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Bao cao ca bénh kham trisomy
mot phan nhiém sac theé so 9
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Tom tit:

Hi chirng trisomy nhiém siic thé (NST) s6 9 (trisomy 9) va dang bat thwong khac lién quan nhw kham trisomy 9
toan phan hoic mdt phin la cic chirng roi loan NST & nguoi rat hiém gip, thwong chét ngay ¢ giai doan phéi thai
hoic c6 doi song rit ngin, chi 20 ngay sau khi sinh kém theo nhiéu di tit h¢ co quan. Ca bénh dwoc bio cio ¢ day 1a
nir 26 tudi, dwoc xac dinh kham trisomy mdt phan NST 9 bing xét nghi¢m nuéi cdy phan tich NST bach ciu lympho
va lai so sanh hé gen (Array comparative genomic hybridization - aCGH), nhung c6 doi séng dai hon so véi ghi nhan
ciia y viin va c¢6 kha niing sinh san. Bénh nhin khong c6 bat thwong vé tri tué, vin dong; khong c6 bit thwong ciu
tric co quan qua siéu Am hinh thai; & ban tay trai c6 cong veo ngon cai va mun thit rai rac ¢ long ban tay; da sinh
mot con trai khée manh sau 3 1in thai chét luu lién tiép. Bio cdo cho thiy cac biéu hién 1am sang da dang ciia bat
thwong trisomy 9 dang kham ¢ nguwdi, déng goép vao ngudn dir liéu hiém cac trwong hop mic bénh nay. Tir d6 bo
sung vao kién thirc tr van di truyén ddi véi cic ca bénh hiém ciia trisomy mgt phan NST 9 thé kham, dic biét 1a tw
vén di truy(“an chin doan trudéec sinh dé tién lwgng tinh trang cua thai nhi.

Tir khéa: aray CGH, kham, nhiém sic thé do, trisomy 9 mot phan.

Chi s6 phén loai: 3.1

Datvan de khong phat hién thdy bat thuong cdu tric co quan; da sinh

Trisomy 9 1a mét dang bt thuong NST hiém gap & con trai khoe manh sau 3 lan hong thai lién ti€p. Bao cao

ngudi, va cang hiém gip & nguoi trudong thanh. Dang bt
thuong nay chiém 2,4% trong tong sb cac ca say thai va

nay cho thay cac biéu hién 1am sang da dang cua bat thudong
trisomy 9 dang kham, déng goép vao ngudn dit liéu hiém cac

thai chét luu [1]. Trisomy 9 thuong giy ra khuyét tat van
dong va tri tué¢ nghiém trong, chdm phat trién tam than va
thé chét, bat thudng hinh thai nhu dau nho, bat dbi xtng so
mit, bat thuong vé hé xuong. Chi khoang 1/3 céac truong
hop trisomy 9 c6 bat thuong ciu tric hé than kinh trung
uong [2].

Vi nhitng di tat nang né cua trisomy 9, bénh nhan
thuong tir vong sém trong vong 20 ngay sau sinh. Ty I¢
song sot ctia bénh nhan thé kham va thé thuan trisomy 9 c6
thé khac nhau nhung hau hét déu c6 ty 1¢ di tat ¢ nhiéu co
quan trong co thé [3]. Chung t6i bio cdo ca bénh nhén nit 26
tudi, dugc xac dinh c6 kham trisomy mot phan NST 9 bang
xét nghiém NST db va lai so sanh hé gen (aCGH), nhung ¢
doi song dai hon so véi y van dd bao cdo. Bénh nhan khong
¢ bat thuong vé tri tué, van dong; qua si€u am hinh thai
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truong hop mic bénh nay.
Bao c4o ca bénh

Bénh nhén nit 26 tudi, 1 con thu 3 trong gia dinh c6 3
anh chi em, dugc sinh thuong & tudi thai 38 tudn vdi can
nang luc sinh 14 3,0 kg. Ngudi me 30 tudi, khong co tién st
bénh man tinh hodc phoi nhiém véi cic tac nhan gay ra dot
bién. Cac thanh vién trong gia dinh déu khoe manh va phat
trién binh thuong. Bénh nhan dugc ghi nhin cac mbc phat
trién tim than van dong binh thuong, biét di lic 9 thang
tudi. Bénh nhan c6 kinh nguyét lan dau nam 14 tudi, chu ky
déu 30 ngay; két hon nam 22 tudi, hoc hét 16p 9, 1am cong
nhan may.

Bénh nhan dén kham luc 24 tudi vi bi hong thai 3 lan: 1
lan thai chét luu; 2 1an can i, bong mang nudi lic thai 12
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Abstract:

Trisomy 9 syndrome and other related abnormalities
such as full or mosaic trisomy 9 are very rare human
chromosomal disorders. The disorders cause early
pregnancy loss or death within 20 days after the birth
which is accompanied by complex birth defects. The case
reported here is a 26-year-old female, identified with
partial trisomy of chromosome 9 by Array comparative
genomic hybridization - aCGH, but has a longer life than
reported in the medical literature and can give birth.
The patient did not have abnormal mental or motor
problems; no morphological ultrasound abnormalities;
curved thumb and scattered warts on the left hand; gave
birth to a healthy son after three consecutive stillbirths.
The report has shown diverse clinical manifestations of
trisomy 9 mosaic abnormalities in humans, contributing
to a rare data source of trisomy 9 mosaic cases. Since
then, improve knowledge of genetic counseling for
rare cases of trisomy 9 mosaicism, especially in genetic
counseling of prenatal diagnosis.

Keywords: array CGH, karyotyping, mosaicism, partial
trisomy of chromosome 9.

Classification number: 3.1

TAP CHI

HOAHOC |/,
ONG NGHE ||t Nam 63(7) 72021

tuan va 7 tuan. Bénh nhan co thé trang thap giy: cao 149
cm, ning 38 kg. Ban tay trai bi cong veo ngon cai, cac ndt
mun thit rai rdc ¢ long ban tay (hinh 1). Si€u am tim mach,
6 bung, tir cung, budng trimg khong phat hién bat thudng.
Céc xét nghiém sinh héa va huyét hoc co ban trong ngudng
binh thuong.

Hinh 1. Cong veo ngon cai trai va cac mun thit rai rac ¢ long ban tay.

Xét nghiém nudi cdy va phan tich nhidm sac thé bach cau
lympho mau ngoai vi phat hién tinh trang kham 2 dong té
bao: 1 dong binh thudng 46,XX chiém 29,4% va 1 dong thém
mot NST marker nghi ngd ¢6 ngudn gdc tir NST 9, chiém
70,6%. Cong thirc NST d6 1a: 47,XX,+mar[24]/46,XX[10]
(hinh 2).

Pé xac dinh chinh x4c vat chét di truyén ting thém c6
phai ngudn gdc tir NST s6 9 hay khong, mau mau ngoai vi
ctia bénh nhan duoc tich DNA dé xét nghiém lai so sanh hé
gen (aCGH) da xac dinh duoc chinh x4c phan vat chat di
truyén ting 1én c6 ngudn gbe tir NST s6 9 (hinh 3). Ba ving
thém doan NST 9 dugc ghi nhan gém:

arrfGRCh37]9p13.1p12(40771173_42965378)x3;

arrfGRCh37]9q12q21.11(65632517_70489031)x3;
arrfGRCh37] 9p24.3p11.2(123950 442860239)x3.

Nhu vy, diém xa nhét bi dot bién trén nhanh ngan NST
9 12 9p24.3 va diém xa nhat bi dot bién trén nhanh dai NST 9
12 9g21.11 (hinh 4). Két hop vai két qua NST dd, c6 thé xac
dinh bénh nhan ¢ trang thai kham trisomy mot phéin NST9;
doan NST thira it nhat tir 9p24.3 dén 9q21.11.

Hai nim sau thoi diém dén kham va phat hién ra tinh
trang kham trisomy mot phén NST 9, bénh nhan da thy thai
ty nhién, sinh thuong dugc mot bé trai khoe manh.
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Hinh 2. NST db. (A) Dong té bao thira mot NST marker chiém 70,6%: 47,XX,+mar. (B) Dong té bao binh thuong, chiém 29,4%: 46,XX.
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Hinh 3. Ving ting vat cht di truyén thude NST s6 9.
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Hinh 4. Trén NST 9, ving ting vat chat di truyén dwoe ghi nhén tir
9p24.3 dén 9q21.11

Tinh trang trisomy 9 va dang bat thuong khac lién quan
nhu kham trisomy 9 toan phan hodc mot phan la cac chimg
101 loan NST & nguoi rat hiém gip. Tré em sinh ra véi
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trisomy 9 thudn thuong chét ngay sau khi sinh hodc trong
vong mot nam sau khi sinh, trong khi nhitng tré sinh ra véi
kham trisomy 9 c6 thé séng sot dén tudi truong thanh s& co
céc bét thuong vé hinh thai va chtic nang. Tinh trang kham
trisomy 9 thuong lién quan dén trong lugng so sinh thap va
co thé cham phat trién, kho khin trong hoc tap, giao tiép va
n6i cham. Cac dic diém co thé dic trung bao g6m tat dau
nho, khop 1ong 1éo, bat thudng so ndo nhu tai thap, hé ham
éch ciing nhu bat thuong vé xuong so, ban tay va ban chan.
Céc bénh 1y nhiéu mo rat phd bién va c6 thé lién quan dén
cac hé co quan khac nhau nhu tim, than, ndo va than kinh
trung wong, dudng sinh duc va tiét niu, co (ting truong
luc) va duong tiéu hoa. Poi voi thai trisomy modt phan
nhanh ngén NST 9 dugc bao cdo véi khe hd vom ham, tiéu
ndo bét thuong, than ting 4m vang va ban chan khoco hai
bén [4-6]. Truong hop kham trisomy mot phan NST 9 duoc
mo ta trong bao cao nay khong biéu hién cac dic diém bénh
chinh nhu céc béo cao di thong ké, khong co dic diém nbdi
bat nao khac trén khuén mat duoc nhin théy nhu mo ta, ma
chi c6 biéu hién cong veo ngoén cai va rai rac mun thit & 1ong
ban tay trai. Bénh nhan dang song & tudi truong thanh va thy
thai tu nhién, sinh thuong dugc mot bé trai khoe manh sau
3 14n say thai va thai chét luu lién tiép [1, 7].

Nghién ctru cia D. Bruns nam 2011 [6] cho théy, cac ca
bénh kham trisomy 9 duong nhu khong c¢6 mbi trong quan
1 rang vé murc d6 kham v6i mire do nghiém trong cia kiéu
hinh bénh. Su biéu hién thiéu twong quan giira kiéu hinh
v6i kiéu gen nhu thé nay co thé do mic d6 kham trisomy
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9 thuong chi duoc danh gia & té bao bach cau lympho méau
ngoai vi ma chwa thong ké dugc mirc do kham NST 9 & cac
md khac, dac biét la mo sinh duc. Cling co thé 1a trong qua
trinh phat trién trudc va sau khi sinh, ty 1& t& bao trisomy
9 trong cac md khac nhau di thay di dang ké do su khac
biét vé toc do phat trién noi tai va qua trinh chét cia té bao
binh thuong va té bao bénh 1y mang trisomy 9 trong ca thé.
Ngoai ra, ngay ca trong mdt mo hoac co quan, kham trisomy
9 ciing 6 thé phat sinh khac biét ¢ timg ving. Trong trudng
hop ca bénh & day, chiing t6i d quan sat thay ty 18 kha cao
kham trisomy mot phan NST 9 (70,6%) tir m6 mau ngoai vi
nhung biéu hién 1am sang it ning né nhu cac bao cdo trong y
van ciing c6 thé do ty 16 kham nay chua dugc danh gia & cac
md khac trong co thé. Mot diéu dang quan tdm nira 1a véi
két qua xét nghiém aCGH da xac dinh dugc chinh xac phan
NST 9 ting lén it nhat & ving tir 9p24.3 dén 9q21.11. Ving
nay chura rat nhidu gen OMIM (trén 50 gen) voi cac anh
huong chi yéu dén chuyén hoa, than kinh va phat trién tam
than, van dong. Tuy nhién, nhitng anh hudng d6 khong xuét
hién ¢ ca bénh trong bao céo nay, cd thé do tinh trang kham
trisomy 9 chi dugc danh gia trong mau ngoai vi ma chua
danh gia & cac mo khac cua co thé. Tinh trang kham mot
phan trisomy 9 ¢6 thé phat sinh trong mé sinh dudng cia
mot ca thé & giai doan sém cuia qua trinh phat trién phoi thai.
Mot s6 co ché da duge dé xuit cho sy hinh thanh trisomy
kham do 16i NST khéng phan chia dong déu trong giam
phéan I hodc giam phan II. Phoi kham c6 thé tiép tuc phat
trién trong sudt giai doan trudc va sau khi lam to, dan dén
hinh thanh céc bao thai kham ludng boi - 1éch bi. Trong
b4o c4o nay, kham trisomy mot phan NST 9 tir 9p24.3 dén
9g21.11 con c6 thé 1a hau qua tir chuyén doan NST khac véi
NST 9 tai cac diém dut 9g21.11 va 9p24.3 xay ra & bd hodc
me. Nghién ctru chua xac dinh dwoc karyotype ciia b me
nhung v6i bd me ¢6 kiéu hinh binh thudng va khong c6 tién
sir say thai, thai chét luu ciing dinh hudng tinh trang kham
trisomy mot phﬁn NST 9 & bénh nhan c6 thé do dot bién
mai phat sinh.
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Ca bénh nay da dong goép mot minh ching trisomy mét
phan NST 9 (it nhit tir 9p24.3 dén 9q921.11) véi ty 1é kham
cao (70,6%) khi phan tich NST bach cau lympho mau ngoai
vi, ¢6 biéu hién 1am sang rat it, tri tué binh thuong, cong
veo ngon cai va rai rac mun thit ¢ long ban tay trai, c6 kha
ning sinh con khoe manh sau mot tién st hong thai lién
tiép. Theo hiéu biét cua ching t6i, ddy 1a ca bénh chua timg
dugc cong bd trong y van. Tir d6, bd sung vao vén kién
thirc tu van di truyén dbi véi cac ca bénh hiém cua trisomy
9 thé kham. Trong tu van di truyén chan doan trugc sinh
céc trudng hop thai kham trisomy 9 toan phan hodc mot
phin, can xét nghiém di truyén & cac mé khac nhau va phdi
hop két qua voi biéu hién bat thuong cua thai qua siéu am
dé tién lugng that sat va dua ra 101 khuyén phu hop cho gia
dinh lya chon.
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