KHAO SAT TINH HINH SANG LQC SO SINH BANG LAY MAU GOT CHAN VA
KET QUA XU TRI CAC TRUONG HQP NGUY CO CAO
TAI BENH VIEN PHU SAN THANH PHO
CAN THO NAM 2021

Thach Thi Ngoc Yén, Nguyén Chung Viéng
Ho6 Thai H6, Nguyén Thi Bich Ngoc

TOM TAT
Dt vin dé: Sang loc so sinh gitip cho tré sinh ra phat trién binh thuong va trdnh dwoc
nhizng hdu qud nang né do d; tat bam sinh, giam thiéu sé nguwoi tan tdt, thiéu nang tri tué
trong céng dong, gop phan nang cao chdt lirong dan sé. Pdanh gid dwoc tam quan trong
cua sang loc so sinh, Viér Nam da trién khai thic hién xét nghiém sang loc so' sinh nham
nang cao chat lwong dan sé va sirc khoe cong dong tir nam 1997. Tir ndm 2019 bénh vién
Phu san thanh phé Can Tho dd tién hanh thuc hién chwong trinh sang loc so sinh 55 bénh
thwong quy bang phirong phdp ldy méu got chan sau sinh.
Muc tiéu: Khdo sét tinh hinh sang loc so sinh bang ldy mau got chan va két qua xa tri cac
trieong hop nguy co cao tai Bénh vién Phu san thanh phé Can Tho tir ngay 01 thang 10
nam 2019 dén ngay 30 thang 4 nam 2021.
Phwong phdp nghién ciru: Nghién cizu md ta cdt ngang, hoi cizu va bao céo hang logt ca
bénh thyc hién trén 104759 mdu thda tiéu chudn. Tiéu chudn nhdn vao: Tdt cd cac bé sinh
i thang (37-42 tuan), dwoc 48-72 gio tudi, hodc tré non thang khi di it nhat 37 tudn hiéu
chinh, hodc it nhat 3 thang sau khi truyén mdu, diroc sinh tai Bénh vién Phy san thanh phé
Can Tho va sinh ngodi bénh vién, c6 si dung dich vu xét nghiém sang loc so sinh bang
mdu mau kho va tham gia xét nghiém chdn dodn 53 bénh da dwoc giri mau tgi Trung tam
sang loc Chan dodn trieée sinh va So sinh truc thugc Bénh vién Phy san thanh phé Can
Tho trong thoi gian nghién cizu. Tiéu chuan logi trir: Khodng thoa tirng muc tiéu trong tiéu
chudn nhgn mau.
Két qud: Qua khao sat 104759 mdu théa tiéu chuan: Ty 1é tré so sinh dwoc sang loc la

85,15%. Khoa diéu tri theo yéu cdu co ty 1é sang loc cao nhat 1a 99,59%. Thdp nhat la



khoa Nhi so sinh chi dat 40,53%. Ty 1é mdc bénh chung trong nghién cizu 1a 1%. Trong
ds: Ty 1é bi thiéu men G6PD 1a 1/125, Ty 1¢é tré bi suy giap bam sinh 1a 1/2815, Ty 1¢ tré
bi Teng sdn thwong thdn bam sinh 1a 1/4020. Ty 1é tré bi RLCHBS la 1/10.003 trong dé, ty
Ié mdc bénh Rai logn acid amin va rai logn acid hizu co niéu 1a 1:20006. C6 mai lién quan
¢6 ¥ nghia thong ké giira vang da, thiéu mau véi bénh ly thiéu men G6PD, 52,3% c6 gia
tri dinh lwong G6PD < 10% S0 Vdi binh thieong. 54,05% tré Suy gidp bam sinh c6 triéu
chitng vang da, 100% TSH > 8,35 uU/ml, 10,8% c6 thiéu san tuyén giap. 17,4% tré Ting
san thiong than bam sinh ¢6 vang da, sam da, mdt nuéc va 58,3% c6 gia tri 17-OHP >
16,8 ng/ml. Hién tai Khoa Nhi so sinh dang diéu tri, theo ddi va qudn Iy 10 truong hop Suy
gi&p bdm sinh, 4 trieong hop Téng san thirong thdn bam sinh va 2 triong hop bénh Iy thuse
nhom Réi logn chuyén héa bam sinh 1a Bénh thiéu hut enzym Betaketothiolase va Bénh
thieu hut Citrin.

Két lugn: Chuwong trinh sang loc so sinh tai Bénh vién Phy san thanh phé Can Tho da phat
hién 864 truong hop thiéu men G6PD, 37 trwong hop suy giap bam sinh, 23 treong hop
ting san thwong than bam sinh, 1 trong hep thiéu hut Citrin, I triong hop thiéu hut enzym
Betaketothiolase. C6 méi lién quan cé ¥ nghia thong ké giira vang da, thiéu mau véi bénh
ly thiéu men G6PD, 52,3% c6 gid tri dinh lirong G6PD < 10% S0 V&i binh thurong. 54,05%
tré Suy giap bam sinh c6 triéu chizng vang da, 100% TSH > 8,35 pU/ml, 10,8% c6 thiéu
san tuyén giap. 17,4% tré Tang sdan thiong than bam sinh c6 vang da, sem da, mdt nuéc,
58,3% c0 gia tri 17-OHP > 16,8ng/ml.

Tir khoa: sang loc so sinh, thiéu men G6PD, suy gidp bdm sinh, tang san thirong than bam
sinh, réi logn chuyén héa bam sinh, ...

TO ANALYZE THE SITUATION OF NEWBORN SCREENING BY DRIED
SPOT TEST AND THE MANAGEMENT OF HIGH-RISK CASES AT CAN THO
OBSTETRICS AND GYNECOLOGY HOSPITAL 2021.

ABSTRACT
Background: The ultimate goal of newborn screening is to enable children to reach their
full potential, prevent severe consequences of birth defects, and reduce the number of

people with physical and intellectual disability, thereby contributing to the improvement



of population health. Acknowledging the importance of early detection of fatal and
disabling conditions in newborns, since 1997 Vietnam has implemented newborn
screening programs as part of population quality and public health improvement strategy.
From 2019 to date, Can Tho Obstetrics and Gynecology Hospital has implemented
newborn screening programs for several conditions, including 55 routine disorders using
dried blood spot test.

Objective: To analyze the situation of newborn screening by dried blood spot test and the
management of high-risk cases at Can Tho Obstetrics and Gynecology hospital from
October 1 2019 to April 301" 2021.

Research method: A cross-sectional descriptive, retrospective and case-report study was
set up to examine 104759 eligible samples. Inclusion criteria includes all samples collected
at 48-72 hours after birth for full-term infants (37-42 weeks), at 37 weeks of correction for
preterm infants, and at 3 months after the infants’ last transfusion (if any); the infants could
be born at the hospital or other sites, screened by dried blood spot test, and participate in
the diagnostic of 53 disorders at the Prenatal-neonatal screening and diagnosis center of
Can Tho Obstetrics and Gynecology hospital during the study period. Exclusion criteria
includes all cases non-conforming to at least one objective in the sample inclusion criteria.
Results: Examining 104759 qualified samples shows that the rate of newborns being
screened was 85.15%. The On-Demand Department has the highest screening rate
(99.59%) while the lowest belongs to the Department of Neonatology (40.53%). The
overall incidence in the study was 1%, in which: The rate of G6PD deficiency is 1/125,
congenital hypothyroidism is 1/2815, and congenital adrenal hyperplasia is 1/4020. The
rate of dyslexia is 1/10003, in which the rate of amino acid disorder and urinary organic
acid disorder is 1/20006. There is a statistically significant relationship between G6PD
deficiency and conditions like jaundice and anemia, of which 52.3% have G6PD
guantitative value <10% in comparison to normal ones. 54.05% cases of congenital
hypothyroidism have jaundice, 100% TSH are greater or equal to 8.35 pU/ml, 10.8% have
hypothyroidism. 17.4% case of congenital adrenal hyperplasia have jaundice, darkening of
the skin, dehydration and 58.3% have 17-OHP value greater than 16.8 ng/ml. At the time



the study was taken, the Department of Pediatrics and Neonatology had been treating,
monitoring and managing 10 cases of congenital hypothyroidism, 4 cases of congenital
adrenal hyperplasia and 2 cases of drug-related diseases of the group of congenital
metabolic disorders, which is Betaketothiolase Deficiency disease and Citrin Deficiency
Disease.
Conclusions: Newborn screening program at Can Tho obstetrics and gynecology hospital
detected 864 cases of G6PD deficiency, 37 cases of congenital hypothyroidism, 23 cases
of congenital adrenal hyperplasia, 1 case of citrin deficiency, 1 case of betaketothiolase
deficiency. There is a statistically significant relationship between G6PD deficiency and
conditions like jaundice and anemia, of which 52.3% have G6PD quantitative value <10%
in comparison to normal ones. 54.05% cases of congenital hypothyroidism have jaundice,
100% TSH are greater or equal to 8.35 pU/ml, 10.8% have hypothyroidism. 17.4% case of
congenital adrenal hyperplasia have jaundice, darkening of the skin, dehydration and
58.3% have 17-OHP value greater than 16.8 ng/ml.
Key words: neonatal screening, G6PD deficiency, congenital hypothyroidism, congenital
adrenal hyperplasia, inborn errors of metabolism, ...
PAT VAN PE

Trén thé gici, hién nay c6 khoang 600 triéu ngudi tan tat, trong d6 Viét Nam c6 gan 5
triéu nguoi tan tat. Nguyén nhan tan tat chi yéu la do di tat bam sinh chiém 34,15% [6].
Théng ké nam 2017, dan sb cua Viét Nam khoang 93 triéu nguoi véi s6 tré sinh ra khoang
1,4 triéu. Vi ty 18 tré bi di tat bam sinh 1/33 tré méi sinh thi mdi nam tai Viét Nam c
khoang hon 41.000 tré bj di tat bAm sinh, twong dwong ctr 13 phit c6 mot tré méc di tat
bam sinh dugc sinh ra [7]. Sang loc so sinh 1a quy trinh két hop gitra xét nghiém sang loc,
chan doan, diéu tri, hé thong quan 1y va danh gia dé phat hién sém céc triéu ching cua
nhém bénh ly noi tiét, huyét hoc di truyén, réi loan chuyén hda bam sinh thudng gap va co
thé diéu tri dugc o tré so sinh, dugc thuc hién ngay trong nhiing ngay dau sau sinh nham
dua ra cac bién phap can thiép kip thoi ngan ngtra tir vong va bénh tat lau dai.

Viét Nam d4 trién khai thuc hién xét nghiém sang loc so sinh nham nang cao chat lugng

dan sb va stc khoe cong dong tir nam 1997. Tir ndm 2013, Bénh vién Phu san thanh phé



Can Tho d3 tién hanh thuc hién chuong trinh sang loc so sinh 3 bénh thudng quy Suy giap
bim sinh, Tang san thuong than bam sinh, Thiéu men G6PD bang phuong phap 14y mau
g6t chan. Pén nam 2019 trién khai sang loc thém 50 bénh réi loan chuyén héa bam sinh.
Ké tir khi trién khai, chung t6i dd sang loc va phat hién, diéu tri thanh cong nhiéu tré
khong may bénh 1y duoc phat hién qua sang loc. Tuy nhién, van chwa c6 sb liéu théng ké
chinh thic. Xuat phat tir thyc té trén, ching t6i tién hanh nghién ciu dé tai: Khao sat tinh
hinh sang loc so sinh bang Iy mau g6t chan va két qua xir tri cac trudng hop nguy co cao

tai Bénh vién Phu san thanh phé Can Tho nam 2021.

Muc tiéu nghién ciu

1. Xac dinh ty 18 sang loc ldy méu gét chan & tré duoc sinh tai Bénh vién Phy san thanh
phé Can Tho.

2. Xac dinh ty 1 va dic diém mot s6 bénh ly cua tré duoc 1am sang loc 1ay méau got chan
ca ndi vién va ngoai vién tai Trung tdm sang loc chan doan trudce sinh va so sinh thudc
Bénh vién Phu san thanh phé Can Tho.

3. M0 ta két qua xu tri cac bénh 1y duoc phét hién qua sang loc dang diéu tri tai Bénh vién
Phu san thanh phb Can Tho.

POI TUQNG-PHUONG PHAP NGHIEN CUU

Thiét ké nghién ciru

M6 ta cat ngang, hdi ctu va bao céo loat ca bénh.

Poi twong nghién cieu
Chon mAu tt ca di tuong thoa muc tiéu trong thoi gian nghién ctru tir ngay 01/10/2019

dén 30/04/2021:

- Muc tiéu 1: T4t ca tré so sinh dugc sinh trong ndi vién tai Bénh vién Phu san thanh
phé Can Tho.

- Muc tiéu 2: Tat ca tré so sinh duoc sinh trong ndi vién va ngoai vién tham gia thyuc
hién sang loc so sinh giri mau vé Trung tdm Sang loc Chan doan trudc sinh va So sinh truc

thudc Bénh vién Phy San Thanh phd Can Tho.



- Muc tiéu 3: Tét ca tré so sinh duoc phat hién bénh 1y qua sang loc léy mau got chan
duoc diéu tri tai Bénh vién Phu san Thanh phé Can Tho.
Tiéu chuan loai trir

Muc tiéu 1: Tré sau sinh c6 tinh trang ning nguy cip dugc chuyén vién ngay sau sinh
hodc trude 48h do bénh 1y ndng. Tré khong dugce sinh tai Bénh vién.

- Muc tiéu 2: Khong thoa tiéu chuén chon miu ciia muc tiéu 2.

- Muc ti€u 3: Bénh an khong dﬁy du thong tin. Tré khong dugc lam sang loc tai Bénh
vién nhung c6 1am xét nghiém chan doan.
C& mau nghién ciu
Chon mAu tit ca ddi tuong thoa tiéu chuan chon miu trong thoi gian nghién ctru.

- Muc tiéu 1: nghién ctru ghi nhan ¢& mau n = 19826 tré sinh tai Bénh vién Phu San
Thanh phé Can Tho.

- Muc tiéu 2: nghién ctru ghi nhan ¢& mau n = 104759 tré duoc sinh & ndi vién va ngoai
vién dugc quan ly va xét nghiém tai Trung tam sang loc trudce sinh va so sinh.

- Muc tiéu 3: nghién ctru ghi nhan ¢& mau n = 16 tré c6 bénh Iy phat hién qua sang loc
léy mau mau khé dugc diéu tri tai Bénh vién Phu san thanh phé Can Tho.
KET QUA

Bang 1. Ty l¢é tré sinh ¢ cac khoa dwoc lam sang loc so sinh

Pon vi S6lwong | Sotré SLSS Ty 18 (%)
Khoa Nhi-So sinh 4730 1917 40,53
Khoa Hau san 5683 5409 95,17
Khoa Hau phau 4845 4510 93,09
Khoa San bénh 544 539 99,08
Khoa PTTYC 7481 7451 99,59

Nhdn xét: Ty 1€ cao nhat 12 Khoa Diéu tri theo yéu cau dat 99,59%. Thap nhat 12 Khoa Nhi
so sinh chi dat 40,53%.



—

= S4 tré so sinh dugc lam sang loc
= S6 tré so sinh khong duoc 1am sang loc
Biéu do 1. Ty l¢ lam sang loc lcfy madu got chan tai Bénh vién.
Nhan xét:
Trong té)ng s6 23283 tré nhap vién ¢ cac khoa thuoc Bénh vién Phu san thanh phé Can
Tho c6 19826 tré duogc lam sang loc so sinh chiém 85,15%, chi c¢6 14,85% tré so sinh
khong tham gia sang loc.

Bang 2. Ty I¢ mac ba bénh trong sang loc so sinh ca ngi vién va ngoai vién

, .| Tongso | Xét nghiém chan
Tong so
ca nguy doéan . Tyle
Bénh ca duoc Khéc
. cocao | Duong | Duong (%)
sang loc . ] o
lan 1 tinh that | tinh gia
Thieu hut enzym
104156 1882 864 125 893 0,8
G6PD
Suy giap bamsinh | 104155 101 37 27 37 1/2815
Tang san thugng than
. 92463 31 23 1 5 1/4020
bam sinh

Khac™: khéng lién lac dweoe véi gia dinh, gia dinh khdng quay lai lam lan 2.
Nhdn xét:

Vé6i 104156 duoc 1am sang loc thiéu men G6PD ¢ nguy co cao lan 1 14 1882 trudng
hop. Ty 1& thiéu men G6PD la 0,8%. Ty I& Suy giap bam sinh 1a 1/2815. Ty Ié ting san
thuong than bam sinh 1a 1/4020.



Bdng 3. Két qua madu gidy tham thu g6i 50 bénh RLCHBS

S6 lugng miu thu 1an 1 Binh thuong (N/%) Nguy co cao (N/%)
Noi vién 18950 17144 (90,5) 1806 (9,5)
Ngoai vién 1056 956 (90,5) 100 (9,5)
Tong 20006 18100 (90,5) 1906 (9,5)
S6 lugng miu thu 1an 2 (N/%)
Noi vién 865 736 (85,1) 129 (14,9)
Ngoai vién 14 12 (85,7) 2 (14,3)
Tong 879 748 (85,1) 131 (14,9)
Nhdn xét:

Ty 1& bat thuong chung ctia 50 bénh RLCHBS qua 2 1an xét nghiém 1a 0,65%. Trong

do, ty 1€ miac bénh Réi loan acid amin va Ri loan acid hitu co déu 1a 1/20.006.

Bdng 4. Ddc diém chung tham gia sang loc trong nghién ciru

Pic diém chung TAn suit (n) Ty 1€ (%)
_ Thanh thi 24744 23,6
Noi cu tr - -
NoOng thon 80015 76,4
<18 tudi 1761 1,7
Tudi me 18-34 tudi 86754 82,8
> 34 tudi 16244 15,5
Can nang lac sinh < 25009 3150 3
(gam) > 2500g 101609 97
Tudi thai I0c sinh <37 tudn 1614 15
(tuén) > 37 tudn 103145 98,5
Nam 53832 51,4
Giéi tinh tré
Nit 50927 48,6




, DPon thai 103680 98,97
So thai
Pa thai 1079 1,03
Thoi gian lay mau sang loc ban 48-72 gio 83042 79,3
dau > 72 gidy 21717 20,7

Nhan xét:

Trong s tré tham gia sang loc ¢6 Tudi me chiém da s6 13 ¢6 d6 tudi tir 18-34 tudi 82,8%,

cha yéu sng & ndng thon (76.4%), can ning da sb 1a > 2500g chiém 97%, cin ning trung

binh 3154,9+406,5, tuan thai trung binh 1a 38,7+1,2. Tré tham gia nghién ctru da s6 1a nam

chiém 51.4%, da sd 1a don thai (98,97%). Thoi gian tré duoc tham gia sang loc da s6 13 48-

72 gid chiém 79,3%.

Két qua diéu tri nhirng trwong hop dwec chan doan trong mau nghién ciu

Bdng 5. Ddc diém 1am sang nhitng trieong hop chédn dodn thiéu men G6PD.

< aeR TAn suat o
Pac diem chung (/%) OR 95% CI p
Co 337 (39)
Vang da 2,69 1,69-4,29 < 0,001
Khdng 527 (61)
) Co 617 (71,4)
Thiéu mau 8,27 5,32-12,85 < 0,001
Khdng 247 (28,6)
Nhdn xét:

C6 méi lién quan giira thiéu mau va vang da véi bénh ly thiéu men G6PD c6 y nghia

thong keé.
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Biéu do 2. Ddc diém can 1am sang nhitng trieong hop chan dodn thiéu men G6PD
Nhdn xét:
Trong sé 864 tré bi thiéu men G6PD, ¢6 452 tré (52,3%) c6 gié tri G6PD chiém da sb 1a

¢ < 10% so voi binh thuong.

= Vang da = Khong TCLS

Biéu do 3. Ddc diém 1am sang nhing trurong hop dwoc chan dodn CH.

Nhdn xét:



So vai cac triéu chung 1am sang khéac, 54,55% tré cd triéu chirng vang da di kém. Khéng
cd triéu ching 1am sang bat thudng khac nhu phi niém, tao bon, ludi to, thoét vi ron hay
cham phét trién tam van.

Bdng 6. Péc diém can 1am sang nhiing trieong hop diroc chéin dodn CH.

Diic diém So lwong Ty 1¢ (%)
<0.73 0 0
TSH
0.73-8.35 0 0
(LU/ml)
> 8,35 37 100
<1,95 5 13,5
FT3
pgimi) 1,95-6,04 31 83,8
m
P9 > 6,04 1 2,7
<0,89 15 40,5
FT4
0,89-2,2 21 56,8
(ng/ml)
>2,2 1 2,7
Nhan xét:

Trong 37 tré dugc chan doan, 100% c6 TSH > 8,35 pU/ml, 83,8% c6 gia tri FT3 tur 1,95-
6,04 pg/ml, c6 56,8% gia tri FT4 tir 0,89-2,2 ng/ml.
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Biéu do 4. Ddc diém 1am sang nhing trurong hop dwoc chan dodan CAH



Nhdn xét:
Trong 23 trwong hop duwoc chan dodn CAH, 95,6% khéng cé co quan sinh duc bat
thuong, c6 82,6% la khong cd vang da, sem da va mdt nuéc.

Badng 7. Pdc diém cdn lam sang nhitng trwong hop dwoc chan dodan CAH

Diic diém So6 lwong Ty 1¢ (%)
<8 6 25
17-OHP
8-16.8 4 16,7
(nU/ml)
> 16.8 14 58,3
<1,3 0 0
Aldosterol
(ng/mi) 1,3-1,6 0 0
ng/m
>1,6 10 100
<1,5 7 77,8
Testosterol
(ng/mi) 1,5-6,6 1 11,1
ng/m
> 6,6 1 11,1
_ <171 11 73,4
Cortisol
171-536 2 13,3
(nmol/L)
> 536 2 13,3
_ <135 4 26,7
Natri mau
135-145 11 73,3
(mmol/l)
> 145 0 0
_ <35 0 0
Kali mau
3,5-5 5 33,3
(mmol/l)
>5 10 66,7

Nhan xet:

Trong nhiing tré duoc chan doan CAH ghi nhan 58,3% c6 gi tri 17-OHP >16,8 uU/ml,
100% Aldossterol > 1,6 ng/ml, 77,8% Testosterol < 1,5 ng/ml, 73,4% Cortisol < 171
nmol/l, 73,3% Natri mau tr 135-145 mmol/l, 66,7% Kali mau > 5 mmol/l.

Bang 8. Két qud theo doi 10 truong hop dang diéu tri CH tai Bénh vién



A s _ Cén lam sang Levothyroxin liéu khéi
Thi didm L.am sang (N=10) (N=10) dau (10 ug/kg/ngay)
X tri Binh | Bt | Binh | Bat | AN | CEM gy,
thwong | thwong | thwong | thwong g my lieu
sauztuan |-, 0 3 7 0 10 0
diéu tri
Saulthang | 4, 0 4 6 0 8 2
diéu tri
sau2thang | 0 7 3 0o | 7 3
dieu tri
Saudthang | 4, 0 7 3 0 10 0
dieu tri
Saudthang | 4, 0 10 0 0 10 0
dieu tri
Nhan xét:

Trong 10 trudng hop tham gia diéu tri va theo ddi tai Bénh vién, khoi dau déu st dung
lidu Levothyroxin 1a 10 pg/kg/ngay. Sau 2 tuan diéu tri, 100% déu giam liéu chuyén sang
lidu duy tri. Sau 3 thang, 100% dap (mg véi diéu tri va str dung liéu duy tri theo can ning.

Bang 9. Két qua theo di néi tiét 4 trwong hop dang diéu tri CAH

Dic diém Sau Sau Sau Sau
I tuin 2 tuin 1 thang 2 thang
17-OHP Binh thuong 1 2 3 4
(HU/ml) Bét thuong 3 2 1 0
<13 0 0 0 0
Aldosterol
(ng/mi) 1,3-1,6 0 0 0 0
ng/m
; >1,6 4 4 4 4
<15 3 4 4 4
Testosterol
(ng/mi) 1,5-6,6 0 0 0 0
ng/m
> 6,6 1 0 0 0
_ <171 2 2 3 3
Cortisol
171-536 2 1 1 1
(nmol/L)
> 536 0 1 0 0




Nhdn xét:

Trong 4 trudng hop tham gia diéu tri va theo ddi tai Bénh vién, khoi dau déu c6 triéu
chung 1am sang bt thuong di kém, xét nghiém can 1am sang bat thuong. Tat ca dugc diéu
tri theo phac d6. Nhung sau 2 tuan diéu tri, 50% déu dap tng vai diéu tri va sau 2 thang c6
tri s6 17-OHP vé binh thudng. Ca 4 tré déu cd rdi loan ndng do hormone vo thuong than.
BAN LUAN

Trong tong s6 23283 tré so sinh nhap tai cac khoa trong bénh vién thoa thoi gian nghién
ctru c6 19826 tré dugc duoc sang loc, chiém ty 16 1a 85,15%. Khoa diéu tri theo yéu cau cé
7451 trong tong s6 7481 duoc lam sang loc chiém ty 1¢ cao nhat 14 99,59% cao hon so voi
cac khoa nhu Khoa San bénh 99,08%, Khoa Hau san 95,17%, Khoa Hau phau 93,09%.
Thap nhat 14 khoa Nhi so sinh chi dat 40,53%. Ty Ié sang loc cao hon so véi nghién ctu
cua tac gia Hoang Thi Lién Chau va cong su [1], Luu Vi Diing va cong su [2]. Mac du ty
16 duoc sang loc cao nhung van con dén 14,85% tré chua dugc 1am sang loc. Nghién cau
tuong tu cua tac gia Hoang Thi Lién Chau va cong su [1]. Do d6 vai tro cua tu van sang
loc truedc sinh va sau sinh 12 rat quan trong dé ning cao hon nita ty Ié tré so sinh duoc sang
loc. Khoa Nhi so sinh ¢6 ty 1€ tré dugc lam sang loc it hon cac khoa khac do Khoa Nhi so
sinh 12 khoa tiép nhan diéu trj nhitng tré so sinh bénh 1y, da d6 tudi khac nhau tir ngay sau
sinh dén hon 3 ngay sau sinh nén sb lugng nhap vao khoa rat da dang. Do d6, ¢6 nhiing bé
khi nhap vién & Khoa da dugc lam sang tir khoa khac trudc, hodc da cé sang loc sau sinh
trude khi bi bénh ly phai nhap vién vo khoa. C6 bé nhap vién ngay tir dau nhung 1am sang
6n vé khoa & voi me trudc 48h tudi nén cac tré do sé duogc lay sang loc tai khoa cia me
nam,. ..

Vé6i 104156 tré duoc tham gia sang loc thiéu men G6PD tai Trung tdm sang loc chan
doan trudc sinh va so sinh thuoc Bénh vién Phu san thanh phé Can Tho ¢ 1882 tré nguy
co cao lan 1 bi thiéu men chiém 1.81%. S6 ca quay lai 1am xét nghiém chan doan chi c6
989 (52,55%) tré trong d6 c6 864 bi thiéu men. Ty 18 tré bi thiéu men G6PD 1a 0,8%, thap
hon nghién ctru cua tac gia Hoang Thi Lién Chau va cong su [1], Albagshi va cong su [7].

Két qua nay cao hon so v&i nghién ctru cua tac gia Luu Vil Diing [2]. C6 thé 1a do dia 1y,



chung toc, ddi twong trong nghién ciru cua chung t6i ¢ khac nhau so voi nhimg tac gia
khéac.

Trong 104155 tré dugc tham gia sang loc Suy giap bam sinh tai Trung tAm sang loc chan
doan trudc sinh va so sinh thugc Bénh vién Phu san thanh phé Can Tho ¢6 101 tré nguy co
cao bi suy giap bam sinh chiém 0,1%. S ca quay lai 1am xét nghiém chan doan chi c6 64
(63,4%) tré trong d6 c6 37 tré bi Suy gidp bam sinh. Ty 1& tré bi suy giap bam sinh 1a
1/2815, thip hon nghién ctru cta tic gia Hoang Thi Lién Chéau va cong su [1], Albagshi va
cong su [7] va Anjum A. va cong su [8]. Két qua nay cao hon so voi nghién ctru cia tac
gia Luu Vil Diing va cong su [2], Zhou Jinfu va cong su [12]. Trong s6 37 tré bi bénh 1y
¢6 10 tré dang diéu tri va theo doi tai Bénh vién Phuy san thanh phé Can Tho vdi tinh trang
1am sang va can 1am sang 6n dinh. Ty 1& mac cta chung toi Khac hon nhiing tac gia khac
c6 thé do nhiéu yéu t6 nhu d6i twong nghién ctru, ¢d mau, thoi gian nghién ciru, tinh trang
bénh ly ciia me,....

Trong 92463 tré dugc tham gia sang loc Tang san thuong than bam sinh tai Trung tim
sang loc chan doan trudc sinh va so sinh thudc Bénh vién Phuy san thanh phé Can Tho co
31 tré nguy co cao bi ting san thugng than bam sinh chiém 0,03%. S6 ca quay lai lam xét
nghiém chan doan chi c6 26 (83,9%) tré trong d6 c6 23 tré bi Tang san thuong than bam
sinh. Ty 16 tré bi Tang san thuong than bam sinh 1a 1/4020, cao hon nghién ctru cia tac gia
Hoang Thi Lién Chau va cong su [1]. Albagshi va cong su [7]. Két qua nay thap hon so
v6i nghién ctru cta tac gia Luu Vil Diing va cong su [2]. Trong s 23 tré bi bénh 1y ¢6 4
tré dang diéu trj va theo ddi tai Bénh vién Phu san thanh phé Can Tho voéi tinh trang lam
sang va can 1am sang 6n dinh.

V61 20006 tré dugc tham gia sang loc 50 bénh Réi loan chuyén héa bam sinh tai Trung
tam sang loc chan doan trude sinh va so sinh thudc Bénh vién Phu san thanh phé Can Tho
¢6 1906 tré nguy co cao bi RLCHBS chiém 9,5%. S ca quay lai lam xét nghiém chan doan
chi c6 879 (46,11%) tré trong d6 ghi nhan c6 2 trudng hop duoc chan doan xac dinh bénh
ly thuéc RLCHBS. Ty 1¢ tré bi RLCHBS 1a 1/10.003, thap hon nghién ctru cia tic gia
Zhang R. va cdng su [13].



Trong tong sb 864 tré duoc chan doan thiéu men G6PD ghi nhan tudi me chu yéu 1 tir
34 tudi tro xubng chiém 87,03%, chu yéu sbng ¢ nong thon (78,8%). Sé tré so sinh thiéu
G6PD du thang, da can chiém da sb vi trong nhdm nghién ctu hau hét 1a tré da thang va
du can. Sé tré nam thiéu G6PD cao gap gan 5 lan so sinh nit. Két qua nghién ciru caa ching
t6i phu hop véi 1 s6 tac gia khac: Luu Vi Diing va cong su [2], Albagshi va cong su [7].
Phi hop véi ly thuyét vi bénh di truyén lién két nhiém sic thé gigi tinh X [10]. Tim thay
méi lién quan c6 y nghia thong ké gitta noi cu tra, giéi tinh vaéi bénh 1y thiéu men G6PD.
Trong nghién ciu ctia ching toi ¢ 617 (71,4%) tré co biéu hién thiéu mau ,337 (39%) tré
c6 biéu hién vang da kém theo khi dén kham. Tuong tu nghién ctru cua tac gia Luu Vil
Diing va cong su [2], Albagshi va cong su [7]. Ghi nhan c6 méi lién quan c6 ¥ nghia théng
ké gitra vang da, thiéu mau véi bénh Iy thiéu men G6PD. Mirc do thiéu men G6PD duoc
chia lam 5 mic d, trong nghién ciru cua chdng tdi ghi nhan, gia tri G6PD thap nhat 12 0,01
ng/dl, cao nhat 14 6,98 ng/dl, trung vi 14 0,6 (0,22;1,41). Trong d6, chiém nhiéu nhat 12 452
ca (52,3%) co gia tri < 10% so véi binh thuong, ké dén 1a 309 ca (35,8%) cd gia tri tir 10-
60% sO V&i binh thuong, c6 32 ca (3,7%) c6 gia tri < 1% so voi binh thuong. Két qua
nghién ctru ciing phi hop Véi y van trén thé gidi [8].

Trong s tré dugc chan doan CH ghi nhan tudi me chu yéu 14 tir 18-34 tudi chiém 78,4%,
chu yéu séng & nong thon (67,6%). Pa sd tré so sinh CH déu du thang, da can, chi ¢ 5,4%
I& non thang, nhe can. Ty I¢ nam/ntt 1a 1,1:1. 54,05% tré cd triéu ching vang da di kém.
Khong c6 triéu chirng 1am sang bat thudong khac nhu phu niém, tio bon, ludi to, thoét vi
rén hay cham phat trién tam van. Trong nghién ciu caa ching toi, ghi nhan gia tri TSH
bang gidy thim thap nhat 1a 13,5 pU/ml, cao nhat la 214,7 pU/ml, trung vi la 18,3
(14,85:48,18). Pinh lugng nong do TSH 100% déu > 8,35 uU/ml, 83,8% co gié tri FT3 tur
1,95-6,04 pg/ml, 56,8% cé gia tri FT4 tir 0,89-2,2 ng/ml. Nghién ctru cua ching t6i c6 khéac
SO Vvai cua tac gia Vi Chi Diing va cong su [5], Anjum A. va cong su [8]. Trong 37 tré
dugc chan doan CH c¢6 27 tré khdng tham gia siéu am tuyén giap, chi c6 10 tré (27,03%)
duoc siéu am tuyén giap trong d6 10,8% siéu am c6 thiéu san tuyén giap, 8,1% siéu &m
khong cd tuyén gip tai vi tri binh thudng. Do giai doan truéc nim 2020 Khoa Nhi so sinh

chua trién khai diéu tri Suy giap, khi d6 nhirng ca nguy co cao déu dugc lam xét nghiém



chan doan va s& duoc tu van chuyén tuyén néu nhu xét nghiém dinh luong bat thuong. Bt
dau nam 2020 trién khai diéu tri Suy gidp bam sinh thi dd chan doan, diéu tri va theo déi
10 ca Suy giap bam sinh trong s d6 c¢6 4 ca c6 tuyén giap teo nho va 3 ca khong cé tuyén
gidp & vi tri binh thudng. Do d6, viéc trién khai diéu tri Suy giép gidp cho nhiéu bé duoc
phét hién sém qua sang loc trude khi c6 triéu chiing 1am sang, gidp giam thiéu di ching
than kinh, giam thiéu kinh té do phai di lai diéu tri & tuyén trén, gop phan nang cao chat
lwong cudc sbéng.

Trong tré duoc chan doan Tang san thwong than bam sinh ghi nhan tudi me tir 18-34
tudi chiém 52,2%, chu yéu séng & ndng thon (69,6%). Sé tré bi ting san thuong than bam
sinh du thang, du can chiém da s6 vi trong nhém nghién cttu hau hét 1 tré da thang va du
can nhiéu hon so véi tré non thang, nhe can. Ty 1é nam méc bénh gap 1,5 lan nir. Nghién
ctru cua ching toi ¢ 23 tré bi Tang san thuong than bam sinh ¢ 95,6% khong c6 co quan
sinh duc bét thuong, c6 82,6% khong cé vang da, 82,6% khong cd sam da va 82,6% tré
khong c6 tinh trang mat nugc. Nghién ciru ciia chung toi ciing gan tuong dong véi tac gia
Liu S.-Y. va cong su [9], Oyenusi va cong su [11]. gia tri 17-OHP gidy thim thip nhét Ia
22,2 ng/ml, cao nhat 1a 560,3 ng/ml, gia tri trung vi la 28 (23,5;43,4). Gia tri dinh luong
17-OHP >16,8 pU/ml chiém 58,3%, 100% trudng hop c6 gié tri Aldosterol > 1,6 ng/ml,
77,8% c0 gia tri Testosteol < 1,5 ng/ml, 61,9% truong hop co6 gia tri Cortisol <171 mmol/L,
73,3% c6 Natri mau tir 135-145 mmol/l, 66,7% c6 Kali mau > 5 mmol/l. Chi c6 4 tré duogc
siéu am xac dinh co quan sinh dyc va xet nghiém Karyotype. Do giai doan trudc nam 2020
Khoa Nhi so sinh chua trién khai diéu tri Tang san thuong than bam sinh, khi d6 nhitng ca
nguy co cao déu chi dugc 1am xét nghiém dinh lwong 17-OHP dé chan doan va xét nghiém
bénh ly c6 lién quan va s& dugc tu van chuyén tuyén néu nhu xét nghiém dinh lugng bat
thuong. Bat diu nam 2020 trién khai diéu tri Tang san thuong than bam sinh va téi nay da
¢6 4 trudong hop duoc chan doan, diéu tri va theo di.

Ddi vi nhdm 50 bénh Réi loan chuyén hda bam sinh ghi nhan Tudi me chiém da sé 1a
c6 d6 tudi tir 18-34 tudi 75,6%, nho nhat 1 16 tudi, I6n nhat 44 tudi, me chu yéu séng ¢
nong thon (59,5%), da s6 1a don thai (89,3%). Tré tham gia nghién citu nam chiém 56,5%

nhiéu hon nix, can nang > 2500g chiém 76,3%, tuan thai da s6 1a > 37 tuan chiém 77,9%.



Thoi gian tré duoc tham gia sang loc da sb 1a 48-72 gio chiém 70,2%. Nghién cau cua
chung t6i cling twong tu cua tac gia Zhang R. va cong su [13]. Phét hién 2 truong hop bénh
ly can can thiép diéu tri thudc Rbi loan acid amin va Réi loan acid hitu co. Ty 18 mac bénh
R4i loan acid amin va réi loan acid hiru co niéu 1a 1:20006. Khdng ghi nhan cé Réi loan
chuyén hoéa acid béo. Dién hinh d3 phat hién va diéu tri 2 truong hop bénh ly
Betaketothiolase va thiéu hut Citrin. Pay ciing 1a mot trong nhitng bénh 1y thudng duoc
phat hién va di dugc cdng bd ¢ Viét Nam ciing nhu trén thé gii nhu cua tac gia Nguyén
Ngoc Khanh va cong su [3], Nguyén Pham Anh Hoa va cong sy [4], Vii Chi Diing va cong
su [6], Zhang R va cong sy [13]. Do ty I bénh nay rat hiém, thoi gian nghién ciu ngan, sé
ca phat hién chua du nhiéu dé c6 thé nghién ctu sau vé dac diém 1am sang, can 1am sang
cling nhu chua phan tich dugc nhém réi loan nao chiém ty I¢ nhiéu hay it.

Trong tong s6 10 tré dugc chan doan, diéu tri va theo dbi tai Khoa Nhi so sinh khi co
két qua dinh lugng 17-OHP va FT4 bét thuong. Trong 10 tredng hop 6 tudi me thap nhat
la 22 tuoi, 16n nhat 1a 35 tudi, 3 trudng hop séng o thanh thi va 7 truong hop séng & ndng
thon. Tudi thai thip nhat 36 tuan, Ién nhat 12 39 tuan, can nang thap nhat 1a 1580g, cao nhat
12 3760g. Trong 10 ca diéu tri ¢4 5 ca tir ndi vién va 5 ca tir ngoai vién, da sb chua co biéu
hién 1am sang di kém, dén kham vi sang loc gidy thim c6 nguy co cao bat thuong, chi c6
1 trudng hop me ¢6 st dung thude diéu tri suy gidp trong thoi gian mang thai. Trong 10
tré, co gié tri gidy tham TSH thap nhét 1a 13,5 uU/ml, cao nhat 1a 176 pU/ml. Gia trj dinh
lwong TSH thip nhat 1a 17,9 pU/ml, cao nhat 397,8 uU/ml, FT4 thap nhat 0,22 ng/ml, cao
nhat 14 1,64 ng/ml. Trong 10 ca diéu tri, c6 4 ca siéu &m c6 thiéu san tuyén giap, 3 ca siéu
am khong c6 tuyén giap ¢ vi tri binh thuong. Trong 10 tré sau khi ding liéu Levothyroxin
lidu tan cong 10 pg/kg/ngay tat ca déu dugc giam lidu. Sau 1 thang diéu tri, chi c¢6 2 trudng
hop can ting liéu trong khi 8 treong hop con lai déu giam lidu. T4t ca déu tham gia diéu tri
ngoai trd va tai kham theo hen véi 1am sang va can 1am sang 6n dinh dan sau 3 thang diéu
tri.

Trong tong s 23 tré duoc chan doan, c6 4 truong hop nhap vién diéu tri tai Khoa Nhi
so sinh khi c6 két qua dinh lwong 17-OHP bét thudng. Trong 4 trudng hop 6 tudi me thap

nhat 1a 31 tudi, 16n nhat 1a 43 tudi, 2 truong hop séng & thanh thi va 2 trudng hop séng &



nong thon. Tudi thai da s tir 38 tuan trg 18n, can nang thap nhat 1a 2920g, cao nhit 1a
4620g. Trong 4 ca nhap vién c6 2 ca tir ndi vién va 2 ca tir ngoai vién, co 4 ca déu co biéu
hién vang da, mat nudc, da sam mau, khdng ghi nhan tién cin gia dinh c6 bénh 1y tuwong
tu. Trong 4 tré, ¢ 3 tré co quan sinh duc ngoai binh thuong va siéu am phu hop vai xét
nghiém Karyotype phu hop giéi tinh. Chi ¢ 1 tré c6 co quan sinh duc bat thuong, biéu
hién bén ngoai la co quan sinh duc nam nhung khong c6 tinh hoan, si€u am thi cé tir cung
va 2 budng trieng két hop xét nghiém Karyotype thi cho két qua nhidm séc thé XX. Két qua
sang loc giay thim ban dau thap nhat 1a 43,4 nmol/l, cao nhét 1a 560,3 nmol/Il. Gi4 tri dinh
lwgng 17-OHP déu tir 25,18 nmol/l tré 1én, cao nhat 31,96 ng/ml. Gia tri Natri méau tir 127-
131 mmol/l, Kali mau tir 6,7-7,5 mmol/l. Ca 4 tré déu co réi loan néng d6 hormone vo
thuong than. C6 1 ca nhap vién vao ngay tudi thir 2 sau sinh, 2 ca vao ngay tuoi thi 6-7 va
1 ca dén nhap vién khi ngay tudi 1a 13. Thoi gian diéu tri thap nhat 1a 5 ngay, nhiéu nhat 1a
39 ngay. Trong do, c6 1 truong hop rat ning, phdi hop nhiéu bénh nén nhu Suy ho hap
nang phai thé may run tan sé cao, Viém phoi, nhiém tring huyét, tim bam sinh, cao ap
phoi, réi loan dong mau, rdi loan dién giai,... thoi gian diéu tri kéo dai nhiéu nhat 1a 39
ngay va bé duoc xuat vién véi 1am sang va can 1am sang 6n dinh. Hién 4 ca déu duogc diéu
trj theo phac dd khoa Nhi so sinh ctia Bénh vién Phu san thanh phé Can Tho. Sau 2 tuan
diéu tri, 50% c6 gié tri 17-OHP va dién giai 6 vé binh thuong va sau 2 thang tri s6 17-
OHP va dién giai d6 déu vé binh thuong. Ca 4 tré déu dang udng thudc vai lidu duy tri va
6n dinh vé mat 1am sang ciing nhu can 1am sang.

Bénh thiéu hut enzyme beta-ketothiolase hay con goi la enzyme Mitochondrial
acetoacetyl-CoA thiolase (T2 hay Acetyl CoA acetyltranferase 1) 1a do dot bién gen ACAT1
(T2) nam trén nhiém sac thé 11022.3-23. Bénh duoc dic trung bai nhitng dot nhiém toan
xeton va khdng c6 triéu chirng 1am sang gitra cac con cap nhiém toan. Bénh nhan 14 bé trai
con lan 3, sinh mo, du thang 38 tuan, can nang 3100gram va dwoc ldy mau mau got chan
sang loc vao lic 64,5 gio tudi. Nguoi me co thai ky hoan toan khée manh, khéng cé tién
st hat thude hoic udng ruou va khong co tién st bénh chu sinh cua me, khdng ghi nhan
gia dinh méc bénh tuong ty, di truyén hiém gap. Két qua sang loc lan 1 theo ddi Réi loan

chuyén héa acid hiru co ghi nhan Tang: Leucine 226 pmol/l, Valine 191 umol/l,



Tiglylcarnitine (C5:1) 0,128 umol/l, C4DC va C50H 3,870 pmol/l, nhung khong c6 biéu
hién 1am sang bat thuong. Két qua sang loc l1an 2 ghi nhan theo ddi Betaketothiolase véi
chi s6 réi loan nhu: Tang C5:1 0,025umol/l, C4ADC\C50H/C8: 764umol/l,... va giam
Glutamic acid 169 umol/l, Glycine 184 umol/l, Phenylalanine 26,4 umol/l, CO 3,49umol/I,
C2 1,44pmol/l..... Két qua xét nghiém dinh luong acid hitu co niéu: ting bai tiét luong 16n
acid 3-OH-isovaleric, 3-methylerotonylglycine. Sau khi d& hoi chan véi Bac st Bénh vién
Nhi déng 1-TP.HCM, bé duoc chuyén vién va duoc chan doan xac dinh Beta Ketothiolase.
Day 1a mot mot trong nhitng bénh Iy réi loan chuyén héa acid hiru co hiém gip thudc nhém
cac bénh rdi loan chuyén héa bam sinh duoc chu dong phat hién sém khi chwa c6 biéu hién
1am sang nén dugc diéu tri ché do dinh dudng phu hop, phat trién tam than van dong binh
thuong va duoc tai kham theo ddi dinh ky véi két qua can 1am sang ludn trong gisi han
binh thuong.

Thiéu Citrin 1a mét rdi loan chuyén hoa di truyén gen lin trén nhidm sac thé thuong, do
cac dot bién cua gen SLC25A13 trén nhidm sic thé s 7, tai vi tri 7g21.3, gay ra bai cac
khiém khuyét trong protein van chuyén ty thé duoc biéu hién chu yéu ¢ gan. Bénh nhan la
bé trai, con lan thir 2, sinh thuong khi dwoc 40 tuan tudi thai. Tré sau sinh khoc tét, phan
xa kha, khong c6 suy ho hap, co diém sé Apgar 1a 8 va 10, lan Iuot IGc 1 va 5 phit va can
nang khi sinh 1a 3620g, chiéu dai 51cm, vong dau 35cm. Kham 1am sang tong quat ngay
sau sinh chua phét hién bat thudng. Bé sau sinh bl me hoan toan, thé khi troi, duoc tu van
va lay mau gét chan 1am sang loc luc 47 gio tudi. Nguoi me c6 thai ky hoan toan khoe
manh, khéng c6 tién st hat thude hoac udng ruou va khéng cd tién sir bénh chu sinh cua
me. Me ¢4 tién str sinh bé dau tién vao ndm 2007, hién phét trién binh thuong, hoc gioi. C6
2 1an hu thai vao ndm 2015 ltc thai 5 tudn va nim 2017 luc thai 8 tuan do thai khdng phat
trién, khong rd 1i do. Gia dinh khong ai ghi nhan bénh ly vé gan hay bénh c6 lién quan. Két
qua sang loc 1an 1 ghi nhan Tang Citruline 35,6umol/l va ting Cit/Phe 0,98umol/l. Két qua
sang loc lan 2 ghi nhan Ting cac chi s6: Arginine 31,9umol/l, Citruline 196pmol/l,
Methionin 43,9umol/l, Tyrosin 293umol/l, Phenylalanine 114umol/l, Cit/Phe 1,72umol/l,
Met/Leu 0,27umol/l, Tyr/Leu 1,78umol/l. Két qua dinh lwong acid amin ghi nhan



Glutamin  280,4umol/l, Arginine 374,5umol/l, Citruline 621,9umol/l, Threonin
697,5umol/l, Methionin 75,6umol/l, Tyrosine 310umol/l, Threonine/serin 697,5/359,1 =
1,94. Chan doan: TD R&i loan chuyén hda chu trinh ure/TD thiéu hut Citrin — Bé dugc dé
nghi lam dét bién gen. Ngay thtr 72 (2 thang 13 ngay) cua tudi, bé bat dau xuat hién vang
da, vé mat tron, ma phinh, b gioi, da khéng xuat huyét, tiéu phan binh thudng chua nhat
mau. Két qua xét nghiém cho thiy da co6 co réi loan dong mau PTs/APTT/Fibrinogen =
252,9/128,3/0,8, Bilirubin TP/TT = 153,6/79,0 umol/l, GGT = 92,0 U/L, AST/ALT =
148/39 U/L két hop két qua xét nghiém gen: Phat hién 1 bién thé dugc phan 16p gay bénh
trén gen SLC25A13 (dang di truyén lan, di hop), dot bién trén gen nay lién quan dén bénh
thiéu Citrin. Bé ndy duoc hoi chan véi thiy Vi Chi Diing-Bénh vién Nhi Trung wong-
chuyén vién va dugc nhap vién tai Bénh vién Nhi Trung wong truyén mau, diéu tri hd tro
chtrc ning gan, nang d& tong trang, ngung bt me va thay bang sira cdng thizc Pregestimil
Lipid. Tai day, bé dugc lam lai xét nghiém gen va ghi nhan két qua gen di hop tir dot bién
c.851-854del4, di hop tir dot bién ¢.1638dup23. Chan doan xac dinh & Rbi loan chuyén
hoéa Citrin. Sau 5 ngay diéu tri tai Bénh vién Nhi Trung uwong bé dugc xuat vién vai 1am
sang va cac két qua can 1am sang vé binh thuong. Hién tai bé phat trién tam than van dong
binh thuong, phu hop theo lta tudi va tai kham theo lich hen caa bénh vién.

KET LUAN

Qua khao sat 104759 mau thoa tiéu chuan chon mau thue hién sang loc so sinh tai Trung
tdm sang loc chan doan trudc sinh va so sinh truc thudc Bénh vién Phy san thanh phd Can
Tho tir ngay 01/10/2019 dén 30/04/2021, chling tdi rdt ra két luan nhu sau:

Tudi me chiém da s6 14 c6 do tudi tir 18-34 tudi 82,8%, nhé nhat 1a 17 tudi, 16n nhat 50
tuoi, tudi me trung binh 1a 30,1+5,8 tudi, chii yéu séng & nong thon (76,4%), da sé 1a don
thai (98,97%). Tré tham gia nghién ctru da s6 12 nam chiém 51,4%%, can ning da sb 1a >
25009 chiém 98,5%, tuan thai da sb 1a > 37 tuan chiém 98,5%. Thoi gian tré dugc tham
gia sang loc da s6 1a 48-72 gio chiém 79,3%. 100% tré duoc tai kham l1a do két qua sang
loc ¢6 nguy co cao.

Ty 18 tré so sinh duoc sang loc 1 85,15%. Khoa diéu trj theo yéu cau cd ty 18 sang loc
cao nhat 12 99,59%. Thap nhit 1a khoa Nhi so sinh chi dat 40,53%.



Ty 18 mac bénh chung trong nghién ctru 1a 1%. Trong d6: Ty Ié b thiéu men G6PD la

1/125, Ty Ié tré bi suy giap bam sinh 12 1/2815, Ty 1& tré bi Tang san thuong than bam sinh
la 1/4020. Ty lé tré bi RLCHBS 1a 1/10.003 trong do, ty 1& mac bénh Rdi loan acid amin

va rdi loan acid hiru co niéu 1a 1:20006.

Hién tai Khoa Nhi so sinh dang diéu tri, theo d&i va quan 1y 10 trudng hop Suy gidp

bam sinh, 4 trudng hop Tang san thuong than bam sinh va 2 truong hop bénh Iy thude

nhém Réi loan chuyén héa bam sinh 12 Bénh thiéu hut enzym Betaketothiolase va Bénh
thiéu hut Citrin.
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