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NGHIEN CU’'U VAI TRO CUA HE SO KHUECH TAN BIEU KIEN
TRONG DANH GIA MAT PO U TUYEN TUYEN YEN KiCH THU'O'C LON
TUONG QUAN VO'1 PHAU THUAT

TOM TAT

Muc tiéu: Xac dinh dé nhay, do dac hiéu hé so
khuéch tan bi€u kién trong danh gid mat dd u tuyen
tuyén yén kich thudc 16n. Phuwang phap: Nghién ciu
hoi ciru, mo ta hang loat ca trén 43 truGng hgp (gom
21 truGng hgp u tuyén tuyén yén kich thudc I6n
(UTTYKTL) mat d6 mém va 22 trudng hgp UTTYKYL
mat d6 dai ciing) dugc chup cong hudng tir (CHT) va
phau thuat tai bénh vién Nhan Dan 115 tLr 01/09/2019
dén 30/06/2025. Xac dinh cac gla tri hé s6 khuéch tan
biéu kién (ADC) ving trung tam u, chat trng binh
thu‘dng o] thuy thai du’dng, than ndo binh terdng tur
dé tinh toan cac ti s6 ADC trung binh khéi u vdi chat
trdng va than nao Phan tich du‘dng cong ROC Xac
dinh dlem cdt gilip phan biét hai nhom mat do khéi u.
Két qua: Gia tri ADC nho nhat va trung binh trung
tam u (ADCumin, ADCutb) va ti s6 ADC _ trung binh clia
trung tam u vdi chat trdng va than ndo binh thu’dng
(rADCtr, rADCtn) clia nhom UTTYKTL mat do0 mém
cao haon co y nghia th6ng ké so vdi UTTYKTL mat do
dai cing v6i p < 0,01. VSi diém cdt ADCumin va
ADCutb lan lugt la 0622 X 10-3 mm?/s (d0 nhay
90,48%, do dic hiéu 54,55%) va 0,661 x 10-3 mm2/s
(d0 nhay 80,95%, do dac hiéu 63 ,64%) trong chan
doan phan biét hai nhom mat do UTTYKTL. bong thdi
véi diém cit 1a 0,900 cua ti s6 rADCtr gilip phan biét
mat d6 khGi u mém véi dé nhay 76,19%, do dac hle_:u
72,73%, va gia tri 0,833 cla rADCtn (c6 do nhay, do
ddc hiéu lan lugt la 90,48% va 59,09%) ciing gilp
phan biét hai nhom mat do u tren Ket Iuan Céc gla
tri ADC trung binh trung tam u va ti s6 cta chung V(i
chét tréng, hodc than ndo binh terdng giup chan
doan phan biét mat do khoi UTTYKTL véi do nhay va
do dac hiéu tuang doi cao.

T khoa: Cong hu‘dng tir khuéch tan, g|a tri hé
s6 khuéch tan biéu kién, ADC, u tuyén tuyen yén kich
thudc I6n, mat do khai u.
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Objective: To determine the sensitivity and
specificity of apparent diffusion coefficient (ADC) in
differentiating tumor consistency in  pituitary
macroadenomas (PMA). Methods: A retrospective
descriptive case series was conducted at People's
Hospital 115 from September 1st, 2019, to June 30th,
2025. Forty-three patients with pituitary
macroadenomas, who underwent magnetic resonance
imaging (MRI) and surgical treatment were included,
comprising 21 soft consistency and 22 fibrous
consistency tumors. ADC values were measured in the
tumor area, normal temporal lobe white matter, and
normal brainstem. Ratios of tumor ADC to white
matter (rADCtr) and to brainstem (rADCtn) were
calculated. ROC curve analysis was performed to
determine optimal cut-off values for differentiating
tumor consistency. Results: The minimum and mean
ADC values of the tumor center (ADCumin, ADCutb),
as well as rADCtr and rADCtn were significantly higher
in soft consistency tumors compared with fibrous
consistency tumors (p < 0.01). With cutoff points for
ADCumin and ADCutb of 0.622 x 10-3 mmz2/s
(sensitivity 90.48%, specificity 54.55%) and 0.661 x
10-3 mm2/s (sensitivity 80.95%, specificity 63.64%)
for differentiating the two PMA consistency groups.
Similarly, a cutoff of 0.900 for the rADCtr ratio
differentiated soft tumor consistency with sensitivity
76.19% and specificity 72.73%, and a cutoff of 0.833
for rADCtn (with sensitivity and specificity of 90.48%
and 59.09%, respectively) also differentiated the two
tumor consistency groups. Conclusion: ADC values of
the tumor and their ratios to normal white matter or
brainstem demonstrate relatively high diagnostic
accuracy for differentiating tumor consistency in
pituitary macroadenomas.

Keywords: Diffusion-weighted imaging (DWI),

apparent diffusion coefficient (ADC), pituitary
macroadenoma (PMA), tumor consistency.
I. DAT VAN DE

U tuyén yén la loai khéi u thudng gap nhat
ving ho yén, chiém 8-10% u trong so. Hién nay
cach phan loai dua vao kich thudc khéi u thudng
dugc dung trong thuc t€ Iam sang, u dugdc phan
chia thanh u tuyén kich thudc Ién
(macroadenoma) véi kich thudc >10mm va u
tuyén kich thugc nho (microadenoma) vGi kich
thuéc <10mm [1]. Phau thudt cdt bo u qua
Xxuagng budm bang k¥ thuat ndi soi la phuong
phap dugc Iua chon dau tién va dugc st dung
rong rai. Tuy nhién, khong phai tat ca cac u
tuyén tuyén yén kich thudc I6n déu cé thé cat bo
hoan toan bang phudng phap nay. Trong cac
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yéu t6 anh hudng dén ty & phiu thudt thanh
cong, mat d6é khoi u la mét yéu té quan trong
can trd viéc cat bo cac khdi u nay mdt cach an
toan va hiéu qua. Trong khi cac kh6i u mat do
mém cd thé dé dang cat bd bang perdng phap
choc hut, cac khoi u mat dé dai va cliing khong
thé loai b hoan toan bang phuong phap cét bo
khoi u qua xuong budm; chung thu’dng gay kho
kh&n cho cudc md va terdng yéu cau thém phau
thuat thi hai hodc ph6i hgp ky thuat khac nhu xa
phau dao gamma [3,4].

Chup cong hudng tir (MRI) la phuang thic
chan doan hinh anh thudng dugc lua chon cho u
tuyén yén, cung cap hinh anh c6é do phan giai
cao cla khoi u va cac cau truc lan can. Nhiéu
nghién clu gan day cho rang céng hudng tur
khuéch tan (DWI) va hé s6 khuéch tan biéu kién
(ADC) Ia phuang phép thich hgp dé danh gia
khdng xam lan mat do khdi u va rat cé gia tri
cho viéc 1ap k& hoach phau thuat. Bang chiing
sG bd cho thdy gid tri ADC c6 mdi tuong quan
nghich v&i mat do té bao khdi u; cac khéi u co
mat db té bao cao biéu hién gia tri ADC thap hon
do han ché khuéch tan [5,6]. Tai Viét Nam, cac
nghién clru chi yéu tap trung trong viéc chan
dodn hay phan biét véi cac nguyén nhan khac
nhu u mang ndo, nhung chua cé nhiéu nghién
cru vé gid tri nay trong viéc danh gia mat do
khoi u. Vi vay, chung t6i thuc hién nghién cliru
nhdm xac dinh d6 nhay, d0 ddc hiéu hé s6
khuéch tan biéu kién trong danh gid méat do u
tuyén tuyén yén kich thudc 16n.

II. DOI TUONG VA PHUONG PHAP NGHIEN CU'U

Nghién clu dugc thuc hién tai bénh vién
Nhan Dan 115 tir 01/09/2019 dén 30/06/2025.
Bénh nhan = 18 tudi cd chi dinh chup CHT trudc
phau thuat, co du’dng kinh khdi u 16n nhat > 10
mm va két qua giai phau bénh 13 u tuyen tuyén
yén. Hinh anh dugc thu thap st dung may CHT
1,5 Tesla cia GE Healthcare va Siemens véi cac
chudi xung co tiém thudc can tur, chuodi xung
CHT khuéch tan dugdc chup trudc khi tiém thudc
tugng phan tir Gadolinium véigid trib=0va b
= 1000 s/mm?.

Mat do khdi u: Thu thap theo két qua tudng
trinh phau thuét sau mé gém hai nhém

e Mat d6 mém: dugc danh gia la mém hoac
dugc 13y bang cac dung cu hit thong thuGng.

e Mat do dai ciing: dugc danh giad la cing,
dai chic, hodc xo; hodc khdng thé Idy bang cac
dung cu hut théng thudng.

Gia tri ADC: S dung cong cu ROI dat & ba
vi tri khac nhau tai cac vung can khao sat gia tri
ADC, ROI c6 thé hinh tron hodc hinh bau duc,

dién tich ROI trung binh khoang 10-30 mma2.
Cac vung can khao sat bao gém:

e Trung tdm u: S dung cac ROI tucng Ung
v3i md ddc bat thudc trén T1W sau tiém, tranh
cac vung xuat huyét, hoai t&r nang, dong vai.
ROI 3 lan. Sau dd, gia tri ADCumin, ADCutb
dugc xac dinh [&an Iert la gid tri nho nhat va
trung binh cong cla cac gia tri ADC do dugc.

e Chat trang binh thudng: Vung nhu mé ndo
chdt trang co tin hiéu binh terdng trén cac chudi
xung, & thuy thai duong lan can trén cung lat
cat. Ki hiéu la ADCtr.

e Than ndo binh thudng: Vung nhu mo than
nao cé tin hiéu binh thudng thudng trén cac
chudi xung. Ki hiéu la ADCtn.

Ti s6 ADC: Tinh ti s6 cac gia tri ADC trung binh
clia trung tdm u (ADCutb) chia cho gia tri ADC chat
trang binh thudng nhu mé ndo va than ndo binh
thuGng, ki hiéu lan lugt la rADCtr va rADCtn.

Hinh 1: U tuyén tuyén yén mat do cing
trén bénh nhdn nam 54 tuoi

Kh&i u bat thuSc tuong phan manh trén hinh
T1W sau tiém, téng nhe tin hiéu trén DWI, giam
tin hiéu trén ADC. Trén hinh T2W cho thay cé vai
vi tri hoai tr tao nang trong u. Do giad tri ADC
trung tam u (vong tron xanh 13) dugc ADCumin
la 0,447 x 10-3 mm2/s, ADCutb la 0,466 x 10-3
mmz2/s, do gia tri ADC chéat trdng binh thutng
vung thai duong (vong tron mau vang) dugc
0,758 x 10-3 mm2/s.

INl. KET QUA NGHIEN cUU

Chung t6i thu thap dugc 43 bénh nhan trong
dd c6 21 bénh nhan thudc nhom UTTYKTL mat
do mém va 22 bénh nhan thudc nhéom UTTYKTL
mat do dai clng. TuGi trung binh 1a 53,67 +
10,77. Tudi trung binh cla nhdm u mét dé mém
la (55,00 £ 11,31) cao han so véi u mat do dai
ciing (52,41 £ 10,33), su khac biét khong cé y
nghia thong ké v&i p = 0,437. Phan I6n cac bénh
nhan UTTYKTL la ni¥ véi ty I€ 1a 65,1%. Ty sO nit
: nam cla u mat d6 mém la 2,5:1 va u mat do
dai ciing la 1,44:1. Khong c6 su khac biét vé dac
diém qidi tinh gilta mat d6 mém va mat do dai
cing (p = 0,396).
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Bang 1: Gia tri ADC trung tdm u va ti s6 ADC trung binh theo mat dé khoi u

Mat do mém Mat do dai cirng %)
Gia tri ADC ADCumin 0,771 £ 0,139 0,652 + 0,147 0,009
(x 10-32 mm2/s) ADCutb 0,801 £ 0,142 0,676 £ 0,158 0,009
Ti s6 ADC rADCtr 0,983 £ 0,183 0,813 £ 0,194 0,005
rADCtn 1,046 +£ 0,182 0,864 £ 0,198 0,003

Gia tri ADC nho nhat va trung binh trung tam
UTTYKTL lan lugt la 0,710 £ 0,154 x 10-3
mm2/s, va 0,737 £ 0,161 x 10-3 mm2/s. Gia tri
ADC nhé nhat va trung binh trung tam u ctia mat
do mém cd xu hudng cao hon mat dé dai cling,
va su khac biét nay co y nghia thong ké vdi gia
tri p déu la 0,009.

Ti s6 ADC trung binh u vdi chat trang la
0,896 + 0,205. Ti s6 ADC nay clia mat d6 mém
0,983 + 0,183 cao hon dang k& so vdi méat dd
dai cing 0,813 %= 0,194. Su khac biét nay co y
nghia théng ké (p = 0,005).

Ti s6 ADC trung binh u véi than ndo la 0,953
+ 0,209. Ti s6 ADC nay clia mat d6 mém 1,046
+ 0,182 cao han dang ké so véi méat dd dai cling

0,864 + 0,198. Su khac biét nay cé y nghia
thong ké (p = 0,003) (Bang 1).

Bt nky

Hinh 2: Puodng cong ROC cua gia tri ADC
trung tim u va ty s6'ADC trong chdn dodn
phan biét UTTYKTL mat dé mém va mat do
dai cirng

Phan tich dudng cong ROC cho thdy ADCumin va ADCutb déu cé gid tri kha tét trong chan doan
phan biét hai nhdm mét dd u, véi AUC [an lugt Ia 0,709 va 0,716. Diém cét gia tri ADCumin la 0,622 x
10-3 mm?2/s cd thé phan biét hai nhém véi do nhay 90,48%, dd dic hiéu 54,55%, gia tri tién doan
ducng (PPV) 65,52%, gia trj tién doan am (NPV) 85,71% va dé chinh xac 72,09%. Tai diém cit gia
tri ADCutb la 0,661 x 10-3 mm2/s cho d0 nhay 80,95%, dac hiéu 63,64%, PPV 73,91%, NPV

77,78%, d6 chinh xac 72,09%. (Bang 2)

Bang 2: Pac diém dién tich dudi dudng cong (AUC), diém cat, dé nhay, dé dic hiéu

trong chén dodn phan biét mat dé khéi u

ROC AUC Piém cat D6 nhay P dac hiéu
ADCumin 0,709 0,622 x 10-3 mm?2/s 90,48% 54,55%
ADCutb 0,716 0,661 x 10-3 mm?2/s 80,95% 63,64%
rADCtr 0,747 0,900 76,19% 72,73%
rADCtn 0,768 0,833 90,48% 59,1%

Bang chi s& Youden, tim dudc vdi diém cat
rADCtr la 0,900 c6 thé phan biét mat dd khdi u
mém va&i dé nhay 76,19%, do dac hiéu 72,73%,
gia tri tién doan duang 72,73%, gia tri tién doan
am 76,19%, dd chinh xac 74,72%. V4i diém cét
rADCtn la 0,833 cho d6 nhay 90,48%, do dac
hiéu 59,09%, PPV 67,86%, NPV 86,67%, do
chinh xac 74,42% trong chan doan phan biét
mat do khoi u. Dién tich dugi dudng cong ROC
cla hai ty s6 ADC lan lugt la 0,747 va 0,768
(Bang 2).

IV. BAN LUAN

Trong nghién clfu cla ching t6i, gia tri ADC
trung binh trung tdm u cla UTTYKTL dat 0,737
+ 0,161 x 10-3 mm2/s, thdp han chdt so vdi
Korbecki (2025) (0,78 + 0,17 x 10-3 mm2/s) [7].
Tuy nhién, hai két qua van nam trong cling
khoang gid tri va c6 d6 Iéch chuén tucng tu, cho
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thdy su tuong dong vé phép do. Cac thong so
ADC trung tdm u (ADCumin, ADCutb) & nhém
mat do mém cd xu hudng cao han nhdom mat do
dai crng, su’ khac biét cd y nghia thong ké (p <
0,01), phu hgp vé@i cac tac gia Ding (2021),
Rutland (2021) [5,8]. Diém cit ADCutb cua
ching t6i thdp han so vd@i nghién clu Wei
(2015), nhung d6 chinh xac va AUC gan nhu
tuong dudng gilp cung cb gid tri phan biét cla
ADC. Nghién ctu clia Boxerman (2010) dé xuat
rang ham lugng collagen, ddc biét la reticulin -
mot protein tao dd cling chac - gép phan duy tri
tinh toan ven cau truc khéi u va tao ra cac rao
can déi véi chuyén dong cla proton, qua dé anh
hudng dén dé khuéch tan cta khoi u [6]. Cung
cO gid thuyét nay, nghién clru cta Ding (2021)
va Ruiland (2021) nhan thdy cac khdi u tuyén co
khuéch tan han ché thudng giau collagen,
reticulin hon so vdi nhitng khéi u khong co
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khuéch tan. Day cé thé 1a nguyén nhan gay gi
tri ADC glam va dong thai gop phan vao ty &
phau thuat c&t bd khong thanh cong trong cacu
mat do dai CLrng [5,8]. Tuy nhi€én mét s6 nghién
clfu cua tac gia Barbosa (2024), Nguyén Van
Phtc (2012) lai khéng tim thay khac biét ADC
glLra cac nhom [2,9], trong khi Pierallini (2006)
cling cho rang u mat dé mém cd gia tri ADC cao
hon u mat do dai cing [4]. Su thi€u nhat quan
gilta cac nghién cltu c6 thé do ty 1& xuét hién u
mat do cing trong UTTY la kha thap (khoang
16,82%) [10], c§ mau cac nghién ctru nho, hodc
phuong phap do, kich thudc ROI va thong s6
chup MRI khac nhau.

Vi gia tri ADC tuyét doi chiu anh hudng bdi
nhiéu yéu t6 khac nhau, viéc s dung mot mac
tham chi€u chun dé déi chiéu 1a can thiét nham
giam thiéu sai s6. Nhiéu nghién cru da lua chon
gia tri tuong d6i cua ADC (ti s6 ADC), tuy nhién
vi tri dugc lua chon lam méc tham chi€u lai
khéng dong nhat, tir than ndo dén nhu mo chat
trang. Nghién clu tién clu cla tac gia Ding
(2021) trén 183 bénh nhan UTTYKTL cho thay
gia tri ti s6 ADC trung binh cta khéi u so vdi
than ndo & nhdm mat do mém cao hon rat cé y
nghia thdng ké so véi nhdm mat do dai cing (p
= 0,001) [8]. Tuong tu, Rutland (2020) st dung
MRI 7T cling ghi nhan gia tri rADCtr & nhdm mat
ddé mém cao hon cd y nghia théng ké (p =
0,029) [5]. Nghién cru ching t6i cé két qua phu
hgp véi cac tac gia trén, ghi nhan gia tri rADCtr
cla nhém u mat d6 mém la 0,983 + 0,183 x 10-
3 mm2/s, cao han cd y nghia thdng ké so vdi
0,813 + 0,194 x 10-3 mm2/s clia nhom u mat do
dai cing la (p=0,005). Pac biét, gia tri ty s6 ADC
trung binh khéi u véi thadn n3ao (rADCtn) cla
nhém u mat do mém la 1,046 + 0,182 x 10-3
mm2/s cao hon ro rét so vdi gia tri 0,864 +
0,198 x 10-3 mm2/s cla u mat do dai cing
(p=0,003). Mac du ca hai gia tri ti s6 ADC trong
nghién clfu cla chung t6i thdp hon so vdi cac
nghién ctu trén, nhung xu hudng van nhat
quan: nhdm u mat dé6 mém luén cé gia tri cao
hon dang k& so v8i u mat dd dai cing vdi y
nghia thdng ké cao, ggi y rang DWI c6 kha ndng
phan biét mat do cla UTTYKTL. Bong thdi, két
qua nghién clru cta ching toi cling cho thay ty
s6 ADC trung binh u vdi chat trdng hodc than
ndo (rADCtr, rADCtn) déu c6 gia tri tot trong
chan doan phan biét hai nhdm mat dd khdi u,
vGi d0 nhay, d6 dac hiéu tugng tu nghién clu
Rutland (2020), Yiping (2015) [5].

Nghién cru cta ching t6i con vai han ché,
dau tién la viéc danh gia mat do khdi u chu yéu
dua trén két qua phau thuat vi han ché vé mat
ky thuat va diéu kién nhudm collagen trén cac
mau mod bénh hoc. K& dén la vi tri dat ROI trén
cac vung khac nhau cla tdn thuong dua trén
quan sat chi quan cta ngudi doc, cd thé anh
huang dén gid tri ADC do dugdc dac biét trén
nhitng u phan hoai t tao nang Ién, hay cé xuat
huyét nhiéu vi tri.

V. KET LUAN

Cac gia tri ADC trung binh trung tam u va ti
s8 clia ching vdi chat trang, hodc than ndo binh
thudng gilp chan doadn phan biét mat do khdi
UTTYKTL vé&i do nhay va do dac hiéu tuong doi
cao.
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BAO CAO CA BENH: HONG CAU NHO HINH CAU DI TRUYEN DO
MAT POAN LON 1,1MB VUNG 14Q23.2-Q23.3 BAO GOM GENE SPTB

Ho Thi Anh Thu!, V4 Nhat Vuong?, Poan Ngoc Quynh Tram',
Huynh Béo Toan’, L& Thi Hiénl, Lé Thi Thu Ha!

TOM TAT

HOng cau nho hinh cau di truyén (Hereditary
Spherocytosis - HS) ld nguyén nhan pho bién gay
thiéu mau huyét tan bam sinh. Bénh thu‘dng do dot
bién dlem hodc bién thé nho trong cac gen ma hda
protein mang hong cau. Chua cé nhiéu bdo cdo vé HS
do mat doan I6n cha gen SPTB. Chung t6i bdo cao
trudng hdp bénh nhi nam 10 tudi, tién si gia dinh
chua phat hién lién quan, bleu hlen thleu mau tan
mau man tinh, lach to d6 III, siéu am c6 bun tdi mat,
phét mau ngoai vi cho thay nhiéu hong cau hinh cau.
Giai trinh tu gen thé hé mdi (NGS) tap trung phan tich
vling ma hoa (exon) cua khoang 4,503 gen, phat hién
mat doan Idn 1,1 Mb 14923.2-g23.3 (bao gom gen
SPTB — nguyen nhan gay HS, SYNE2, MTHFD1, MAX)
Theo hiéu biét cua chung t0| day Ia tru’dng hdp dau
tién & Viét Nam va thir tu tren thé g|d| vé HS do mat
doan 16n bao gom gen SPTB. Khac véi cac ca bénh
trerc day, bénh nhi nay ch| biéu hién HS dan thuan
ma khong kém theo céc rdi loan phat trién than kinh.
Ca bénh nhan manh vai tro xét nghlem di truyen toan
dién trong chdn doan thiéu mau huyét tan chua rd
nguyén nhan. Tu’ khoa: SPTB, thi€u mau tan huyét
bam sinh, mat doan I6n, CNV, NGS, tu van di truyén.

SUMMARY
CASE REPORT: HEREDITARY
SPHEROCYTOSIS DUE TO A LARGE 1.1-MB
DELETION AT 14q23.2—-q23.3

ENCOMPASSING THE SPTB GENE

Hereditary spherocytosis (HS) is a common cause
of congenital hemolytic anemia. The disorder is usually
attributable to point mutations or small variants in
genes encoding red-cell membrane proteins. Only a
few cases of HS resulting from large deletions
encompassing the SPTB gene have been reported. We
describe a 10-year-old boy with no relevant family
history who presented with chronic hemolytic anemia,
splenomegaly grade III, gallbladder sludge on
ultrasound, and numerous spherocytes on peripheral
blood smear. Targeted next-generation sequencing
(NGS) of the coding regions (exons) of about 4,503
genes revealed a 1.1 Mb deletion at 14923.2—q23.3
including SPTB - the causative gene for HS - as well as
SYNE2, MTHFD1, and MAX. To our knowledge, this is
the first case reported in Vietham and the fourth
worldwide of HS caused by a large deletion involving
SPTB. Unlike previously published cases, the patient
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manifested isolated HS without neurodevelopmental
abnormalities. This case highlights the importance of
comprehensive genetic testing in the diagnostic work-
up of unexplained hemolytic anemia.

Keywords: SPTB, congenital hemolytic anemia,
large deletion, CNV, NGS, genetic counseling.

I. GIO1 THIEU

H6ng cau nhd hinh cau di truyén (hereditary
spherocytosis — HS) 1a bénh ly di truyén phé bién
nhét trong nhém thi€u mau tan huyét bam sinh
khong do mien dich & tré em. Bénh chd yéu do
cac dot bién trbi lién quan dén gen ma hoa cac
protein mang hoéng cau nhu ankyrin, band 3,
protein 4.2, SPTB (beta-spectrin). Khoang 20—
30% trudng hgp HS cdé nguyén nhan tir gen
SPTB, ma hda B-spectrin, mét thanh phan quan
trong trong khung xuang héng cau, gilp duy tri
hinh dang va do dan hoi cla té bao'.

Hau hét cac bao cao trudc day tap trung vao
dot bién diém hodc bién thé indel nho; tuy
nhién, mat doan nhiéu exon hodc mat doan I6n
trong SPTB ngay cang dugc ghi nhan nhG xét
nghiém phan tich cac bién thé s§ ban sao CNV
(Copy Number Variation) trén nén tang NGS 12,

Tré mac HS thudng biéu hién thiéu mau man
tinh, tdng hong cdu Iudi, tang bilirubin gian tlep
va lach to. Phat hién sdm bién thé gdy bénh gilp
ho trg chan dodan, dinh erdng theo doi, can thiép
(truyén mau, cét Iach) va hd trg tu van di truyén.

Chdng t6i bdo cao truGng hgp dau tién tai
Viét Nam vé HS do mat doan I6n 14g23.2—q23.3
chra gen SPTB, gép phan néng cao hiéu biét vé
('ng dung xét nghiém di truyén trong chan dodan
bénh ly huyét hoc.

Il. TRINH BAY CA BENH

Bénh nhi nam 10 tudi, thdm kham [an dau
tai bénh vién ching t6i d€ danh gia thiéu mau
man tinh chua rd nguyén nhan. Tré sinh thuGng
du thang, cdn ndng lic sinh 3,1 kg, phat trién
thé chét va tinh than binh thudng. Tré khdng ghi
nhan truyén mau, vang da sau sinh kéo dai, soi
mat hay nhiém trung. Tién su gia dinh khong
phat hién bénh ly lién quan nhu thi€u mau, vang
da, cat lach.

Thdm khdm Iam sang ghi nhan: Da vang
nhe, niém mac nhgt, méi hong nhat; Bién dang
xuaong vdi tran nho, rang ho nhe; Chiéu cao binh
thudng theo tudi: —0,92 SD; Can ning binh



