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Bs CKIl Nguyln Thi Kilu Trinh - Khoa SU'n

Trong khuén khi' Chi 0 ng trinh MO ¢ tiéu Qui ¢ gia Dan sO - KO holU ch héa gia dinh, nhlm mic
tiéu nang cao chit I00ng dan s thong qua vil ¢ xay ding va m0 r0ng h0 thOng sang I0c —chOn
doan trl0 ¢ sinh va sU sinh t0i khu vO¢c milln Trung va Tay Nguyén, Khoa siln BVDK Qul ng Nam
da dic ChicOc Dan sO - KO holch héa gia dinh tOnh chin lam nditi0p tic 0y mou a0 thOc
hiln d0 an sang I0c tr00c¢ sinh va sO sinh d00i sO hi tr0 va phOi hp cla Trung tdm sang I0c-
chin doan trl0 ¢ sinh va s sinh BOi hIcY dilc Hul.

SANG LOC SO SINH

Cac di tat bam sinh thudc chwong trinh
Thiéu nang tuyén giap bam sinh, thiéu men G6PD

POI TWONG: TAT CA TRE SO SINH

Sang loc dwa trén mau mau khé
48 gi¢r sau sinh
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1. Sang I0c Quy | thai ki :

Sang I0c trd0c¢ sinh la b0 0c¢ chdn doan quan tr ng gitp phat hil n sim cac b0t thi0ng khi dang
mang thai nh0 m c6 nh0 ng ph00ng phap cham séc hay dilu trl phu hOp va ki p thi. Sang I0c
trong quy | cla thai kU dda trén d0 m0 da gay, xd0ng mi cOa thai nhi kOt hO'p vOi danh gid n0 ng
di cOa B-hCG (freeBeta hCG) va PAPP-A trong huylt thanh cOa mO, cho phép phat hiln

khol ng 95% thai ki mOc hii chdng Down.
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Hinh 1: Do d6 mo da gay Hinh 2: Tré sor sinh bi Down

1.1.Siéu am:

- Khi thai nhi dd0Oc 11 tudn — 13 tul n 6 ngay tuli: cho phép danh gia tulli thai va chilu day cla
dl mO da gay. B0 m0O da gay la mit vung chla dily dich n0m phia sau cl clatltcl thai nhi.
SO gia tang chilu day clla d0 mi da gay la mit diu hilu d bao nguy ¢l thai nhi mic cac bit
thDOng nhiim s c thd, cac di t0t cla tim va ¢ quan khac. Mt khac, siéu a&m con gilp xac

dl nh x00ng mai cla thai nhi, nlu xac di nh khéng thly x00 ng mdi cO a thai nhi cang lam tang
nguy cl trdl miOc hii chd ng Down.
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Sang l0c hiichOng Down dia trén tuli mO phiihdp vlido dl mO da gdy thai 11 tuln din gin
14 tuOn. COn l0uy rdng nOu da gay day nhing nhidm s c th0 binh thdOng (trf0 khong b0 hOi
chOng Down), tr0 vO'n ¢é nguy cl cao bl di t0ttim thai. NOu d0 mO da gay > 4 mm, khollng 1/3
sO tri0ng hOp sO c6 bdtthdOng nhidm sOc thO, trong 2/3 cac trd0ng hIp con I0isO cé 1/16
tri0ng hOp c6 di t0t tim (ThOng ké cla Viln Y khoa thai nhi London - Anh quilc). Do do, khi thai
c0O da gay day va nhidm s{ ¢ th0 binh thO0ng thi vin cOn di0c mdt chuyén gia v tim thai siéu
am ldc 22 tuln.

1.2.Xét nghil m mau:

- Thai kO 0 tun 11 — 13 tuln 6 ngay: L0y mau thai phl bl ng di0ng tinh mOch hay t0 d0u ngén
tay r0i thOm trén gily thdm d0 do nlng d0 cUa hai hormone B-hCG va PAPP-A. Sang Il c trong
quy | cOa thai kI cho phép danh gia nguy c thai nhi b0 mic hUichling Down, th tam nhi0 m
sicthd 18 hollc 13. Sang I0c U giai dol n nay khéng cho phép phan tich nguy ¢l thai nhi b0 di
t0t h0 clatly sng holc sl ndo, dU biltdilc nguy cl cla lolidl tOt nay ki hOn cln phén tich
chOt AFP trong mau m0 0 quy |l cDa thai k. NOng di thOp cOa chdt PAPP-A lién quan din
nguy cl bl b0t th0Ong nhidm sOc thd 21 va 18. NOng dl cao cla chit B-hCG lién quan din
nguy cl thai nhi b0 mdc hii chdng Down, con nlng d0 thQ p thi thai nhi c6 nguy cO b0 th0 tam
nhilm sOc th0 18.

Y nghia cla kit qul sang l0c tri0c sinh:

NOu kOt qul sang I0c cho thOy “thai nhi tang nguy c0” ¢6 nghta la thai nhi ¢ nguy c0 mOc hii
ching Down holl ¢ tam nhilm th0 18/ 13 cao, chil chda phlila da hoan toan mic bl nh. Ldc nay
cac bac st chuyén mén sl t0 v n cho bl n vl cac xét nghilm cn dilc thic hiln ti0 p theo dO
chln doan nhi 10y gai nhau hoOc nd0c 0idl xét nghil m t0 bao thai nhi.NDu kit qul sang Iic la
“thai nhi khéng bl tang nguy cl”, t0 ¢ cho thly thai nhi gilm nguy ¢ mdc hii ching Down hollc
tam nhid m sOc thD 18/ 13. Tuy nhién kit qul sang I0c khéng thD lodi trd hoan toan khi nang
thai nhi mO ¢ c4c hii chl ng nay va cac di t0t b0 m sinh khac.

2. Sang I0 ¢ s sinh:
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Sau sinh 48 gil, chd cOn 0y vai gilt mau 0 g6t chan cla bé si giup phat hiln mit sO bl nh c6
th0 gay ra nhiing khuyOt t0t nOng nO cho bé di difu tr0 kO'p thOi. MO ¢ dich cla vil ¢ xét nghilm
sang I0c la dd phat hion nhi ng trd ¢6 nhil u khl nang mO ¢ b0 nh chd khéng chinh x&c tuydt doi.
NhOng tr0 c6 kit qul xét nghilm sang I0c la mOc blnh ddu sO di0c kil m tra I0i. Xét nghilm
khdng cho phép phat hiln tit ¢l cac trd mic nhi ng bl nh nay trong clng dl ng.

Vil ¢ kidm tra gilt mau khé 10y t0 g6t chan trl sU sinh c6 thl giup phéat hiln cac bl nh hilm gl p
nhi ng gay ra nhing hilu quD r0t nghiém tring cho slc khU e cOa trd. ChiOng trinh sang I0¢ hiln
nay cho phép phat hil n trl mi ¢ b0 nh thil u nang tuyl n giap b0 m sinh va thil u men G6PD.

TRUSC DIEU TR

Hinh 3: Tré bi thiéu niing tuyén gidp

2.1.Thil u nang tuyl n giap b0 m sinh:

Céc trl mic bl nh nay do khéng cé di mOt lodi nOiti0t t0 cOa tuydn giap la thyroxine. Trong
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khol ng t0 2500 d0n 5000 tr0 sO sinh s ¢é 1 trfd mOc bl nh nay. Tr0 mOc b0 nh sO phat triin b0t
th0 0 ng, tri tul chOm phat tril n va tr0 thanh tr0 b0 khuyOt t0t r0t ndng.

NOu di0c phat hiln s m qua sang I0c trl s di0c dilu trd bl ng cach bl sung nOi tidt 0
Thyroxine nhQ d6 tr0 sO khong bl bl nh va sO phat tril n binh thi0ng nhi nhing tr0 khac. NOu
tr0 khéng di0c phat hiln 0 thOi kO sO sinh hoU ¢ d00c phat hil n qua mul n khi dé da qua trl do
difu tr0, vilc difu tr0 sO khéng hilu qul va khéng giup trl tranh d00c tinh trl ng khuyOt t0t .

2.2.Thilu men G6PD

Thiu men G6PD (Glucose-6-phosphatase dehydrogenase) la mit bl nh di truy0n vl men r0t
phl biln 0 ngO0i. Trén thO gilicé trén 400 tridu ngl Ui mic b0 nh nay. Bay la mit bl nh di truyl n
do tr0 nhO'n gen b0t th0Ong nOm trén nhidm sOc thD (NST) gili tinh X t0 b0 (mang cOp NST gili
tinh XY) holc mO (mang cOp NST gili tinh XX). NOu la con trai, trfl sO d0 mOc bl nh hin do chl
c6 1 NST X. NOu la con gai, do c6 2 NST X, nén trJ chd mic bl nh khi nhl'n 2 gen b0t th00ng,
mOtt0 b0 vamittl mO vi vOy con trai mOc bl nh phO bidn hdn con gai. Men G6PD dllIc hllng
clu trong mau s n xul't, binh thi0ng men nay giup blo vl hing cOu khii bl t0n céng bli cac
chOt oxy héa.

Khi tr0 b0 thidu men nay, hing clu sU b0 pha hly do cac chit oxy hda cé trong thiic &n holic
mOt sO thulc gay ra tinh trd ng thil u mau do tan huyOt (v hOng cOu). Tinh trding nay s lam
tang 100 ng bilirubin trong mau lam tr0 b0 thil u mau kém theo vang da, vang mit.NO u tr0 b0
vang da ning, nhit la trong 2 tudn diu trong thdi kO sO sinh, tr0 sO cé thd b0 t0n thI0ng n&o
gay ra blli ndo, chl m phat tril n tam thi n.

NOu di0c phat hiln s m qua sang I0c trl sO di0c theo dbi tinh trl ng vang da sl sinhvadilc
khuyO n cao dl trdnh ti0 p xdc holc s ding céc thic an, dic phlm c6 thl gay ra tinh trl ng oxy
héa minh gay hu qul nOng nO cho sOc khie.

Bl nh thil u nang tuyl n gidp b0 m sinh ¢é thd x0y ra ngdu nhién cho bOt ¢ trl nao do d6 khéng
nhOt thilt phdicé ngdOi trong gia dinh m ¢ bl nh, vi vOy du khéng c¢6 ngil0i thdn nao mOc bl nh
nay trl vOn cOn di0c xét nghidm lodi trd khO nang mC ¢ bl nh.

B0i vii bl nh thilu men G6PD, trd ¢6 thl ¢6 b0 mic bl nh, md binh thiOng hol ¢ ¢l hai bl m0
diu binh th0Ong nhlng mO ¢6 mang 1 gen b0 nh (do mO ¢6 2 NST X nén khi chll mOt NST X
mang gen bl nh mO s khéng bl bl nh) do d6 du b0 md va ngdlithan khdng ai mO ¢ bl nh nhi ng
tr0, nhit la tr0 nam, c6 thd nhn 1 gen bInh t0 ngdOi mO binh thI0ng nhdng mang gen bl nh va
b0 thilu men G6PD vi vy it c0 cac tr0 diu cln dilc xét nghidm sang I0c di phat hil n tinh
trdng thilu men G6PD.
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Trén day la mit s théng tin cO bl n gitp cho cac phl n0 mang thai va cac ba mi thly diC0c tOm
quan tring cla villc sang l0c trl 0 ¢ sinh va sO sinh. Khoa SO n luén chao don di 10y mau cho
cac ph n mang thai va cac trll sl sinh dl n kham va sinh ti B0 nh vil n BDa khoa Qul ng Nam.
Chuc cac ba mi luén c6 mit thai kI khI e mOnh va cac em bé chao dii thit khau khi nh.

(Ngul n: Tai b u hiOng dincla TT sang I ¢ va chl n doan tll ¢ sinh va sl sinh B0ihlc Y dilc
Hul)
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