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MOI TUONG QUAN GIG’A NONG PO NESFATIN-1 HUYET TUONG VOT
MOT SO CHi SO LAM SANG TREN NHOM BENH NHAN PAI THAO PUONG
(MOTPHAT HIEN) CHU'A PIEU TRI VA DA PIEU TRI TAI BENH VIEN 19-8
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TOM TAT

Muc tiéu: Xac dinh n6ng d6 Nesfatin -1 trong
huyét thanh va mai lién quan gira nong do Nesfatin-1
vGi mot s6 thong s 1am sang cla nhom bénh nhan
dai thao dudng typ2. POi tugng va phuong phap
nghién ciru: Nghién cdu dugc thuc hién 60 bénh
nhan DTDT2 dudc chia thanh 2 nhom la DTDT2 mdi
phat hién, chua diéu tri va DTDPT2 da diéu tri tai Bénh
vién 19-8. Cac phudng phap dugc thuc hién trong
nghién clu bao gébm nong dé Nesfatin-1 cla Bio
Vendor, mot s6 xét nghiém lam sang gém BMI, WHR,
tudi va can lam sang (gém HbAlc va glucose mau).
K&t qua: nong do Nesfatin-lva ham lugng glucose
mau cd su khac biét cd y nghia thdng ké (p < 0,05)
gita_hai nhém nghién ciru BDTDT2 dugc nghién cuu.
Ngoai ra, chi s6 Nesfatin-1vdi chi s6 Tuoi, BMI, WHR
(ty I1é eo-hdng), va HbAlc & 2 nhém nghién clru déu
khdng cho thay cé su khac biét cé y nghia thdng ké (p
> 0,05). Két qua nghién cu cling chi ra sy xuat hién
mdi tuong quan thuan gilta chi s Glucose mau vdi
HbAlc va WHR (ty |é eo-hOng) trong cac nhom
DTDT2 (r = 0,68-0.75; p = 0,001 va r = 0,439; p =
0,015). K&t luan: Nong do Nesfatin-1 va ham Ilugng
glucose mau khac biét c6 y nghia théng ké gilta 2
nhom nghién clru. Nong do Nesfatin -1 c6 mdi tuong
quan thudn vai thong so 1am sang va can lam sang vdi
muc do sai khac cd y nghia.

Tu' khod: Pai thao dudng typ 2; Nesfatin-1;
HbA1lc; méi dugc chan doan; da diéu tri.

SUMMARY
CORRELATION BETWEEN PLASMA
NESFATIN-1 CONCENTRATIONS AND
CLINICAL INDICATORS IN A GROUP OF
PATIENTS WITH DIABETES (NEWLY
DETECTED, UNTREATED AND TREATED)

AT THE 19-8 HOSPITAL

Objective: Determine the concentration of
Nesfatin-1 in serum and the relationship between
Nesfatin-1 concentration and some clinical parameters
in a group of patients with type 2 diabetes. Subjects
and Methods of Research: The study was
conducted on 60 patients with type 2 diabetes, divided
into 2 groups: newly detected, untreated type 2
diabetes, and type 2 diabetes treated at the 19-8
Hospital. The methods used in the study included
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measuring the concentration of Nesfatin-1 using
BioVendor, and conducting some clinical tests
including BMI, WHR, age, and paraclinical tests
(including HbAlc and blood glucose). Results: The
concentration of Nesfatin-1 and blood glucose levels
showed a statistically significant difference (p < 0.05)
between the two groups of type 2 diabetes studied. In
addition, the Nesfatin-1 index, along with the indices
of age, BMI, WHR (waist-hip ratio), and HbA1c in the
two study groups, did not show any statistically
significant difference (p > 0.05). The study results
also showed a positive correlation between blood
glucose index and HbAlc and WHR (waist-hip ratio) in
the T2DM groups (r = 0.68-0.75; p = 0.001 and r =
0.439; p = 0.015). Conclusion: Nesfatin-1
concentration and blood glucose levels were
statistically significantly different between the two
study groups. Nesfatin-1 concentration was positively
correlated with clinical and paraclinical parameters
with a significant difference.

Keywords: Type 2 diabetes; Nesfatin-1; HbA1c;
newly diagnosed; treated.

I. DAT VAN DE

Ti€u dudng typ 2 hay bénh DTDT2 Ia bénh
r8i loan chuyén hdéa carbonhydrat cé ddc diém
tang glucose mau do ca 2 ly do la khiém khuyét
vé tiét insulin va vé tac dong cla insulin dén co
th€ hay gdp la dé khang insulin [1]. DTDT2
chiém ti 1€ khodng 90% bénh Dai thao dudng
trén thé gidi, thudng gap & ngudi trudng thanh
trén 40 tudi. Nguy cd mac bénh ting dan theo
tudi [2].

Nesfatin-1 dugc xac dinh la cd lién quan vdi
mot s6 thong sO lam sang, can lam sang trong
dé cd khang insulin [3]. Pay la chat cé tac dung
ki€m soat cam giac ngon miéng thudc chirc ndng
cla viung dudi doi. Nesfatin-1 cé thé gdy cam
giac chan an. Nesfatin-1 ton tai va phan b6 &
nhiéu noi trong cd thé chd yéu & ndo, t& bao md
md, t€ bao 6ng tiéu hda. Ngoai ra nong do
nesfatin-1 c6 thé dinh lugng dugc & huyét thanh
va dich ndo tdy. Nesfatin c6 vai trd quan trong
déi v8i su xudt hién tién trién bénh DTD[4].
Nong dd nesfatin-1 bién d6i theo nhiéu hudng
khac nhau[5]. Cac hudng nghién cltu lién quan
dén nesfatin-1 ti€p tuc dugc thuc hién va co
trién vong I6n trong danh gid giai doan bénh,
ton thudng mot s6 cd quan dich va tac dong
diéu tri, chan doan DTD.
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POi tugng. Mau dugc chia hai nhém: Bénh
nhan BTDT2 thudéc nhdm nghién clu Iay theo
mau thudn tién tai Khoa Néi tiét — Bénh vién 19-
8, B6 Cong an. Pdi tugng khée manh cd tudi,
gi(’ji tuong doéng vdi bénh nhan thudc nhém
chiing. Trong dé:

e Tiéu chudn Ilua chon bénh nhan bao
gdm: Bao gdm ca nam va nif, tubi > 40; Bénh
nhan BTD typ 2 dudc chdn doan lan dau hodc
da dudc chan doan va diéu tri trudc thdi diém
nghién cfu; Cé thé cb cac bién ching cac cd
quan dich; Lam cac xét nghiém theo yéu cau NC;
Dong y tham gia NC.

e Tiéu chudn loai trirbénh nhan: BTD typ
1 va DTD thai ky; Bénh nhan DTD th( phat
(BTDP trong hdéi chirng Cushing, Basedow, BDTD
do sdi tuy); Nhitng bénh nhan cé bién chiing
ndng, hoac dang mac cac bénh cap tinh khac
(rGi loan nudc va dién gidi nang, dot quy nao,
suy than cap, nhdi mau cg tim cép), Bénh nhan
dang trong tlnh trang nhiém triing cap tinh hodc
nghl ngd méac bénh ngoai khoa, phau thuat; Mac
cac bénh noi tiét kém theo: bénh to dau chi,
Basedow, u tay thugng than, hoi chirng Cushing.

e Tiéu chudn Ilva chon d6i tugng nhém
ching: gém nhitng ngudi khdée manh. C6 tudi,
gidi tugng dudng vdi bénh nhan. Béng y tham
gia nghién clu.

e Tiéu chuan loai trr ddi tugng thudc nhém
chling: Mac cac bénh man tinh nhu BTD, bénh
tim thi€u mau cuc by, dot quy ndo; Pang mac
cac bénh cap tinh; Khong thuc hién du cac chi s
nghién ctru.

Xét nghiém chi s6 hoa sinh va xac dinh
nong do Nesfatin-1 trong huyét thanh. Cac
phép do nhan trac hoc ,sinh hda mau dugc thuc
hién vao budi sang, trudc khi 8n sang. Trong
lugng ca thé, chiéu cao, chi s6 khdi cd thé (BMI)

va vong eo hong dudc tinh bang phuong phap
tiéu chuan.

DE xac dinh ndng dd Nesfatin-1 trong huyét
thanh, ching t6i st dung b6 kit ELISA Nesfatin-1
cla BioVendor.Xét nghiém dugc ti€n hanh 13
budc. Bon vi: ng/ml.

Tiéu chudn chan doan trong nghién ciru:

- Chan doan DTD typ2 theo tiéu chuin cla
HOi NOi tiét —bai thao dudng Viét Nam(N6ng do
glucose mau ldc doi = 7mmoI/I HbA1c>6,5%...)

- Chan doan béo phi:ap dung cho ngudi
chau A —Théi binh duong.

Phuong phap nghién ciru:

Thiét k€ nghién clru: quan sat, cat ngang,so
sanh nhém bénh v&i nhém chu’ng

C8 mau va cach chon mau: thuan tién, ngau
nhién.

Phan tich va xir ly s6 liéu. Phan tich
théng ké dudc thuc hién bdng phan mém IBM
SPSS v.26 va Chi-Square Calculator 2x2. D{r liéu
dudgc biéu thi dudi dang gid tri trung binh + SD.
ANOVA mét chiéu v@i phan tich post hoc. M&i
tuong quan cua biéu hién gen véi cac déc diém
ldm sang khac dugc xac dinh bang phan tich
tuong quan Pearson, vdi gia tri c6 y nghia p <
0,05 [6].

Pao dirc y hoc trong nghién ciru:cac noi
dung nghién cru khong vi pham dao durc y hoc.

. KET QUA VA THAO LUAN

60 mau mau cta nhém nghlen clu, trong do
€6 30 mau thudc nhém ngerl mdi phat hién mac
DTDT2 chu‘a diéu tri va 30 mau thuéc nhém
ngudi mac DTDT2 di diéu tri. 30 mau mau
ngudi khée manh tham gia hi€n mau tinh
nguyén, nhitng ngudi nay cé mot sd chi s6 xét
nghiém mau gom Nesfatin-1va BMI.

Bang 1. So sanh gidi tinh vdi cac bién sé khdc nhau gilia cac nhom

Gidi tinh Tudi No6ng do Nesfatin-1| Chi s6 BMI
Lea Nam | Nir Nam Nir Nam Nir Nam Nir
Cac bien so Tong Tong Trung Trung Trung Trung Trung | Trung
SO so binh binh binh binh binh binh
. 60,33 £ | 56,00 | 0,37 0,84 22,09 £ 22,18 &
Nhom chiing (NC) | 12| 18 | "7y 7,09 +0,45 | +1,60 | 071 | 227
DTDT2 -chua didu 60,06 £ | 59,50 % 04l 23,77 = 23,43 =
tri 16 1 14 | 300 | 10,18 %07 %159 950 | {84 | 2,54
R 61.06 £ | 60,86 £ 027+ | 23,23 % (22,77 =
DTDT2 da diéu tri 16 14 8,45 738 0,86 + 1,66 0,29 193 187
NCvs DIDT2-chuial -~ 0,44 p = 0,012 p < 0,00001 D = 0,24
NCvs DTOTZ da | =0,44 p = 0,006 p < 0,00001 p=0,72
BTDT2 -chua didu| p = 0,79 b =0,82 p = 0,034 b = 0,90
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tri vs DTDT2-da
diéu tri

C6 su khac biét cé y nghia thong ké vé Ira
tudi gita Nam va N cGa nhdm chiing va nhém
DTDT2-chua diéu tri (p = 0,012) va nhdm chirng
va nhom DTDT2-da dugc diéu tri (p = 0,006).
Két qua cling chi ra rang, c6 su khac biét cd y
nghia thong ké vé nong do Nesfatin-1 gitra Nam
va NI cla ca@ 3 nhém, trong dé nhéom chiing va
nhoém DTDT2- chua diéu tri, nhdm DTDT2- da
dugc diéu tri (p < 0,00001); nhdm DTDT2- chua
diéu tri va nhdm chirng va nhém DTDT2- da
dugc diéu tri (p = 0,034) (Bang 1). Nhiéu
nghién cfu cho th8y su’ khac biét gidi tinh c6 thé

anh hudng dén ty Ié méc DTPT2, vdi nhitng yéu
t6 sinh ly va 16i sdng khac biét gilta nam va ni
gbp phan vao su tuong quan nay. O nam gidi, ty
Ié mac BDTDT2 ¢ xu hudng cao haon do cac yéu
t6 nhu thdi quen an udng khong lanh manh, 16i
song it van dong, va ty 1& béo bung cao hon -
mot yéu td quan trong dan dén khang insulin.
M3t khac, & nir gidi, nguy cd mac bénh tang Ién
rd rét sau giai doan man kinh, khi cac thay doi
noi tiét té lam giam do nhay cam insulin va thuc
day tich tu m&, d&c biét & vung bung [7].

Bang 2. So sanh gidi tinh vdi cac bién sé khdc nhau gilia cac nhom nghién ciuu

WHR .
Cac bign <5 (ty Ié eo- h6ng) Glucose mau _ HbA1c _
Nam Nur Nam Nir Nam Nir
Trung binh | Trung binh | Trung binh | Trung binh | Trung binh | Trung binh
DTPT2-chua diéu tri| 0,96 + 0,04 /0,96 + 0,06 | 10,49 + 3,54 [11,14 + 4,73/8,62 = 2,37 19,40 + 2,37
DTDT2 -da diéu tri |0,95 £ 0,06[0,93 + 0,05| 8,45 + 3,24 |7,40 £ 3,39|7,12 + 1,24(7,54 £ 1,93
DTDT2 -chua diéu tri
vs DTDT? da didu tri p =092 p = 0,004 p=0,72

Chi s6 Glucose mau ciing co6 su khac biét cé y nghia thong ké gilta Nam va N cia nhém DTDT2-
chua diéu tri va nhém chirng va nhém DTDT2- da dugc diéu tri (p = 0,004). Glucose mau giam ciing
phu hgp vGi két qua vé nong d6 Nesfatin-1 tang ¢ nhém DTDT2 c6 diéu tri (Bang 2). Nghién cliu
cho thdy rang hiéu qua cua viéc st dung phac do diéu tri la hiéu qua vdi bénh nhan BDTDT2 tai Bénh

vién 19-8.
Bang 3. So sanh chi s6 Nesfatin-1voi cac bién sé khac nhau giiia cac nhom nghién cau
NCvs | NCvs [DTDT2 chua
Nhom chirng | PTPT2 chuva| PTPT2da |PTPT2- DTPT2| diéu trivs
Cac bién s6 (NC) diéu tri dieutri | chua |dadiéu| PTPT2 da
diéutri| tri diéu tri
Trung binh Trung binh Trung binh p P p
Nbng do Nesfatin | 0,65 + 1,27 | 0,55+ 1,20 | 0,59 + 1,25 | _ _ _
Tubi 57,73 % 7,68 |59.80 £ 11,58| 60,07 £ 7,83 |P = %2/P =042 p =085
Nong do Nesfatin | 0,65+ 1,27 | 0,55+ 1,20 | 0,59 + 1,25 _ _ _
Chis6BMI | 22,50 £ 1,84 | 23,61 £ 2,16 | 23,01 1,88 |P =~ %2/|P =033 p =064
NOng do Nesfatin 0,55+ 1,20 | 0,59 + 1,25 - 072
WHR (ty I& eo-hdng) 0,958 £ 0,05 | 0,94 £ 0,05 P=5
Nong do Nesfatin 0,55+ 1,20 | 0,59 + 1,25 b = 0,05
Glucose mau 10,80 £ 4,07 | 7,96 + 3,29 !
Nong do Nesfatin 0,55+ 1,20 | 0,59 + 1,25 —0.17
HbA1c 8,07 + 2,36 | 7,31 % 1,59 P="5

Mai lién quan gilra chi s6 Nesfatin-1vdi bién
s8 Tubi, BMI & nhoém ddi chiing (p > 0,05). Bén
canh dé, nghién clu cling chua xac dinh dugc
mdi tuong quan gilta chi s& Nesfatin-1vSi Tudi,
BMI , WHR (ty Ié eo-hdng), va HbAlc & 2 nhom
bénh trong nghién ctru (BPTDT2 chua diéu tri va
da diéu tri déu khong co su’ khac biét cd y nghia
théng ké (p > 0,05) (Bang 3). Tuy nhién, co
xuat hién moi tugng quan co y nghia théng ké
gilta bién s6 Glucose mau va Nesfatin-1gilta 2

nhém DTDT2 chua diéu tri va nhom DTDT2 da
diéu tri (Bang 4). Diéu nay cd thé dugc ly giai
théng qua vai tro cua Nesfatin-1trong diéu hoa
chuyén héa glucose va nhay cam insulin. O
nhifng bénh nhan chua dugc diéu tri, tinh trang
khang insulin va mdc glucose mau thudng cao
hon, dan dén su diéu tiét ngugc cla cac
hormone va peptide lién quan dén chuyén hda
ndng lugng, bao gom ca Nesfatin [8].
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Bang 4. So sanh cac bién sé6 khac nhau trong nhom DTDT2 chua diéu tri

e Nong do - Chiso0 |WHR (ty Ié|Glucose

Moi tucong quan N esf%tiﬁ Tudi BMI eo- hgt:g)' mau HbA1c
Nong do | Tugng quan Pearson 1 -0,129 0,180 0,126 0,100 | -0,202
Nesfatin P 0,498 0,341 0,505 0,598 0,294
Tuéi Tucng quan Pearson -0,129 1 -0,210 0,102 -0,187 | -0,245
P 0,498 0,264 0,592 0,321 0,200
Chis6 | Tudng quan Pearson 0,180 -0,210 1 0,121 0,002 0,013
BMI P 0,341 0,264 0,525 0,993 | 0,945
WHR(ty Ié] Tuong quan Pearson 0,126 0,102 0,121 1 -.439" | -0,220
eo- hong) P 0,505 0,592 0,525 0,015 | 0,252
Glucose | Tuong quan Pearson 0,100 -0,187 0,002 -.439" 1 .680""
mau P 0,598 0,321 0,993 0,015 0,000

HbA1c Tugng quan Pearson | -0,202 -0,245 0,013 -0,220 .680"" 1

0,294 0,200 0,945 0,252 0,000
*, Tudgng quan cd y nghia & mic 0,05. ** Tuong quan co y nghia ¢ mirc 0,01,

Cac nghién clru cho thay rang mirc Nesfatin-
1 c6 xu hudng téng Ién & nhitng cd nhan cé
nguy cd mac BPTPT2 hodc bi khang insulin nhu
mot ¢ ché bl trlr, nhung mdc nay cb thé giam
di sau diéu tri khi Glucose mau dudc kiém soat
t6t hon [9].

- MGi quan hé giifa néng do Nesfatin-1vdi chi
s8 Tubi, BMI, WHR (ty 1é eo- hdng) trong nhém
nghién ciu BDTDT2 -chua diéu tri

Két qua nghién clu khong cho thay mai lién
quan gilra chi s6 Nesfatin-1 vdi cac yéu té khac

cta bénh nhan trong nhém BTDT2 chua diéu tri
. Co xudt hién moi tuong quan Glucose mau va
WHR (ty 1€ eo-hong) (r = 0,439; p = 0,015)
trong nhém DBTDT2 chua diéu tri, tuy nhién, moi
guan hé nay la trung binh. Xuat hién mdi tuang
guan cao gilta chi s6 Gluco mau va HbAlc (r =
0,680; p = 0,000) trong nhém BTDT2 chua
diéu tri. Diéu nay giai thich tai sao mdc Nesfatin
lai khac nhau gitra nhdm chua diéu tri va nhdm
da diéu tri, khi tinh trang khang insulin va HbA1c
dugc kiém soét tét hon sau can thiép.

Bang 5. So sanh cdc bién sé khac nhau trong nhom DTPT2 da diéu tri

e Nong do o Chis6 |WHR (ty Ié|Glucose

Mol tuong quan Ne sf%tiﬁ Tuoi BMI eo- hf’it:g)' mau HbAlc
Nong do | Tudng quan Pearson 1 0,213 | -0,037 0,013 -0,034 | -0,067
Nesfatin P 0,258 0,846 0,946 0,857 | 0,725
Tusi Tuong quan Pearson 0,213 1 0,012 -0,005 -0,056 | 0,005
P 0,258 0,949 0,977 0,769 | 0,979
. Tucng quan Pearson -0,037 0,012 1 0,098 -0,125 | -0,011
Chi s6 BMI P 0,846 | 0,949 0,607 | 0,510 | 0,955
WHR (ty Ié | Tugng guan Pearson 0,013 -0,005 0,098 1 0,193 | -0,032
eo- hong) P 0,946 0,977 0,607 0,306 | 0,867
Glucose | Tudng quan Pearson -0,034 -0,056 | -0,125 0,193 1 .750™"
mau P 0,857 0,769 0,510 0,306 0,000

HbA1c Tuang quan Pearson -0,067 0,005 | -0,011 -0,032 .750™ 1

P 0,725 0,979 0,955 0,867 0,000

** Tugng quan co y nghia § muc 0,01.

Khong thay su xuat hién mai lién quan gilia
chi s6 Nesfatin-1vGi cac yéu to khac cla bénh
nhan trong nhém BTDT2 da dudc diéu tri (Bang
5). Trong d6, mai lién quan gitfa chi s0 Glucose
mau va HbAlc (r = 0.750; p = 0.000) dugc xac
dinh la chat ché. biéu nay hoan toan phu hgp
vGi nhitng két qud da dugc dua ra trong cac
cbng bd tUr trudc dén nay.

V. KET LUAN
Viéc phat hién sém bénh dai thao dudng
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thong qua kiém tra chi s& Nesfatin-1 ¢4 y nghia
quan trong trong phong nglra va quan ly bénh.
Khi chi s6 Nesfatin-1 dugc xac dinh la bat
thuding, day cd thé Ia ddu hiéu canh bdo sém vé
nguy co phat trién dai thdo dudng tuyp 2 hodc
cho thay tinh trang khang insulin dang gia tang.
Ngoai ra, két qua nghién clfu con ho trg doi
ngll y-bac si ¢ thé chi dinh cac loai thuSc phu
hop dé€ ngdn nglra su' tién trién cla bénh,gilp ca
nhan héa liéu phap diéu tri vdi tirng bénh nhan
dua trén chi s6 Nesfatin-1, tir dé t6i vu hda hiéu
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qua diéu tri va gidam thiéu tac dung phu.

Lai cam on:Xin trén trong cdm dn Khoa Noi
tiét — Bénh vién 19-8, BO mon Khdp & Noi tiét -
Bénh vién 103 va Khoa Sinh ly bénh hoc - Vién
Quan y trong viéc hd trg thuc hién nghién ciru.
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VIET NAM: PHU THAI LIEN TIEP DO BDOT BIEN GEN GUSB
Nguyén Thi Sim'?, Lwong Thi Lan Anh*, Than Thi Thu Cénh?,
Ngd Thi Hwong?, H6 Khanh Dung?, Vwong Thi Bich Thiy?,
Nguyén Cong Tuin!, Lé Thi Thanh Van'!, Nguyén Dirc Anh!?

TOM TAT

Phu thai la t|nh trang tich tu dich du thira trong
cac md dudi da va cac khoang cua cd thé, do nhiéu
nguyén nhan gay ra. Gan day, phu thai Iap lai dugc
cho 1a mét biéu hién cta nhiéu r6i loan du trit
lysosome, trong d6 c6 bénh  rGi loan
mucopolysaccharidosis, di truyén Ian trén nhiém sac
thé thu‘dng Kiéu hinh rat thay ddi, tir phu thai nang
gay tor _vong nghiém trong dén cac thé nhe cb kha
nang song sét dén tudi trerng thanh. Chung toi bao
cao mot trudng hgp lan dau tién dugc phat hién tai
Viét Nam co tién st phu thai hai [an lién tiép, két qua
choc hut dich 6i thai mang dot bién di hgp tir phic
C. 1325C>T va .1843C>T trén gen GUSB lién quan hdi
chu‘ng roi loan chuyen hda Mucopolysacchar|d05|s VII
gay phu thai, tran dich da mang. Phan tich hai dot
bién nay bang xét nghlem Sanger trén mau DNA cla
thai [an dau con luu lai cling mang hai bién thé tuong
tu, hai thai nhan 02 alleles tr hai b6 me mang kiéu
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gen di hgp tu. Tu van truGc sinh dugc ddt ra cho
nhu‘ng [an mang thai tlep theo nhu sang loc di truyén
truc lam t8, hodc chan doan trudc sinh bang phucong
phap sinh thlet gai rau hodc choc hut dich 6i.

Ta khoa: GUSB, mucopholysacchar|d05|s VII,
phu thai, bat thudng d| truyén, chan doan trudc sinh

SUMMARY
THE FIRST CASE DETECTED IN VIETNAM:
RECURRENT FETAL HYDROPS CAUSED BY

GUSB GENE MUTATIONS

Hydrops fetalis is a condition of excess fluid
accumulation in the fetus which has many causes.
Recently, recurrent fetal hydrops is thought to be a
symtom of many lysosomal storage disorders,
including mucopolysaccharidosis, an autosomal
recessive inheritance. Phenotypes are highly variable,
ranging from severe, fatal hydrops to mildly affected
fetus surviving into adulthood. We report a case
discovered for the first time in Vietnam with a history
of fetal hydrops two consecutive times. Amniocentesis
results showed that the fetus carried a complex
zygotic mutations ¢.1325C>T and c.1843C>T on the
GUSB gene related to the metabolic disorder
syndrome Mucopolysaccharidosis VII causing hydrops
fetalis. Analyze these two variants by Sanger
sequencing on the remaining DNA sample of the first
terminated fetus also carrying two similar variants, the
two fetuses received 02 alleles from two parents with
heterozygous genotypes. Prenatal counseling is given
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