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nghién cru anh hudng cia dudng cong cot sdng
cd dén su hdi phuc sau mé, trong ddésu’ hdi phuc
than kinh rd rang & nhitng bénh nhan cé dudng
cong sinh ly u8n[3]. Cac bang chling rat quan
trong gan déy cho thay dch‘jng cong cot 56ng cd
gop phan vao sinh bénh hoc va mdrc d6 nang cla
bénh Iy tay cd. Phau thuat vGi muc dich g|a| ép
va cd dinh cdt séng c6 & tu th€ udn gildp tay
sdng dich chuyén ra sau & vi tri giai ép, tir do
giam sUc cdng cua tay, tang tudi mau va cudi
cung la gitp cai thién triéu ching than kinh[3].
V. KET LUAN

Phau thuét diéu tri bénh ly tiy cd da tang do
thoai hoa buc dau cho két qua hoi phuc tot & ca
hai dudng m@ tai thdi di€m ra vién va kham lai.
Trong d6, phau thuat 18i trudc cé uu diém trong
hoi phuc than kinh g|a| doan sém, cai thién gdc
gu, it m&t mau so vdi phau thuat I6i sau.
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Muc tiéu: Suy gidam mién dich tién phat (SGMDTP)
la nhdm bénh khong déng nhat gom haon 400 rdi loan
dan gen chiu trach nhiém cho cac thanh phan khac
nhau cta hé théng mien dich. Nghién clru khao sat
cac dot bién gen bang nhleu ky thuat sinh hoc phan tir
khac nhau. Doi tugng va phu’dng phap nghlen
clru: Ngh|en cliu mo ta déc diém dot bién gen cua
bé&nh nhi méc SGMDTP. Thong tin dudc thu thap tir ho
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s0 bénh an cta cac bénh nhi da dugc chén doan xac
dinh SGMDTP bang xét nghiém gen giai doan 2013 -
2022 tai bénh vién nhi dong 1 (BVNDl) TPHCM. Trong
d6, cac dot bién da dugc xac dinh béng nhidu phudng
phap ban dau khac nhau tuy theo d&c diém Iam sang
va sinh hoc ciia moi phan nhém. Cac ky thuatgom giai
trinh tu Sanger (SS), lai huynh quang tai cho (FISH),
gidi trinh tu phat hién da hinh s8 Iugng ban Sao
(CNVs) va giai trinh ty toan bd exon (WES) va kiém
tra lai bang phudng phap SS. K&t qua: Mau nghién
clfu gdbm 75 bénh nhan trong dé nhém thi€u hut
khang thé chlem ty 1& cao nhat (27%), tiép theo ia
suy giam mien dich két hgp hoi chirng (21%). Cé 23%
s6 ca c6 tién sur gia dinh ggi y SGMDTP. C6 27% s6 ca
tir vong sau thdi gian theo doi trung vi 21 thang. Cac
dét bién da dugc xac dinh & 31 gen khac nhau vdi 82
bién thé va hon 47% bénh nhan cd cac khiém khuyet
la di truyén Ian lién két X. Phan I6n cac dot bién la sai
nghia (42%). Két luén: Chan doan sinh hoc phan tor
I3 phan khong thé thiéu trong viéc chan doan va quan
ly bénh nhan SGMDTP vi hudng diéu tri va tién lugng
rat khac nhau gilra cadc nhém.
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SUMMARY
HEREDITY CHARACTERISTICS OF
VIETNAMESE CHILDREN WITH PRIMARY

IMMUNODEFICIENCY

Aim: Primary immunodeficiency diseases (PIDs)
are a heterogeneous group of more than 400
monogenic disorders caused by defects in genes
responsible for different components of the immune
system. This study investigated gene mutations using
different molecular biology techniques. Materials and
methods: This study focused on the molecular
diagnosis in PIDs pediatric group. Medical records of
patients with PIDs during the period 2013 — 2022 in
Children’s hospital 1 HCMC were retrospectively
reviewed. Within all mutations were identified by
different techniques which depended on clinical and
laboratory characteristics of different subgroups,
including Sanger sequencing (SS), fluorescence in situ
hybridization (FISH), sequencing to detect copy
number of variants (CNVs) and whole exome
sequencing (WES) which be double checked by SS
after finding mutations. Results: A total of 75 patients
were registered during the study period with mostly
patients of predominantly antibody deficiency (27%),
followed by combined immunodeficiencies with
associated syndromic features (21%). Family history
suggestive of PIDs were reported in 23%. Totally 27%
individuals were died after median following time of 21
months. Mutations were identified in 31 different genes
with 82 variants and more than 47% of patients with
reported genetic defects were transmitted by X-
linked recessive (XL) inheritance. The majority of the
mutations were  missense  mutations  (42%).
Conclusion: Genetic testing should be an integral part
in the diagnosis and the management of PIDs patients.

Keywords: primary immunodeficiencies, genetic,
mutation, heredity

I. DAT VAN DE

SGMDTP la mot nhom bénh khdng dong nhat
vé ki€u hinh va gen gady bénh vdi cac mlc do
SGMD va rGi loan diéu hoa mien dich khac nhau
nén xét nghiém di truyén ngay cang c6 tam quan
trong trong viéc chan doan va quan ly bénh nhan.

Il. DOI TUONG VA PHUONG PHAP NGHIEN CUU

Poi tugng nghién clru. Tat cd bénh nhi
dugc chadn doan SGMDTP cé day du théng tin
Idam sang, tién can gia dinh, can lam sang (CLS)
va da chan doan xac dinh bang xét nghiém gen
trong giai doan 2013 -2022 tai BVND1 TPHCM.
Cha/ me/ ngudi giam ho ky cam két dong y tham
gia nghién clfu va cho phép st dung thong tin di
truyén cho muc dich nghién clru. SGMDTP dugc
phan loai theo Lién minh Qudc té vé cac Hi€p hoi
Mien dich (IUIS) 2019 [3]. Nghién cl(tu nay da
dugc hoi dong y diic BVND1 (157/QD-BVND1) va

hoi dong dao dic Dai hoc y dugc TPHCM
(235/HDDD-DHYD) thong qua.

Phuong phap nghién ciru

Thiét k& nghién ctru: Nghién ctu hang loat ca.

Phuang phap ti€n hanh: DNA bd gen dugc
chiét xudt tr mau ngoai vi bang cach s dung
QIAamp DNA Blood Mini Kit (# 51104, QIAGEN,
Ha Lan). Khi bénh nhi c6 ddc diém 1dm sang va
CLS phu hgp hdi chirng (HC) mat gammaglobulin
lién k&t X (XLA), HC Wiskott Aldrich (WAS), HC
thuc bao mau thé gia dinh (FHL), HC
Shwachmann Diamond (SDS), HC Griscelli loai 1
(GS1) thi ky thuat giai trinh tu Sanger (SS) dugc
ap dung. Giai trinh tu cac gen lién quan dugc
thuc hién trén hé théng ABI 3500 Genetic
Analyzer (Applied Biosystem). Phan (ng PCR
khuéch dai cac gen dugc thuc hién vdéi bo kit
TaKaRa Taq™ DNA Polymerase Hot Start (Takara
Bio, Japan). Phan Ung SS st dung bo kit
BigDye™ Terminator v3.1 Cycle Sequencing Kit
(Thermo Scientific). Phan tich két qua bdng phan
mém CLC Main Workbench v5.5 st dung trinh tu
tham chiéu trén cd sé dif liéu NCBI.

Khi bénh nhén cd cic dic diém cua HC
DiGeorge (DGS) thi phuong phap lai huynh
quang tai cho FISH dugc ap dung. 2 ml mau
trong chGng dong heparin dugc thu hoach t€ bao
truc ti€p bang dung dich KCl 0,075 M, sau d6 c6
dinh bang dung dich Carnoy va chuén bi tiéu ban
dé lai hda vdi 3 loai doan do sau: DiGeorge TBX1
and 22q13.3 Deletion Syndrome Probe;
DiGeorge/VCFS N25 and 22q13.3 Deletion
Syndrome Probe; va DiGeorge/VCFS TUPLE 1
and 22qg13.3 Deletion Syndrome Probe. Tiéu ban
sau lai hoa 16 — 18 gi6 s& dugc rira sach dé€ loai
bod cac doan do bat cdp khong déc hiéu va phan
tich két qua dudi kinh hién vi huynh quang vdi
hé thdng kinh hién vi BX51 va phan mém phan
tich Isis (MetaSystem, Brc).

Khi bénh nhi cé d3c diém cia HC Jacobsen
(3S) thi phuang phap giai trinh tu phat hién da
hinh s6 lugng ban sao (copy number variation
seqquencing — CNVs) dugc ap dung. DNA dugc
tach chiét tr mau va dugc phan cdt dé chuén bi
thu vién giai trinh tu sir dung NEBNext kit (Hoa
Ki). Sau do, thu vién DNA dugc tién hanh giai
trinh tu thé hé mdi trén hé théng NextSeq,
Tillumina (Hoa Ki). K&t qua dugc so sanh véi bo
gen tham chiéu (hg19) (b6 gen tham chi€u dugc
chia nho thanh céc viing cé kich thudc 100kb) dé
nhan dang bat thuGng s6 lugng NST, vi mat
doan, vi Idp doan co kich thudc >400kb.

Khi bénh nhi cé cac déc diém hudng dén cac
nhdm SGMD khac hodc khéng dién hinh thi dau
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tién dudc phan tich gidi trinh tu toan bo exon
(WES) dé€ xac dinh dot bién, sau d6 kiém tra lai
bang phuang phép SS. Viéc chuén bi va giai trinh
tu toan bo exome dudc thuc hién bdi Macrogen
(Han Qudc), st dung hé théng Agilent SureSelect
Human All Exon V5 (Agilent Technologies, Santa
Clara, California, USA) trén hé thdng giai trinh tu
NovaSeq 6000 (Illumina, Seoul, Han Qudc).

Phén tich théng ké: Dt liéu vé tudi, thdi
gian trinh bay dudi dang trung vi, di liéu Iam
sang, CLS trinh bay dudi dang nhi phan. DI liéu
dot bién gen trinh bay dudi dang mo ta. Phan
tich dir liéu dung phan mém thong ké SPSS trén
may tinh (version 17.0).

Il. KET QUA NGHIEN cU'U
Pac diém dan sé nghién ciru

2L sl aE

Bang 1. bic diém cda tun,

Hinh 1. Ty I cdc phén nhdm suy gidm mién

dich tién phat

75 bénh nhan SGMDTP khéng lién quan nhau,
gém 56 nam va 19 nif, tham gia vao nghién ciu
tur thang 1/2013 dén thang 1/2022; dudc phan
thanh bay nhom chinh theo 1UIS2019 [3] gOom
20 bénh nhan thuéc nhém SGMD do thiéu hut
khang thé€ ; 10 bénh nhan SGMD ké&t hgp mién
dich t& bao va dich thé (CID) ; 16 bénh nhén
SGMD két hgp cac HC; 14 bénh nhan réi loan diéu
hoa mién dich; 6 bénh nhan khiém khuyét vé s6
lugng hodc chlc ndng thuc bao; 6 bénh nhan
khi€ém khuyét yéu td noi tai va mién dich tu nhién
va 3 bénh nhan rdi loan tu viém. [Hinh 1].

Tubi trung vi cla bénh nhi 1a 50 (0 - 216)
thang, trong dé tré nhdt thudéc nhém CID két
hgp cac HC, 16n nhat thudc nhém rdi loan diéu
hoa mién dich. Tudi cla bénh nhan khi bat dau
co triéu chirng la 9,6 (0 - 170) thang. 64% cd
triéu ching dau tién trudc 1 tudi. Thai gian chan
doan muon la 9 (1 - 156) thang. Tién sur gia dinh
gdi ¥ SGMDTP dudc béo céo & 17 ca (23%). C6
27% ca tir vong sau thdi gian theo doi 21 (1 -
158) thang. Trong d6, nhdm SGMD do thi€u hut
khang thé va nhdm CID ¢ ty 1é tir vong cao lan
lugt la 50% va 35%.[Bang 1]

phén nhom bénh nhén suy gidm mién dich tién phat

o ~ o | ThGi gian e
Tuoi | Tuoi khai | 2, 4oz | Thoigian | o
nghién phat; mudn: theo doi; st | T
, S6 |Nam|c(u; Trung| Trung vi 7. | Trung vi .
Nhom SGMDTP lwgng /Nir | vi(min—| (min-— 'I;rmu?ng Z! (min - éghah ‘Zg}:?
m:jlx) ma’ix) max) mgx) (%)
(thang) | (thang) (thang) (thang)
Thidu hut khang th€ | 20 | 5.7 |63 ( 12-194)12 (2 -1470) 15 (1 — 156) | 15(1-76) | 5 | 35
SGMDTP két hgp dich _ . ] _
thé va t& bao (CID) 10 | 2.3 |30(4-157)] 1(0-36) | 55(1-119)| 10(1-90) | 40 | 50
CID k&t hop cichdichiing | 16 | 2.2 |60 (6 -193)| 4 (0-108) | 6 (1 - 101) | 45 (1-178) 19 | 19
Rollogn diew hoa mien 14 | 2.5 l61 (13 -216) 18 (0-132) | 12 (1-87) | 25 (4-56) | 21 | 29
Khiém khuyét s6 Iugng ] i _ i
va chifc néng thuc bao 6 2 |36 (18-96)] 4(0-10) | 8(3—-49) |24(18-88)| 50 | O
Khi€m khuyét yéu t6
ndi tai va hé mién dich| 6 | 2 |44 (23-160) 12 (0-52) | 24 (3-95) | 22 (10-33) | 50 | 17
tu’ nhién
RGi loan tu' viém 3 | 3 [44(37-66)| 6(4—11)| 9(6-17) |42(1855) ] 0 | 0
Téng 75 | 2.9 | 50 (0-216) [ 10 (0 -170)| 9 (1-156) | 21 (1-158)| 23 | 27

SGMDTP: suy giam mién dich tién phat; CID:
suy giam mien dich két hgp

Pac diém dot bién gen. Toan bd 75 bénh
nhan dugc khao sat gen va phat hién cé mang
dot bién gen. SG ca phat hién dot bién bang cac
phugng phap FISH, CNVs, SS va WES lan lugt la
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4, 3, 33 va 36 bénh nhan dugc chan doan bang
WES; trong do6 cé 1 bénh nhan dugc st dung ca
hai phuong phap WES va CNVs. Cac dot bién da
dugc xac dinh & 31 gen khac nhau véi 82 bién
thé va hon 47% bénh nhan cé khiém khuyét di
truyén lan lién két X (XL). Phan Ién cac dot bién
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la sai nghia (42%), k€ ti€p la dot bién vo nghia
(22%) va dich khung (15%), mat (10%), vung
ndi (9%), chén va lap doan déu chiém 1%. [Hinh 2]

Sai nghia - I ® SGMDTP do thibu hytkhing thé
IMDTP ké ich thé vi té bio (CID|

Vo nghia . SGMDTP ket hop dich thé va 1 bio (CID)

Flot Area CID lién quan cdc hji chimg
Dich khung l Réi logn diéu hoi mién dich

Khiém khuyél sb lwgmg hay chirc ning thye bio

Viing o Khidm Kbyt ybo 1§ nfi tp hay midn dich y nhién
Mt I B R loan ty viém

Chén
Lip dogn I

Tén sudt

Hinh 2. Kiéu dét bién trong tung phén

nhom SGMDTP

Trong 10 bénh nhan CID, cé 6 truGng hdp
mang dot bién gay SGMD két hgp nang (SCID). 4
bénh nhi con lai mang do6t bién dan dén cac dang
CID khac, it nang han so véi SCID. Dot bién di
hgp tir kép CARD11 da dudc xac dinh trong mot
trudng hop thi€u hut CARD11 di truyén lan (AR
CARD11 def) va 3 trudng hop mdc HC tang IgM
(HIGM) lién két X do thidu phdi tir CD40.

C6 16 bénh nhi nhdm CID két hgp cac HC.
Trong d6, 1 ca mac HC tdng immunoglobulin E
mang dot bién gen STAT3. 1 bénh nhan mac HC
CARD11 mat chilic nang di truyén tréi (Dominant-
negative LoF CARD11). 8 bénh nhan mdc WAS. 4
bénh nhan dugc xac dinh mac DGS. 2 bénh nhan
mac JS c6 mat vi doan del11g23.1 va del11g24.2-
q24.3. Ngoai 2 ca JS chua rd ki€u di truyén, c6
dén 50% s6 ca mac cac r6i loan di truyén XL.

Co6 20 bénh nhi thuéc nhdom SGMD do thi€u
hut khang thé. Trong nhém nay, di truyén XL

ciing la chu yéu (80%). B

Nhom rGi loan diéu hoa mién dich gom 14
bénh nhan. 1 bénh nhdn mac HC Chediak-
Higashi mang dot bién LYST di hgp t&r kép gom
mot bién thé xda doan dai exon 25-53 phat hién
bang ky thudt CNVs va mdt bién thé dich khung
xac dinh bang WES. HC thi€u hut LRBA dugc xac
dinh & 2 bénh nhan. HC FHL c6 hodc khéng giam
sac t0 da dugc xac dinh & 10/14 ca. Mot ca mac
bénh da tuyén nodi ti€t tu mién loai 1 (APS-1)
mang dot bién AIRE.

6 bénh nhi cé khiém khuyét vé s6 lugng hay
chirc ndng thuc bao. Trong s6 dé, 1 bénh nhan
mac bénh u hat méan tinh (CGD) mang dét bién
CYBB. 1 bénh nhan bi suy giam chlfc nang bam
dinh bach cau loai 1 (LAD1) mang dét bién gen
ITGB2. 3 bénh nhan gidm bach cau trung tinh
bdm sinh ndng mang dét bién ELANE. 1 bénh
nhan mac SDS bi giam bach ciu chu ky. 67% la
di truyén XL.

6 ca mac SGMDTP do bt thudng yéu t& ndi
tai va hé mién dich tu nhién. Dot bién TCIRG1
dugc tim thdy & 3 bénh nhan mac bénh xudng
da, trong dé co6 1 bénh nhan mang dot bién di
hop tir kép. 1 bénh nhi mang hai bién thé di hap
tir kép cla gen NBAS gay suy gan cap tinh do
thi€u hut NBAS. 1 bénh nhan cé dot bién STAT1
gay nhay cam vdi ndm Candida niém mac (CMC).
Va 1 bénh nhan cé dot bién IL12RGB1 trong
bénh nhay cam vdi Mycobacteria di truyén
Mendel (MSMD).

3 bénh nhan dugc xac dinh mac bénh tu viém
mang dét bién MEFV gay S6t Dia Trung Hai
(FMF), gébm 2 trudng hgp dot bién di hgp tir va 1
truéng hgp déng hop tir [Bang 2].

Bang 2. Kiéu hinh va gen dét bién trong tung phdn nhém SGMDTP

Phan nhém sgmdtp

Gen | Di truyén [ N° [Phu'ong phap*

Suy giam mién dich do thiéu hut khang thé (n =20)

Mat gammglobulin lién két X BTK XL 16 SS
HC BILU TOP2B AD 1 WES
Thiéu hut NFKB1 NFKB1 AD 2 WES
Thiéu hut NFKB2 NFKB2 AD 1 WES

Suy giam mién dich két hgp dich thé va té bao (cid) (n = 10)

Thiéu hut CD40 ligand CD40L XL 3 WES
Thiéu hut CARD11 (LoF; AR) CARD11 AR 1 WES

SCID T-B-NK- ADA AR 2 SS
SCID T-B+NK- IL2RG XL 2 WES
SCID T-B+NK- JAK3 AR 1 WES
SCID T-B-NK+ RAG1 AR 1 WES

Cid két hgp cac hoi chirng ( n = 16)

HC DiGeorge 22g11DS AD 4 FISH
HC Jacobsen del(11)(gter) Chua rd 2 CNVs

HC tang IgE STAT3 AR 1 SS
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Thi€u hut CARD11 (LoF; AD) CARD11 AD 1 WES

HC Wiskott Aldrich WAS XL 8 SS

Rai loan diéu hoa mién dich ( n = 14)

HC FHL loai 3 UNC13D AR 3 SS
1 WES
HC FHL loai 5 STXBP2 AR 2 WES

1 SS
HC tang sinh lympho lién két X SH2D1A XL 2 WES

HC Chediak Higashi LYST AR 1 WES+CNVs

HC Griscelli syndrome loai 2 RAB27A1 AR 1 SS
Thiéu hut LRBA LRBA AR 2 WES
APECED (APS-1) AIRE AR 1 WES

Bat thu'dng s6 lugng hay chirc néng thuc bao (n=6)

Giam bach cau trung tinh bam sinh nang ELANE XL 3 WES

HC Shwachman Diamond SBDS AR 1 SS
Suy giam chidc nang bam dinh bach cau loai 1 ITGB2 AR 1 WES
Bénh u hat man tinh CYBB XL 1 WES

Khiém khuyét yéu to noéi tai hay hé mién dich tu nhién (n=6)
Suy gan cap do thiéu NBAS NBAS AR 1 WES
Xuong da TCIRG1 AR 3 WES
Dé nhiém ndm Candida niém STAT1 AD 1 WES
Nhay cdm véi Mycobacteria di truyén Mendel IL12RB1 AR 1 WES
Rai loan tv viem (n =3)

S6t Dia Trung Hai MEFV | AR/AD [ 3 | WES

*Phuong phap dung phat hién dot bién ban
dau; SGMDTP: suy gidam mién dich tién phat; N°:
sO lugng; HC: héi chirng; Lof: méat chifc nang;
AR: di truyén 13n; AD: di truyén tréi; XL: lién két
NST X; WES: whole exome sequencing- giai trinh
tu toan bd exon; SS: Sanger sequencing - gidi
trinh tu Sanger; FISH: fluorescence in situ
hybridization — lai tai cho huynh quang; CNVs:
copy number variants — cac da hinh s6 lugng ban
sao; SCID: severe combine immunodeficiency —
SGMD két hgp nang; CID: combine
immunodeficiency: SGMD két hgp; APECED:
Autoimmune polyendocrinopathy, candidiasis,
ectodermal dystrophy — thiéu san ngoai bi,
nhiém ndm Candida. da tuyén ndi tiét tu mien;
APS-1: Autoimmune polyendocrine syndrome
type 1 — héi chifng da tuyén noi tiét tu mién loai
1 ; CD40L: CD40 ligand ; CARD11: Caspase
Recruitment Domain Family Member 11; ADA:
Adenosine deaminase; IL2RG: Interleukin 2
Receptor Subunit Gamma; JAK3: Janus Kinase 3;
RAG1: Recombination activating gene 1;
22q11DS: 22q11 deletion syndrome;
del(11)(qgter): deletions in the long arm of
chromosome 11; STAT3: Signal transducer and
activator of transcription 3; WAS: Wiskott Aldrich
syndrome; BTK: Bruton Tyrosine Kinase; TOP2B:
DNA Topoisomerase II Beta; NFKB1: nuclear
factor kappa-B subunit 1; NFKB2: nuclear factor
kappa-B subunit 2; UNC13D: Unc-13 Homolog D;
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STXBP2: syntaxin binding protein 2; SH2D1A:
SH2 domain-containing protein 1A; LYST:
Lysosomal Trafficking Regulator; RAB27A1: RAS
-associated protein RAB27A type 1; LRBA:
lipopolysaccharide responsive and beige-like
anchor protein; AIRE: autoimmune regulator ;
ELANE: Elastase Neutrophil Expressed; SBDS:
Shwachman—-Bodian—Diamond Syndrome; ITGB2:
Integrin Subunit Beta 2; CYBB: Cytochrome B-
245 Beta Chain; NBAS: Neuroblastoma amplified
sequence; TCIRG1: T cell immune regulator 1;
STAT1: Signal transducer and activator of
transcription 1; IL12RB1: nterleukin 12 Receptor
Subunit Beta 1; MEFV: Mediterranean fever

IV. BAN LUAN

Trong nghién cliu, ching t6i trinh bay két qua
dot bién gen tUr 75 bénh nhdn SGMDTP. Phan
nhdm SGMD do thiéu hut khang thé va CID két
hgp cac HC chiém ty I cao nhat; tuong tu
nghién clru cta Chau Au, nhung khac cac nghién
ciu tir chau A do phuong phap nghién clu
khong gidong nhau [2][5]. .

Haon 64% bénh nhan khdi phat nhiem tring
trudc 1 tudi, néu bat tdm quan trong cla viéc
nhan biét va chan doan sém [6].

Ty |é co tién s gia dinh cao (23%), nhung
khong co ca nao b6 me két hon can huyét, co
thé do khad nang chan doan va tu van di truyén
trude day con han ché. Ty I€ nay thap hon so vdi
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bdo cdo tir cac nudc co ty 1é két hon can huyét
cao. Nhém di truyén XL chiém uu thé , khac véi
cac nghién clu trudc day cd ty 1€ AR cao tur cac
nudc cd ty 1€ két hén can huyét cao [2].

Ty |é t&f vong dén 27%, trong d6 cao nhat &
nhém CID (45%); dac biét la phén nhém SCID -
mot loai SGMDTP sé& tir vong néu khdng dugc
GTBGTM. M6t phan do GTBGTM van chua dudc
thuc hién cho bénh nhi SGMDTP & mién Nam Viét
Nam. Trong nhém SGMD do thiéu hut khang thé,

ty 1€ tr vong con cao (35%) do liéu phap thay thé

globulin mién dich chua dugc ap dung & mién
Nam Viét Nam trudc 2017. Sau khoang thdi gian
nay, khong cé bénh nhan ctia nhéom nay tir vong.

Trong nhém di truyén AR, cd 7 trudng hop
dét bién di hgp tr vdi cac triéu chlng lam sang
dién hinh. B6 13 3 trudng hgp FHL mang mot
allen cua dot bién UNC13D hoac STXBP2. Ngay
cang co nhiéu bang cerng cho th&y céc bién thé
di hop tir cling c6 thé gay ra FHL [1]. Mot trudng
hdp dién hinh cta héi chiifng MSMD can kiém tra
thém bang CNVs. Nghién clru truc day cho thay
dot bién MEFV di hgp tur, di hdp t& kép cod cac
biéu hién 1dm sang FMF khéng dién hinh khac
nhau. Dot bién pyrin tham nhap thdp E148Q
thudng thay ¢ Béng Nam A, tuong tu nghién
clfu cta ching téi [7].

Ban cap nhat IUIS2019 phat hién nhiéu gen
gay bénh mdi so vdi IUIS 2017. Do do, 2 ca JS
cling dugc cap nhat. Tuong tu, mét bé gai co
ddc diém cla nhém méat gammaglobulin mau
nhung khoéng phat hién dét bi€én gen dua trén
IUIS 2017. Gan day, ching t6i da tai phan tich
dir liéu dua trén IUIS 2019 va tim thay dot bién
TOP2B trong HC BILU (mat gammaglobulin mau

va vé mat bat thugng) [4].

V. KET LUAN

Nghién clfu [an dau mo td dot bi€én gen
SGMDTP & bénh nhi Viét Nam va cho thdy xét
nghiém di truyén nén la mét phan khdng thé
thi€u trong viéc quan ly bénh nhan SGMDTP. Két
qua nghién cru cling gép phan hoan chinh dir
liéu dot bién gen trén nhdom bénh nay.
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Muc tiéu: banh gla mai lién quan gilta mot s6 dac
diém can 1dm sang le két qua hinh anh PET/CT d
bénh nhan sau nhdi mau cd tim cip. Doi tugng va
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phucng phap nghién ciru: Nghién cllu bao gom 45
bénh nhan (BN) sau nhdi mau cd tim cap (NMCT)
dugc diéu tri tai Vién Tim mach, Bénh vién TUQD 108,
thai gian tr ndm 2011 dén nam 2015. Cac BN dugc
tién hanh tham kham lam sang, can lam sang va lam
xa hinh tudi mau co tim. Sau do, ti€n hanh chup PET/
CT st dung 18F-FDG danh gia cg tim con s6ng cho
nhitng BN c6 két qua la khuyét xa cd dinh trén
XHTMCT va chup dong mach vanh cho cac bénh nhan
¢é chi dinh. Két qua Khong 6 su khac biét dang ké
ca 3 chi s6 chifc nang théat trai (EFsp), du‘dng kinh that
trai tam truong (EDV), dudng kinh that tra| tdm thu
(ESV) & 3 nhém tén thuong co tim dong mién, nhom
ton thuong dang seo cd tim va nhém tén thufdng hon
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