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TOM TAT

Muc tiéu: M6 ta ty |é thai phu mang dot bién gen 5 anpha
reductase trong nhdm thai phu thuc hién sang loc trwdc sinh
NIPT tai vién Di truyén Y hoc Viét Nam tir thang 04/2022 téi
7/2023. Béi twong: 783 thai phu dan toc Viét, don thai, ldy mau
mau tai Hai Phong, lam sang loc trudc sinh NIPT cho thai nhi va
¢6 nhu cau xét nghiém tim dét bién gen SRD5A2 cho me tai vién
Di truyén Y hoc Viét Nam tir thang 4/2022 dén thang 7/2023.
Phwong phdp: Nghién ctru mo ta cit ngang. Két quad: Trong s6
783 thai phu tham gia thuc hién xét nghiém giai trinh tir gen dé
tim dét bién, cé 39 thai phu mang d6t bién gen SRD5A2, chiém
4,98%. Trong d6 co 34 thai phu mang 1 d6t bién gen SRD5A2 va
04 thai phu mang déng thoi dot bién gen SRD5A2 vdi 1 dot bién
gen khac trong nhdm 09 gen ldn duwoc phan tich trong xét
nghiém. C3 39 thai phu mang d6t bién gen SRD5A2 déu la dang
doét bién c.680G>A (p.Arg227GlIn). Két luén: D3 phat hién duoc
39 thai phu mang dét bién gen SRD5A2 trong s& 783 thai phu lam
xét nghiém gen chiém ty 1& |a 4,98%. Trong s6 39 thai phu mang
dot bién gen SRD5A2 c6 05 thai phu mang thém 1 d6t bién gen
lan khac trong nhdm 09 gen dugc khao sat trong goi xét nghiém.
Chi phat hién 1 bién thé do6t bién gen SRD5A2 13 c.680G>A
(p.Arg227GlIn).

Ttr khéa: dét bién gen 5 anpha reductase

Detecting pregnant women with genetic mutations
5 alpha reductase by technique next-generation

genomic sequencing

ABSTRACT: Objectives: Description of the proportion of
pregnant women carrying mutations in the 5 alpha reductase gene
in a group of pregnant women undergoing NIPT prenatal
screening at the Vietnam Medical Genetics Institute from April
2022 to July 2023. Subjects: 783 pregnant women of Vietnamese
ethnicity, singleton pregnancy, had blood samples taken in Hai
Phong, had NIPT prenatal screening for the fetus, and wanted to
be tested for SRD5A2 gene mutation at the Institute of Medical
Genetics from April 2022 to July 2023. Methods: Cross-
sectional descriptive study. Results: Among 783 pregnant
women participating in genetic testing to find mutations, 39
pregnant women carried the SRD5A2 gene mutation, accounting
for 4.98%. Among them, 34 pregnant women carried 1 SRD5A2
gene mutation and 05 pregnant women carried the SRD5A2 gene
mutation with 1 other gene mutation in the group of 09 recessive
genes analyzed in the test. All 39 pregnant women carrying the
SRD5A2 gene mutation had the c.680G>A (p.Arg227GIn)
mutation.

Keywords: SRD5A2 gene mutation
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PAT VAN PE

Thiéu hut enzym Sa-reductase-2 1a bénh Iy di
truyén gen lin giy ra do dot bién gen
SRD5A2 trén nhanh ngin nhiém sic thé sb 2
(2p23). Enzyme nay xuc tic qua trinh chuyén
hoa testosterone thanh dihydrotestosterone
(DHT); tetrahydrocortisol (THF) thanh Sa-
THF; etiocholanolone (Et) thanh
androsterone (An). Thiéu enzyme 5a-
reductase-2 gay thiéu hut dihydrotestosterone
(DHT) trong qué trinh phat trién cta thai nhi,
anh huong t6i sy hinh thanh duong sinh duc
va co quan sinh duc ngoai ¢ tré nam (46,XY)
v6i hinh thai co quan sinh duc khong 1o rang
[1] ... Tinh trang nay anh hudng niang né toi
stc khoe, chirc nang sinh san ciing nhu gay
ra cac van dé tdm 1y ning né cho ban than
bénh nhan va gia dinh. Thiéu enzyme 50-
reductase-2 co tan suat mac khoang 1:500000
ngudi. Mot s6 nude c6 tan suat mac cao hon
nhu Dominica, Thé Nhi Ky va Lebanon [2].
Mot sb ca lam sang thiéu enzymS5o-
reductase-2 da dugc cong bd véi cac tricu
chimg nhur duong vat nho, 16 déi thap, 4n tinh
hoan, nir hoa, ... [3 - 5]. Tai Viét Nam, nam
2019, nhom téc gia Lé Hoang Bich Nga, Tran
Thi Ngoc Anh, Tran Thi Chi Mai - Dai hoc
Y Ha Noi lan dau tién da thyc hién nghién
ciu chan doan va mé ta dot bién gen
SRD5A2 trén 05 bénh nhan thiéu Sa-
reductase-2 [6].

Tuy nhién, trén thé gidi, dir liéu dich t& hoc
vé bénh 1y thiéu hut enzym Sa-reductase-2
con it. Cac phuong phap chan doan ton nhiéu
thoi gian va chi chan doan dugc khoang 20-
40% céc truong hop [7]. Viéc xac dinh so6m
tinh trang thiéu hut enzym Sa-reductase-2 sé
gitp dam bao diéu tri kip thoi, tranh viéc
cham tré trong xac dinh giéi tinh cho tré.

Tai Viét Nam, cong nghé gidi trinh ty gen thé
hé mai (Next Generation Sequencing — NGS)
v6i wu thé 1a gia thanh thap, thoi gian doc
nhanh da va dang dugc ung dung rong rai
trong nhiéu linh vuc tir nghién ctru co ban cho
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dén cac nghién ctru vé chan doan 1am sang,
hinh sy, .... Gidi trinh tu cac exon cua gen
SRDS5A2 s€ xac dinh duoc chinh xac thai phu
c6 mang gen SRD5A?2 bi dot bién khong. Tur
d6 cung cép thong tin cho qué trinh tu van di
truyén, 1ap ké hoach cham soc chii dong cho
thai phu va thai nhi trudc va sau sinh. Hiéu
dugc tAm quan trong cua viéc phat hién sém
cac truong hop phu nit mang thai c6 hay
khong mang dot bién gen SRD5A2, nghién
ctru nay dugc thuc hién véi muc tiéu mo ta ty
1¢ thai phu mang doét bién gen 5 anpha
reductase trong nhom thai phu luu tra tai Hai
Phong thyc hién sang loc trudce sinh NIPT tai
vién Di truyén Y hoc Viét Nam tir thang
04/2022 t61 7/2023.

PHUONG PHAP NGHIEN CUU

Poi twong nghién ciru

783 thai phu duoc thu mau méu tai Hai Phong
(Bénh vién Pai hoc Y Dugc Hai Phong, Labo
trung tam DH Y Dugc Hai Phong, cac phong
khéam san tai Hai Phong), dan toc Viét, don
thai, tudi thai tir tuan thir 9 dong ¥ tham gia
nghién curu.

Tiéu chudn lya chon: Thai phu 1am sang loc
trudc sinh NIPT cho thai nhi va c6 nhu cau
xét nghiém tim dot bién gen SRD5A2.

Tiéu chudn logi trir: Thai phy khong c6 thong
tin 16 rang, khong dong y 1am xét nghiém.
Phuong phap nghién ctru

Phuong phap nghién ctru mé ta cit ngang
Thoi gian: tir 04/2022 t61 7/2023

Sé liéu duoc tong hop trén phan mém quén ly
xét nghiém tai Labo trung tdm Dai hoc Y
Duoc Hai Phong; vién Di truyén Y hoc Viét
Nam.

Noi dung nghién ciru

Nghién ciru duge tién hanh véi quy trinh nhu
sau:

Bueée 1: Lap hod so thai phy

Buoc 2: Léy mau mau thai phu, tach chiét
ADN tir té bao méu,

Buée 3: Chuan bj thu vién giai trinh tu bang
bd hoa chat New England Biolabs (Hoa
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Ki), (panel 9 gen giy bénh thé 4n phd bién &
nguoi Viét Nam: SRD5A2, HBA1, HBA2,
HBB, SLC25A13, GALT, PAH, G6PD,
GAA). Cac phan manh DNA trong vung gen
muc tiéu s& duoc 1am giau sir dung mau do
dac hiéu IDTDNA (Hoa Ki). Toan bd 5 exon
ctia gen SRD5A2 duoc khuéch dai bang k¥
thuat PCR véi céac cap mdi dic hiéu.

Buée 4: San pham PCR dugc giai trinh tu
trén hé théng giai trinh ty thé hé méi
NextSeq, Illumina, Hoa Ky. Ti thiéu 95%
vung gen muc ti€u c6 do phu trén 10X.
Buée 5: Phan tich va xur 1y s6 liu

Két qua giai trinh tu s& so sanh véi bo gen
tham chiéu GRCh38 d¢ xac dinh bién thé di
truyén. Cac bién thé dugc phan loai dua trén
co so dit liéu ClinVar ctia Vién strc khoe quc
gia Hoa Ky (US. National Institutes of
Health) dugc cap nhat t6i thoi diém tra két
qua.

Gi6i han cua xét nghiém: Cac bién thé di
truyén duoc khao sat bao gém: dot bién diém,
mit doan va chén doan ngin (dudi 20
nucleotide) trong vung méa hoa (coding
region) va vung lan can vai intron (-20/+10
nucleotide tir exon) cia nhitng gen khao sat.
Céc bién ddi di truyén khac bao gom: cac
bién thé di truyén ndm ngoai ving mi hoa,
mat doan va chén doan 16n (trén 100
nucleotide), nhitng doan lip ngin lién tuc
(nucleotide repeat), vung giau CG, vung co
trinh tu twong dong cao (gen gia —
pseudogenes) va truong hgp dang kham co
thé khong du tin cdy dé duoc phat hién trong
x€t nghiém nay.

Dao durc trong nghién cuu

Nghién ctru dugc cho phép boi Hoi dong
khoa hoc, Hoi dong dao dirc Y sinh hoc,
truong Dai hoc Y Dugc Hai Phong. Tét ca
thong tin ctia dbi twong nghién ctru dugc bao
mat va chi phuc vu nghién ctru khoa hoc.

KET QUA

Pic diém chung vé déi twong nghién ciru

Tudi cta cac thai phy tham gia nghién ciru duge thong ké trong bang 1.

Bdng 1. Pdc diém vé tusi mang thai cua thai phu

Nhom tubi

S6 lwong thai phu

Ty 1€ (%)

<20 21 27
21-25 124 15,8
26-30 265 338
31-35 204 26,1
36-40 136 17,4
41-45 30 3.8
46-50 3 0,4
Tong 783 100,0

Trung binh 30,6 + 6,2, min = 19; max = 47

Két qua bang 1 cho thay dé tudi trung binh caa nhém nghién ciu 1a 30,6 + 6,2. Nhém
thai phu thuc hién xét nghiém nhiéu nhét 1a nhém ¢ lra tudi 26 dén 30 tudi véi 33,8% (twong
g véi 265 thai phu). Theo sau la nhom tudi 31 dén 35 tudi vai 26,1% (tuong tng 204 thai
phu). C6 21 thai phu bang va dudi 20 tudi, 33 thai phu co do tudi cao (tir 41 dén 45 tudi), 3 thai
phu tir 46 dén 50 tudi. Thai phu nho nhat 19 tudi (13 thai phu) va cao nhat 1a 47 tudi (1 thai

phu). Khdng c6 thai phu nao trén 50 tudi.
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Bdng 2. Pdc diém vé tuai thai nhi tai thoi diém thiec hién xét nghiém

Tudi thai S6 lwong Ty 18 (%)
Duéi 10 tuan 273 34,87
Tir 10 dén 13 tuan 448 57,21
Tir 14 dén 22 tuan 61 7,92
Trén 22 tuan 0 0
Téng 783 100

Két qua bang 2 cho thay hau hét cac thai phu thuc hién xét nghiém khi & tuan thai trudc
10 tuan va trong tuan tha 10 dén 13 cua thai ky. Tiép theo la nhom thai phu mang thai tir 14
dén 22 tuan. Khong cé thai phu lam xét nghiém khi thai trén 22 tuan.
Ty 1é thai phu mang dét bién gen SRD5A2

S thai phu mang dot bién gen SRD5A2 phat hién dugc trong mau nghién ctru dugc trinh
bay trong hinh 1.

39
(4,98%)

744
(4,02%)

= Mang BB gen SRD5A2 = Khong mang DB gen SRD5A2

Hinh 1. Sé hwong va Ié thai phu mang dét bién gen SRD5A2

Nhan xét: Trong sé 783 thai phu tham gia thyc hién xét nghiém, da phat hién 39 thai phu
mang dot bién gen SRD5A2, chiém 4,98%. Tat ca 39 truong hop nay déu la bién thé
NM_000348.4(SRD5A2): ¢.680G>A (p.Arg227GIn) dang di hop tir. Pay 1a dot bién sai nghia
(missense variant) dugc phan l6p gay bénh theo dir liéu ClinVar (Variation 1D: 3351).

Gen SRD5A2 nam trén nhiém sac thé sé 2, vi tri 2p23, chtra nam exon cach nhau boi bon
intron. Toan b viing ma hoa (5 exon) cia gen SRD5A2 di duoc danh gia bang PCR va phan
tich giai trinh tu truc tiép. Dot bién dugc phét hién trong xét nghiém nay xay ra trén exon 4.

Bdng 3. Két qua phat hién d@ét bién gen thi 2 trén 39 thai phu da phdt hién dét bién gen
SRD5A2

S6 lwong thai phu  Gen PB 1 Gen DB 2 Dang dét bién gen thix 2

34 SRD5A2

Bdn quyén © 2024 Tap chi Khoa hoc sitc khoe
80


https://ihope.vn/gen-srd5a2/
https://ihope.vn/nhiem-sac-the-2/

Nguyén Thi Hai va cs.
DOI: https://doi.org/10.59070/jhs020524016

Tap chi Khoa hoc stc khoe
Tap 2,50 52024

1 SRD5A2 ATP7B C.2294A>G (p.Asp765Gly) - Di hop

1 SRD5A2 HBB c.126_129delCTTT (p.Phe42fs) - Di hop
1 SRD5A2 G6PD c.1466G>T (p.Arg489Leu) - Di hop

2 SRD5A2 HBAL & HBA2 Mt doan SEA - di hop

Xét két qua phan tich gen cua 39 thai phu mang d6t bién gen SRD5A2 ¢6 34 thai phu mang
1 dot bién gen SRD5A2 va 04 thai phu mang dong thoi dot bién gen SRD5A2 véi 1 dot bién
gen khac trong nhom 09 gen lan dugc phén tich trong xét nghiém.

BAN LUAN

Giai trinh ty gen 1a phuong phap dung dé xéac
dinh chudi nucleotide cua céc gen cu thé, bao
goém ca gen ma hoa va khdng ma hoa cho céac
protein chirc ning lién quan. Khac phuc mot
s6 nhuoc diém caa phuong phéap giai trinh ty
gen truyén thng, giai trinh tu gen thé hé mai
(NGS — next generation gene sequencing) c6
kha nang giai ma hang triéu doan ADN cung
ltc, gop phan thuc day hiéu suat giai ma hé
gen nguoi. Cong nghé NGS con c6 nhitng lgi
ich nhu: thoi gian doc nhanh, dir liéu dau ra
I6n va tiét kiém chi phi. Xét nghiém nham
phéat hién thai phy c6 mang dot bién gen
SRD5A2 hay khong.

Do tudi trung binh cua thai phu lam xét
nghiém trong nghién ctu nay la 30,6 £ 6,2
tudi. Thai phu tré tudi nhat I1a 19 tudi va thai
phu cao tudi nhat 1a 47 tudi. Nhoém thai phu
chiém ty 1& cao nhit trong nghién cau la
nhom ¢ do tudi tir 26 dén 30 tudi, tiép dén 1a
nhom thai phu tr 30 dén 35 tudi. Pay la
nhitng nhdm tudi truong thanh vé thé chat,
tam 1y ciing nhu c6 diéu kién kinh té 6n dinh
dé sinh con. Hau hét thai phu lam xét nghiém
truge tuan 14 caa thai ky, trong d6 c6 34.87%
thai phu lam xét nghiém khi thai dudi 10
tuan. Diéu nay cho thay cac thai phu da c6 su
quan tdm nhat dinh dén céc bénh Iy di truyén.
Viéc sang loc gen bénh tir nhitng tuan dau cua
thai ky gitp thai phu va gia dinh nhan dugc
sur tu van di truyén sém dé c6 ké hoach cham
soc hoac can thiép kip thoi, cling nhu giam
thiéu nhitng nguy co bét lgi cho thai nhi.
Trong 783 thai phu lam xét nghiém tim dot
bién, c6 39 thai phu mang dot bién gen
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SRD5A2 chiém 4,98%. Theo thng ké trong
nghién ctu vé giai trinh ty cac exon trén 85
gen lin trong cong dong ngudi Viét Nam [8]
thi ty 1é nguoi mang dot bién gen SRD5A2
gay bénh 1a 2,3%, nho hon han ty I¢ thai phu
mang dot bién gen SRD5A2 trong nghién ctu
nay.

Tinh dén thoi diém hién tai, da c6 hon 160
dot bién gen SRD5A2 dwoc md ta trén
Human Gene Mutation Database (HGMD)
phan b & ca 5 exon. Trong sé d6, dot bién
€.680G>A (p.Arg227GIn) trén exon 4 la dang
dot bién hay gap nhat dugc tim thay trong
nhom ngudi chau A. Trong nghién cau nay,
39 thai phu mang dot bién gen SRD5A2 déu
la dang ¢.680G>A (p.Arg227GIn) — di hop,

chiém 100%. Bién thé
NM_000348.4(SRD5A2): €.680G>A
(p.Arg227GIn) 1a dot bién sai nghia

(missense variant) do thay thé nucleotid
Guanin bang Adenin tai vi tri 680, 1am acid
amin tai codon 227 cua protein SRD5A2 la
arginine (co tinh bazo va phan cyuc) duoc thay
thé bang glutamine (trung tinh va phan cyc).
Bién thé SRD5A2 ¢.680G>A co trong co s&
dir liéu dan sé véi tan suat 0,6% (rs9332964,
gnomAD 0,6%) va c6 s6 lugng alen phan b
cao hon du kién d6i véi mot bién thé gay
bénh. Bién ddi sai nghia nay da dugc quan sat
thiy ¢ nhitng ca nhan bi thiéu hut steroid 5-
alpha-reductase va thuong gap 6 nhom nguoi
Pong A. Cac nghién ctru thuc nghiém vé md
hinh tic dong protein du doan thay doi
p.Arg227GIn khong anh huong nhiéu dén
chirc nang protein SRD5A2 vai gia tri du
doan am tinh 1a 80%. Cac nghién ctru khéc vé
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hoat tinh caa enzym Sa-reductase cho thay
dot bién p.Arg227GIn da duoc chung minh
lam giam hoat tinh cua enzym Sa-reductase,
chi con 3,2% toéc d6 phan ung cia mot
enzyme binh thudng, gy ra cac van dé vé
phét trién co quan sinh duc ngoai & nam gidi
[9]. Trong mat nghién ciru trén 130 tré mang
dot bién gen SRD5A2 tai Trung Qudc, cd
88/130 tré mang dot bién gen SRD5A2 dang
c.680G>A (p.Arg227GIn) (chiém 67,7%)
[10]. Pay la dot bién gay bénh, dugc nghién
ctru va coéng bd nhiéu trude do, dic biét &
quén thé chau A nhu Trung Quéc, Thai Lan,
Nhat Ban, Hong Kong ...[11-15]. Nhu vay,
mitrc d6 tac dong caa dot bién nay Ién hoat
dong enzyme ¢ muc gay giam hoat dg, khong
thudc nhoém dot bién gay mat hoan toan chirc
nang cua san pham protein.

Xac dinh vi tri cac dot bién gen SRD5A2
cung cép nhiéu loi ich cho khoa hoc co ban
va tng dung 1am sang. Mot dot bién gay bénh
khac da dugc ghi nhan trén exon 1 1a ¢.97C >
T, p.Gln6*. Pay la dot bién vo nghia
(nonsense mutation). Dot bién nay lam thay
ddi bo ba ma hoa cho acid amin Glutamine
thanh bo ba két thic, chim dut qua trinh dich
m4, tao protein mat doan, ngan, giam hoic
khéng c6 chiic ning, gy mat gan nhu hoan
toan protein SRD5A2 [6]. Trén exon 4 con co
dot bién 1a c. 590A > G, p.Glul97Gly da
dugc phat hién trén bénh nhan duoc chan
doan thiéu enzyme 5 alpha-reductase [6]. Tuy
nhién dot bién nay chua dugc cong bd va
bénh nhan nay con c6 thém ca dot bién
€.680G>A (p.Arg227GIn). Ciing tai vi tri
acid amin 197, d3 tim thdy 1 dot bién khéc,
p.Glul97Asp, duoc chitng minh gy bénh
[16]. Ngoai ra, c6 nhitng dot bién trén gen
SRD5A2 dugc tim thay trén kha nhiéu bénh
nhan va dugc céng bé 1a bién doi khéng gay
bénh [17] nhu ¢.265C > G, p. Val89Leu. Trén
thé gidi, nghién ctru trén 128 ngudi bénh va
100 nguoi binh thudong, ngudi ta tim thy
bién ddi nay xuat hién ¢ ca nguoi lanh va
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nguoi bénh, véi ti 1€ tuong duong nhau.
Khong thay xuat hién nhitng dot bién nay
trong cac ddi tugng nghién cau.

Do toan bo d6i twong xét nghiém dot bién gen
SRD5A2 déu la phu nit, dot bién phét hién
dugc ¢ trang thai di hop tir nén ban than
nhitng nguoi ndy khdng bi anh hudng cua dot
bién nay nhung ho c6 kha ning truyén gen
bénh cho con la 50% va kha nang cho con gen
lanh la 50%. Kha nang gay bénh cua con trai
cua nhitng nguoi ndy sé& phu thudc vao kiéu
gen cta ngudi chong:

- Néu gen SRD5A2 ¢ bb hoan toan binh
thuong, tat ca con cua cip vo chong nay
khong bi bénh, trong d6 50% cé kha nang
mang gen bénh an giéng me, 50% cip gen
SRD5A2 1a dong hop tur lanh.

- Néu bd mang 1 gen bénh an, 1 gen lanh:

+ 25% kha nang con nhan ca 2 gen bénh tur
bb va me va sé& bi bénh.

+50% kha nang con chi nhan 1 gen bénh cua
bd hoac me, 1 gen lanh va 1a nguoi lanh mang
gen bénh an.

+ 25% kha nang con nhan ca 2 gen lanh tir b
va me, ¢0 cap gen binh thuong.

C6 mot ti 1é thap bé roi vao truang hgp mang
2 gen bénh SRD5A2 (ddng hop tir) thé nhe.
Khi d6, enzyme 5-alpha reductase chi bi giam
hoat d6 nhe, nhitng ngudi nay van cé thé co
con. Kha nang sinh con trai bénh la 50%, kha
nang con trai 1a nguoi lanh mang gen bénh la
50%.

Nhu vay, két qua gen SRD5A2 cua chdng 1
co so dé tinh toan nguy co mang gen bénh cua
thai. DI V6i cac truong hop thai phy mang
thai nam, can thiét xét nghiém gen nay &
nguoi chong dé xac dinh nguy co mic bénh
cua thai. Néu thai 1a géi, viéc xét nghiém gen
ctia nguoi chong chi can thiét dé tién lugng
cho nhiing 1an c6 thai sau. Vi nhiing thai nhi
c6 ca bd va me cing mang gen bénh s& c6
nguy co cao thiéu hut enzyme 5-alpha
reductase, anh huong t6i phat trién co quan
sinh duc. Tuy thuéc vao murc tac dong gay hu
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hai protein caa dot bién ma muc réi loan phat
trién c6 nhidu muac do, c6 thé nhe hoic
nghiém trong. Can theo dai phét trién cac bo
phan sinh duc trén siéu 4m thai dé can nhac
thoi diém 1am xét nghiém gen cho thai va lya
chon hudng can thiép phu hop. Hién nay, y
hoc dé c6 nhiing tién bo trong sira chira cac
bt thuong do thiéu hut enzyme 5 anpha
reductase. Vi vay, cac thu thuat xam lan lay
té bao 6i 1am xét nghiém chan doan trude sinh
chi dugc dat ra khi thai kém nhiing bt
thuong nghiém trong khéc.

Trong nghién ctiru ndy, mau thai phu duoc lua
chon la nhiing thai phu dong y lam xét
nghiém sang loc trudc sinh NIPT cho thai
nhi. Day la xét nghiém sir dung k¥ thuat giai
trinh tu gen thé hé mai, mot ki thuat cé chi
phi cao va chua dugc phé cap cho toan bo phu
nit mang thai. Do d6 mau lya chon la mau
thuan tién, chua phai 1a dai dién. Nén can c6
nghién ctu khao sét trén sé lwong 16n hon
nira c&c thai phu & Viét Nam. Dong thoi can
thiét 1ap va quan 1y co so dir liéu vé nguoi
mang d6t bién gen SRD5A2 phuc vu tu van
di truyen.

KET LUAN

ba phat hién dugc 39 thai phu mang dot bién
gen SRD5A2 trong sd 783 thai phu lam xét
nghiém gen chiém ty 1& 1a 4,98%. Trong sb
39 thai phu mang dot bién gen SRD5A2 c6
05 thai phu mang thém 1 d6t bién gen lin
khéc trong nhom 09 gen dugc khao sat trong
goi xét nghiém.

C6 nhiéu bién thé gen SRD5A2 di duoc phat
hién va ghi nhan. Trong d6 c¢6 cac bién thé
gy bénh va bién thé khong gay bénh. Nghién
cru chi phat hién 1 bién thé dot bién gen
SRD5A2 la ¢c.680G>A (p.Arg227GIn) trén
exon 4. Pay 1a dot bién thay thé Guanin thanh
Adenin 1am thay d6i acid amin Arginine
thanh Glutamine & vi tri codon thir 227. Dot
bién 1am giam hoat tinh ctia enzym Sa-
reductase.
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KIEN NGHI

Dé ting cuong kha ning giam sat vé thuc
trang nhiém khuan huyét lién quan dén duong
truyén trung tAm, can thuc hién nhitng nghién
ctru tuong tu trén ) luong bénh nhan 16n hon
va trién khai trén nhiéu khoa 1am sang. Dic
biét, chi dinh dit catheter tai cac don vi hoi
ste can luu y chon lya thoi gian luu catheter
phu hop dé ting cudng phong ngira nhiém
khuén huyét.
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