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Tém tit
Hoi chtng Cri-du-chat 14 hoi chimg di truyén hiém gip, do mat mot doan ngin
trén nhiém séic thé 5, véi ty 1€ udc tinh khoang 1/45.000 tré duoc sinh ra. Hau hét
cac doan mat nay 1a de novo (m&i phat sinh). Céc triéu chiing dién hinh ciia bénh
bao goém tiéng kéu the thé dic trung nhu tiéng méo, giam truong luc co, chu vi
vong dau nho, cham ting trudng, chdm phét trién tim than va van dong khi 1on.
Chung t6i bao cao 01 truong hop thai mac hoi ching Cri-du-chat c¢6 biéu hién hét
61 hiém gip, khong quan sat thay bang quang, theo ddi than da nang. Thiéu dich
61 gy kho khin trong viéc chan doan bat thuong cia thai. Nho tng dung k¥ thuat
truyén dich vao budng 6i va ldy mau dich 6i lam xét nghiém di truyén, cic bat
thudng hinh thai va bat thuong di truyén cua thai da duoc 1am rd.
Tw khoa: Hoi ching Cri-du-chat; Hét 6i; Truyén dich vao buéng di; Bat thuong
di truyén; Bat thuong hinh thai.

A CASE REPORT: PRENATAL DIAGNOSIS OF
CRI-DU-CHAT SYNDROME IN AN ANHYDRAMNIOS FETUS
AT HANOI OBSTETRICS AND GYNECOLOGY HOSPITAL

Abstract

Cri-du-chat syndrome is a rare genetic disorder caused by a deletion in the short arm
of chromosome 5, with an estimated prevalence of approximately 1/45,000 live births.
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Most of these deletions are de novo. Typical symptoms of the disease include a
characteristic high-pitched cry that sounds like that of a cat, hypotonia,
microcephaly, and delayed mental and motor development when growing up. We
report a rare case of a fetus with Cri-du-chat syndrome presenting with
anhydramnios, without observable bladder, and with polycystic kidney
monitoring. The lack of amniotic fluid posed challenges in diagnosing fetal genetic
abnormalities. By applying the technique of fluid infusion into the amniotic cavity
and obtaining amniotic fluid samples for genetic testing, the morphological and
genetic abnormalities of the fetus were clarified.

Keywords: Cri-du-chat syndrome; Anhydramnios; Amniotic transfusion;

Genetic abnormality; Morphological abnormality.

PAT VAN PE

Hoi ching Cri-du-chat 1a hdi chung
mat doan nhanh ngan nhiém sic thé sd
5 rat hiém gap, véi ty 16 mac dao dong
tr 1:15.000 - 1:50.000 tré sinh ra. Do
tinh chét phire tap va kho phat hién, con
sO thyc té vé tan suét r6i loan nay trong
dan sb van chua dugce xac dinh chinh
xac. Nam 1963, bac si Lejeune lan dau
tién mo ta chi tiét hoi chimg nay trong y
van [1]. Céc tri€u chiing cua hdi chiing
khac nhau theo tirng giai doan cua tré.
Trong thoi ky so sinh, biéu hién dic
trung nhat 1a tiéng kéu the thé, dic trung
nhu tiéng méo, thuong bién mat trong
vai thang dau doi. Tré so sinh ciing c6
biéu hién nhe can, dau nho, ngat, giam
truong luc co. Nhitng diéu nay dan dén
cham tang truéng va phat trién trong vai
nam dau doi. Hién tai, y khoa chua tim
duoc phuong phép diéu tri triét dé cho
hoi chimg nay, chi c6 thé quan 1y cac
triéu ching. Viéc chan doan som va ap
dung céac lidu phap ngodn ngit, hd trg
phat trién van dong tlr giai doan sém sé&
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gitip cai thién mot phan triéu ching cta
bénh. D3 co bao céo vé tinh trang loan
sdn than, chdm tang trudng trong tr
cung & thai dugc chan doan trude sinh
mac hoi ching Cri-du-chat [2].

Tinh trang thiéu 6i hodc hét di trong
thai ky do ton thwong than cé thé xuat
phat tir nhiéu nguyén nhan di truyén
khac nhau, bao gom cac bat thudng vé
nhiém séc thé va gene. Céc rdi loan nay
giy ra nhimng thach thirc dang ké trong
chan doan trudc sinh bang phuong phap
choc hut dich 6i, ddng thoi lam can tr
viéc danh gia chinh x4&c hinh thai thai
nhi qua siéu dm. Trong nhiing truong
hop nghi ngd c6 bat thuong than tiét
niéu, k¥ thuat truyén dich vao budng 6i
va ldy mau dich i dé chan doan di
truyén co thé dugc ap dung [3, 4].
Nghién ctru nay duogc thuc hi¢n nham:
Mé ta diac diém lam sang va két qua
chan dodn di truyén ciia mét thai hét 6i
dwoc phat hién mdc hoi chuirng Cri-du-
chat tai Bénh vién Phu san Ha Noi, qua
do danh gia hiéu qua cua ky thuat
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truyén dich vio budng 6i trong chan
dodn trude sinh cdc bdt thuong di
truyén & thai thiéu éi, hét oi.
BAO CAO CA BENH

Thai phu Nguyén Thi L. 26 tudi.
PARA 1101 (lan 1 sinh non 24 tuan, lan
2 md dé 37 tuan). Tién st chua ghi nhan
bénh 1y bat thuong & ngudi me trude va
trong thai ky, chua ghi nhin bénh ly di
truyén trong gia dinh. Thai phu kham,
quan ly thai tai Bénh vién Birmingham
Women’s and Chilren’s tai Anh tir lic
12 tuan, da duoc sang loc trudc sinh hoi
chtrng Down nguy co thap, siéu am luc
15 tuan khong phat hién bat thuong.
Luc thai 19 tuan 4 ngay phat hién hét 6i
khong rd nguyén nhén, si€u am hinh
thai chua phat hién bat thudng dugc cac
bac si tu van theo di tai nha, 2 tudn
kham lai.

Thai phu quyét dinh vé Viét Nam, t6i
kham tai Bénh vién Phu san Ha Noi1
phat hién hét 6i, chua quan sat thiy
bang quang, cac co quan khac chua phat
hién bat thuong. Thai phu dugc can
thiép bang bom 500mL dung dich
ringer lactate vao budng i, sau d6 hat
dich 6i dé thyc hién xét nghiém di
truyén. Thu thuat dugc thyc hién trong
diéu kién phong can thiép bao thai vo
trung, ap luc duong. Sau can thi¢p, qua
trinh theo ddi dién ra hang ngay, khong
ghi nhan cac diu hiéu nhiém trung hay
ri 6i. Siéu 4m & tudi thai twong duong
20 tudn cho thay khong quan sat duoc
nudc tiéu trong bang quang va cé diu
hi¢u bénh than da nang. Thai phu va gia
dinh da xin dinh chi thai tg nguyén,
khong doi két qua di truyén. Thai phu
dugc giy chuyén da tu nhién bing
thudc & tuan thai thir 22.

Hinh 1. Hinh anh si€u am than tdng am, theo doi than da nang.
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Mau dich 6i dugc danh gia k¥ ludng, dam bao khong nhiém mau me va dat tiéu
chuan dé tién hanh xét nghiém di truyén. Két qua xét nghiém nhiém sic thé do trén
mau dich 6i thai cho két qua: Thai 21 tudn mac hoi chung Cri-du-chat:
46,XX,del(5)(p14). Két qua xét nghiém CNV (copy number variant): Thai mang
mat doan 5p14 trén nhanh ngian nhiém sic thé sd 5. Két qua giai trinh tu (clinical
Exome Sequencing - clinical ES) trén hé théng Nextseq 2000 (Illumina) tai Trung
tam Di truyén lam sang, Bénh vién Dai hoc Y Ha Noi1 khong phat hién bién thé

gay bénh hodc c6 kha nang gay bénh nao trong panel 4503 gene bénh 1am sang.
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Hinh 2. Két qua nhiém sic thé mat doan 5p14 trén nhanh ngin nhiém sic thé s6 5.
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26k x 100 kbp, 30 segments

Ec=0.121,5,=0.154
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Hinh 3. Két qua CNV mét doan 5p14 trén nhanh ngin nhiém sac thé sd 5.

BAN LUAN

Tinh trang thiéu 6i, hét 6i kém theo
di dang than tiét niéu 1a du hiéu canh
bao quan trong vé kha ning co bat
thuong di truyén ¢ thai nhi. Cac dic
diém nay tao ra thach thic dang ké
trong viéc thu thap va phén tich té bao
thai dé chan doan trudc sinh bang
phuong phap xét nghiém dich 6i.

Tai Trung tdm Can thiép bao thai,
Bénh vién Phu san Ha N1, chung t6i da
ap dung mot k¥ thudt dé khic phuc
nhiing kho khan nay, d6 la st dung
phuong phap can thiép bao gdm truyén
dung dich ringer lactate vao budng 6i va
sau d6 ldy mau dich 6i dé phan tich di
truyén.

Trong ca bénh cu thé nay, cic dau
hiéu nhu: Hét 6i, khong quan sat dugc
nudce tiéu trong bang quang va hinh dnh
siéu am than tdng am vang la nhitng goi1
¥ quan trong vé kha ning thai nhi mac
bat thuong di truyén. Mau dich 4i thu
thap dugc danh gid k¥ trude khi thyc
hién xét nghiém di truyén.

Quy trinh xét nghi¢m dugc thyc hién
mot cach nghiém ngét:

- Nubi cay té bao nham loai trir toi da
nguy co nhiém té bao me.

- Phén tich cong thirc nhidm sic thé
dé phat hién cac bat thuong di truyén.

- Panh gia chét lugng va sb luong té
bao/DNA dap tmg tiéu chuan va tién
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hanh giai trinh ty 4503 gene, bao gdm
ca nhom gene lién quan dén bénh than
tiét niéu.

Day la chi dinh khong chi mang y
nghia chan doan ngay tai thoi diém hién
tai, ma con cung cap thong tin quan
trong dé du bao va tu van cho céc thai
ky sau. Céc trudng hop bat thuong gene
gdy tinh trang hét 6i, thiéu 6i, bét
thuong than da dugc bdo cdo. Tuy
nhién, cac bat thuong nhiém sic thé
chua dugc ghi nhan nhiéu, dic biét day
13 1an dau tién ghi nhan mot trudng hop
hét 6i trong bao thai duoc chan doan
mac hoi ching Cri-du-chat.

Hoi1 ching Cri-du-chat dugc biét dén
v6i nhiéu tén goi nhu "hdi ching méo
kéu", "hoi ching x6a nhiém séc thé 5p"
hay "hoi ching Lejeune". Ban chat ctia
roi loan 13 sy mat mot doan ngén trén
nhiém sac thé sb 5, ddn dén nhimng bién
d6i gene dang chu y. Piéu ddng quan
tam 1a phan 16n cac truong hop (khoang
80 - 85%) xuat hién mot cach hoan toan
ngau nhién trong qua trinh hinh thanh
giao tir hodc phoi thai ban dau, trong khi
d6, cha me cua tré déu co cong thic
nhiém sic thé binh thuong. Khoang 10 -
15% con lai 1a do dot bién chuyén doan
can bang ¢ bd/me khong biéu hién
bénh, nhung gay ra mat doan & thé hé
sau [5]. Cac triéu chimg phd bién bao
gdm tiéng kéu the thé nhu tiéng méo
ngay sau sinh, chdm phat trién thé chat
nhu nhe can, dau nho, giam truong luc
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co, kho dat duge cac mbe phat trién van
dong... va cham phat trién tinh than [6].
Béo cdo clia ching t6i cho thay hét di,
bat thuong hinh thai va chirc nang than
cling ¢6 thé 1a mot trong cac biéu hién
rat sém trong thoi ky bao thai cua hoi
ching nay. Viéc chan doan chinh xac
cac bat thudng di truyén cia thai hét di,
thiéu 6i gitp cho viéc tién luong két cuc
thai ky va tu van di truyén trudc sinh.

KET LUAN

Céc trudng hop thai c6 ddu hiéu thiéu
61 hodc hét 6i kém theo bat thuong vé
hinh thai than tiét niéu doi hoi phai dugc
chan doan di truyén chuyén sau. Trong
nghién ctru nay, chung t61 ghi nhan mat
truong hop thai hiém gap: Hét 6i hoan
toan, khong quan sat dugc bang quang,
kém theo cac bat thuong hinh thai cua
than, da duoc chan doan méc hoi ching
Cri-du-chat. K§ thuat truyén dich vao
budng 6i d ching minh hiéu qua trong
viéc danh gid chinh xac céac di tat bam
sinh qua siéu 4m va gitp thu thap mau
dich &i phuc vu xét nghiém.

Pao dirc nghién ctru: Ca bénh thudc
nhom bénh nhan cua dé tai cip co so:
“Nhan xét két qua siéu am va két qua di
truyén cta thai thiéu 6i tir 16 - 26 tuan
sau khi truyén dich vao budng 6i tai
Bénh vién Phu san Ha Noi”, da duoc
thuc hién va nghi€ém thu tai Bénh vién
Phu san Ha Noi (Quyét dinh sd
498/QD-PS, ngay 06/5/2024). Sb liéu
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duoc Bénh vién Phu san Ha Noi cho
phép str dung va cong bd. Nhom tac gia
cam két khong c6 xung dot loi ich trong
nghién ctru.

Loi cdm on: Ching t6i xin chan
thanh cam on Bénh vién Phu san Ha Noi
1a don vi thuc hién kham, tw vén, tién
hanh thu thuat, xét nghiém chan doan
truge sinh cho thai nhi, cdm on Trung
tam Di truyén 1am sang va Hé Gen,
Bénh vién Pai hoc Y Ha Noi 1a don vi
hd tro thuc hién, phan tich xét nghiém
di truyén chuyén sau cho thai. Bén canh
d6, cam on sy tham gia, ung hd nhiét
tinh tir phia thai phu va nguoi nha da
ddng ¥ thuc hién ky thuat moi.

TAI LIEU THAM KHAO

1. Lejeune J, Lafourcade J, Berger R,
et al. 3 Cases of partial deletion of the
short arm of a 5 chromosome. C R Hebd
Seances Acad Sci. Nov 18 1963;
257:3098-3102. Trois cas de d'el'etion
partielle du bras court d'un chromosome 5.

2. Gonzalez-Comadran M, Hernandez
Sanchez JL, Rueda C, et al. Discordance

for Cri du chat syndrome in a
dichorionic-diamniotic twin pregnancy.
Case Rep Womens Health. Jul 2015;
7:5-7. DOI:10.1016/j.crwh.2015.07.003.

3. Palo P, Erkkola R, Piiroinen O,
Pirhonen J. Diagnostic transabdominal
amnioinfusion in a case of anhydramnion
and fetal kidney dysplasia. Ann Chir
Gynaecol Suppl. 1994; 208:94-97.

4. Quetel TA, Mejides AA, Salman
FA, Torres-Rodriguez MM. Amnioinfusion:
An aid in the ultrasonographic evaluation
of severe oligohydramnios in pregnancy.
Am J Obstet Gynecol. Aug 1992;
167(2):333-6. DOI:10.1016/s0002-
9378(11)91410-0.

5. Ajitkumar A, Jamil RT, Mathai
JK. Cri Du Chat Syndrome. StatPearls.
2024.

6. Espirito Santo LD, Moreira LM,
Riegel M. Cri-Du-Chat syndrome:
Clinical profile and chromosomal
microarray analysis in six patients.
Biomed Res Int. 2016; 2016:5467083.
DOI:10.1155/2016/5467083.

67



