la
gidm kha nang chdng cang co thu dong va la
nguyén nhan dan dén cham phat trién van
déng & nhirtng bénh nhan nay vé sau f6l

42 trvdng hop tré méc HC Down duoc
phat hién (bao gébm 40 trwdng hop Down thé 3
nhiém sac thé 21 va 2 truong hop Down
chuyén doan). 100% céac tré cé bé mat Down,
trong d6 chi 17 trwdng hop (40,5%) ngoai bd
mat Down c6 bat thwerng kém theo (15 trudng
hop kém theo 1 d4u hiéu, 2 trwdng hop kém 2
dau hiéu). 25 trwong hop (59,5%) chi cé duy
nhat du hiéu bd mat Down. Dij tat tim, di tat
than kinh, trwong lwc co yéu la 3 bat thudng
hay di kém hoi chirng Down nhét. Cac dau
hiéu khac nhw tran dich mang phdi, bach cau
cép, suy giap, diéc, thira ngoén chi gap 1
tredng hop.

Ngoai ra, tré Down khi I&n Ién, ngoai cham
phat trién tri tué c6 thé gap hang loat cac van
dé khac nhw déng kinh, chirng sa sut tri tué, dé
gay xwong, trat khop, tat khuc xa va cac van
dé& vé mét, thiéu néng sinh duc..

KET LUAN

Trong théi gian 3 nam (2018 - 2020), nghién
clru trén 153 tré xét nghiém nhiém sic thé do
thu dwoc két qua sau ty 1& b4t thwéng nhiém
sac thé 1a 37,9% trong do bat thudng sb lwong
32.0% (HC Down 27.5%, Hc Turner 2,6%, HC
Edwards 1,3%, HC Klinefelter 0,7%), béat
thwérng clu trac 5,9%. Béat thwong hinh thai
gép & 100% cac dot bién khéng can bang cla
nhidm séc thé thwong-bao gébm bd mét bat
thwong cé thé kém theo cac di tat bam sinh
khac nhw dj tat tim, di tat hé than kinh va gidm
truong lwc co. Cac dot bién nhiém séc thé gidi
tinh khéng cé bat thwdng hinh thai hoac triéu
chirng mo hd. Bat thuwdng hinh thai hay gap &
tré c6é bat thwong nhiém sic thé gdbm bdo mat
bat thuwdng co thé kém theo cac di tat badm sinh
khac nhw dj tat tim, di tat hé than kinh va gidm
trwong lyc co.
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PHAN BO PHONG XA
CUA 18FLUORINE -FLUOROTHYMIDINE
TREN CAC CO QUAN O CHUOT THUWC NGHIEM

DINH VAN THUYET",
PHAM DANG TUNG', NGUYEN KHAC THAT?,

NGUYEN TH| KIM DUNG?, NGUYEN QUOC THANG'
"Don vi Y hoc Hat nhan, Hé thdng Y té Vinmec, TP. Ha No6i
’Khoa Y hoc Hat nhan, Bénh vién Trung wong Quan déi 108

TOM TAT
Ky thuat PET (positron emission tomography -
ghi hinh cat I6p positron) va (ng dung céc
duoc chét phéng xa ngay cang phd bién trong
thwee hanh lam sang. 18F-FLT (3-deoxy-3-
18Fluorine-Fluorothymidine) da dwoc nghién
ctru nhw 1a mét duoc chéat phéng xa cho ghi
hinh PET dé dénh gié sw nhéan Ién cua té bao
ung thw tir ndm 1991. Muc dinh caa nghién ctru
nay la dé danh gia phan bé sinh hoc ctua 18F-
FLT trén chudt thuec nghiém.

Déi twong va phuong phép: 24 chuét nhat
trdng chdng Swiss (7 - 8 tuén tudi) duoc tiém
tinh mach dwoc chét phéng xa 18F-FLT. Tién
hanh mé chuét tai céc thoi diém 20 phut; 40
phut; 60 phut; 90 phut sau khi tiém dé l1ay méu
la cac néi tang ctua chuét bao gbm méu, néo,
tim, phéi, gan, lach, than, rudt, co va xwong; va
tién hanh do hoat d6 phéng xa céc méau trén
may do dém phé phéng xa.

Chiu tréch nhiém: Nguyén Quéc Thang
Email: thangnguyenquoc1003@gmail.com
Ngay nhan: 25/8/2021

Ngay phan bién: 11/9/2021

Ngay duyét bai: 18/10/2021

Két qua: D@ liéu thu dwoc chi ra réng hoat
dé phéng xa trong mé hodc co quan trén gam
(%ID/g) tai lach (10,52 + 0,94) va xwong (10,73
* 0,67) cao hon so véi tai tim (1,66 + 0,70),
phéi (1,56 £ 0,33), rudt (3,02 + 0,40), gan (1,36
+ 0,11) & thoi diém 90 phdt sau tiém, trong khi
doé, hoat do phéng xa tai ndo cho gia tri thap
nhét trong toan b qué trinh nghién ciru.

Tor khéa: Chéat phéng xa, 18F-FLT, chudt
thire nghiém.

SUMMARY

PET (positron emission tomography)
techniques and radiopharmaceutical tracers are
becoming more common in clinical practice. 3"
deoxy-3-18Fluorine-Fluorothymidine (18F-FLT)
has been studied as a PET tracer for tumor
proliferation assessment since 1991. The aim
of this study is to evaluate biological distribution
of the PET/CT tracer 18F-FLT in mice.

Materials and methods: 24 BALB/c mice
aged 7 - 8 weeks were injected with 18F-FLT.
At 20, 40, 60 va 90 minutes post-injection,
organs including brain, blood, heart, lung, liver,
spleen, kidneys, small intestine, muscle, and
bone were collected and radioactivity uptake

was measured by using gamma-ray
spectrometer.
Results: The data showed that the

percentage of injected dose per gram (%ID/g)
was higher in spleen (10.52 + 0.94) and bone
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