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Hoi chimg Alport lién két nhiém sic thé X do bién thé
COLA4AS ¢.1826G>A (p.Gly609Asp): Bao cao ca lam sang
va phan tich di truyén

X-linked Alport syndrome caused by the COL4AS ¢.1826G>A
(p.Gly609Asp) variant: A clinical case report and genetic analysis

Nghiém Xuén Hoan"" X 'Phong Khoa hoc Qudn su - Bénh vién TWOP 108
va Mai Thanh Hai Linh ’n rung tam nghién cuu Y hoc Viét-Puc - Bénh vien TWQOP 108
Tém tat

Ddt vdn dé: Hoi chiing Alport lién két nhiém sic thé X (XLAS) do dét bién gen COL4A5 la bénh than
di truyén hay gdp nhat & nam gidi tré tudi, vai biéu hién da dang ti tiéu mau don déc dén suy than giai
doan cudi. Gidi trinh tu gen thé hé mai (NGS) dang ngay cang dugc Uing dung dé phat hién céac bién thé
mai, dac biét tai cac co sG y té Viét Nam. Gidi thiéu ca bénh: Bénh nhan nam, sinh nam 2007, la con thu
hai trong gia dinh, c6 mét anh trai khde manh, dugc phat hién mang bién thé hemizygous COL4A5
NM_033380.3: c.1826G>A (p.Gly609Asp) - bién thé thay glycin bao ton cao bang aspartat trong motif
Gly-X-Y cla vung collagenous. Bién thé nay chua dugc phan loai trén ClinVar, dugc danh gié l1a "cé kha
nang gay bénh" (likely pathogenic) theo tiéu chi ACMG/AMP (PM1+PM2+PP3+PP4). Ban lugn: Xét
nghiém NGS panel gen bénh ciu than & bénh nhan nam, than hu khéi phat sém, tiéu mau va khang
corticoid gitip phan biét than hu vo can vai bénh di truyén nhu Alport. SU dung sém va duy tri Uc ché hé
renin-angiotensin (ACEi/ARB) liéu t6i da dung nap la chién lugc c6t 16i dé tri hoan suy than giai doan
cudi. Phat hién bién thé COL4A5 p.Gly609Asp la ca s& dé sang loc cho cac thanh vién nit trong gia dinh,
tu van cac lua chon sinh san. Két ludn: Ca bénh xac nhan gia tri cia NGS panel da gen trong chan doan
phan biét hdi chiing than hu & tré em. Phat hién bién thé COL4A5 ¢.1826G>A gilp xac dinh can nguyén
di truyén, tranh diéu tri tc ché mién dich khéng can thiét va dinh hudng chién lugc bao tén than, tu van
di truyén gia dinh.

Tu khéa: Hoi chiing Alport, COL4AS5, bién thé missense glycin, hdi chiing than hu khang steroid, giai
trinh tu gen thé hé méi.

Summary

Introduction: X-linked Alport syndrome (XLAS) caused by mutations in the COL4A5 gene is the most
common hereditary kidney disease affecting young males, with a broad spectrum of clinical
manifestations ranging from isolated hematuria to end-stage renal disease. Next-generation sequencing
(NGS) is increasingly being applied to detect novel variants, particularly in Vietnamese healthcare
facilities. Case presentation: The patient is a male born in 2007, the second child in the family, with a
healthy older brother. He was found to carry a hemizygous variant in COL4A5 (NM_033380.3:
¢.1826G>A, p.Gly609Asp), a highly conserved glycine-to-aspartate substitution within the Gly-X-Y motif
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of the collagenous domain. This variant has not been previously classified in ClinVar and was assessed as
likely pathogenic according to ACMG/AMP criteria (PM1+PM2+PP3+PP4). Discussion: NGS panel testing
for glomerular diseases in a male patient with early-onset nephrotic syndrome, hematuria, and steroid
resistance helps distinguish idiopathic nephrotic syndrome from hereditary kidney diseases such as
Alport syndrome. Early initiation and maintenance of maximum tolerated doses of renin-angiotensin
system inhibitors (ACEi/ARB) represent a core strategy to delay end-stage renal disease. Identification of
the COL4A5 p.Gly609Asp variant provides a basis for screening female family members and offering
reproductive options counseling. Conclusion: This case confirms the value of NGS panel testing in the
differential diagnosis of childhood nephrotic syndrome. Detection of the COL4A5 ¢.1826G>A variant
enables determination of the genetic etiology, avoids unnecessary immunosuppressive therapy, guides

kidney preservation strategies, and facilitates family genetic counseling.
Keywords: Alport syndrome, COL4A5, glycine missense variant, steroid-resistant nephrotic

syndrome, next-generation sequencing.

I.DAT VAN DE

Ho6i chiing Alport la bénh than di truyén do dét
bién cac gen ma hoa chudi collagen IV a3, a4, a5
(COL4A3, COL4A4, COL4A5), véi tan suat khoang
1/50.000. Co ché bénh sinh chu yéu la bat thudng
cdu trac collagen IV trong mang day cau than, dan
dén tén thuong tién trién. Vé phan loai di truyén, thé
lien két nhiém sic thé X (XLAS) do dot bién gen
COL4A5 chiém khoang 80% s6 ca, ti€p dén la thé
thudng 1an (ARAS) khodng 15% va thé thudng troi
(ADAS) khodng 5% [1]. Bénh dac trung bdi tiéu mau,
protein niéu tién trién dén hoéi ching than hu, xo
hoéa cau than, cling tén thuong tai trong va mat muc
dé thay d6i, véi phé biéu hién rong tur tiéu mau don
déc dén suy than giai doan cudi & tudi tré.

Tai Viét Nam, chan doan hoéi ching Alport con
gap nhiéu thach thuc do sinh thiét than c6 nhiéu
han ché vé tinh xam lan va dé nhay, trong khi giai
trinh tu gen thé hé mai (NGS) ngay cang khang dinh
vai trd quan trong trong phan biét than hut di

Il. GIGI THIEU CA BENH

truyén vai than hut vé can. Dac biét, cac bién thé
missense thay thé glycin trong vung Gly-X-Y cua
vling collagenous c6 y nghia gay bénh rat cao do
pha v cau tric xoén ba (triple-helix) ctia collagen IV
[2]. Mac du vay, sé bao cdo ca bénh cé phan tich gen
COL4A5 tai Viét Nam van con han ché, nhiéu bién
thé hiém hoac chua dugc ghi nhan trén ClinVar, tao
ra khoang trong I6n trong co s& dit liéu di truyén cla
ngudi Viét.

Trong bai bao nay, chung t6i bao cdo ca bénh
dau tién tai Viet Nam mang bién thé COL4A5
¢.1826G>A (p.Gly609Asp) dang ban hop tl trén mét
bénh nhan nam sinh nam 2007 mac hoi chiing than
hu khéi phat sém/bam sinh, dugc phat hién bang ky
thuat NGS da gen bénh cau than.

Muc tiéu bdo cdo ca bénh: M6 t3, thao luan gia
tri chdn doan cha bién thé COL4A5 c.1826G>A
(p.Gly609Asp) dang ban hgp tu, dinh huéng diéu tri
va theo do6i dai han, d6ng gop vao co s& dir liéu bién
thé COL4A34-5 & ngudi Viét Nam.

2.1.Ddc diém lédm sang va cdn lam sang cia bénh nhén

Bang 1. Pac diém 1am sang va can 1am sang ctia bénh nhan

Théng sé Két qua Gia tri tham chiéu Nhan xét
Thong tin chung
Gidi tinh / Nam sinh Nam /2007 - Tudi khai phat: 5 tudi

Khéng ghi nhan suy
than, tiéu mau, giam
thinh luc

Tién st gia dinh

- Gai y dot bién de novo
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Théng s6 Két qua Gia tri tham chiéu Nhaén xét
Lam sang
. R Khéng dién hinh hoi chin
Phu Khong ] thé?\ hu théng thudng ’
Huyét ap Binh thudng/tang nhe < 130/80mmHg Pang dung thuéc ha ap
Sinh héa mau
Creatinin huyét thanh 72umol/L 44 - 80umol/L Chric ndng than con bao tén
Ure huyét thanh 4,8mmol/L 2,5-7,5mmol/L
eGFR (Schwartz) > 90ml/phut/1,73m? > 90ml/phut/1,73m? CKD giai doan G1
Albumin huyét thanh 24g/L 35-50qg/L Phu hgp hoi ching than hu
Cholesterol toan phan 6,7mmol/L <5,2mmol/L Tang lipid mau thu phat
Triglycerid 2,3mmol/L < 1,7mmol/L
a3 Binh thudng 0,9-128g/L Loai trifviém cau than qua
trung gian b6 thé
c4 Binh thudng 0,16-0,47g/L
Mién dich
ANA Am tinh Am tinh Loai trir lupus ban dé hé théng
Anti-dsDNA Am tinh Am tinh
IgA, 19G, IgM Binh thudng - Lor?le:)r;rgzzrhl)?/-\
Nudc tiéu
Protein niéu 24 gic 3,79/24 gic < 150mg/24 gio Kéo dai, khang corticoid
Hong cau r'Iiéu (can HOng cau bién dang Khong co Ti€éu mau cau than
Addis)
Bach cau niéu Khong tang <2.000/ml
Thinh giac va Mat
Thinh luc d6 Gidm nhe tan s6 cao Binh thudng Phu hop XLAS giai doan s6m
Duc thay tinh thé hinh
Kham mt c'hc')p (anterior ’ Binh thuong Tén thuolng dac trung hoi
lenticonus); loan san chuing Alport
diém vang
M6 bénh hoc than
Kinh hién vi quang hoc thhuzagcjtljr;[g?:SCGUSC) bo - Tén thuong khong dac hiéu
Mang day cau than
Kinh hién vi dién tur mong-day khong déu, - Pac trung héi chiing Alport
phan manh lamina densa
Mién dich huynh quang Glam/mzél(z\vf)ueu anti- Binh thung Phu hgp blgelr;;:e missense
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Nhdn xét: BEnh nhan nam, sinh nam 2007, la con
thd hai trong gia dinh, c6 mot anh trai khéde manh.
Ngudi anh trai ting dugc chan doan gian bé than
trai khi con nhd, nhung dén tudi trudng thanh
khéong biéu hién bat thudng lam sang. Gia dinh
khéng ghi nhan tién st suy than, ti€u mau, protein
niéu hay giam thinh luc, ggi y kha nang dot bién de
novo hon la di truyén ré rang trong gia dinh. Bénh
nhan co tién sir viém cau than ti 2 tudi, duoc chan
doan héi ching than hu luc 5 tudi véi dac diém
khéng phu, protein niéu 24 gid & ngudng than hu,
albumin huyét thanh giam ro, huyét ap tai thoi diém
chan doan trong gidi han binh thudng hoidc ting
nhe, da dugc sir dung thudc ha ap va prednisone.
Bénh nhan dugc diéu tri theo phac dé corticosteroid
chudn nhung dap ung khéng hoan toan, protein
niéu ton tai dai ddng. Hién bénh nhan dang duogc
can nhac chuyén déi phac dé diéu tri, tir d6 dat ra
nghi ngd bénh cau than c6 can nguyén di truyén.

Bénh nhan & giai doan thiéu nién, huyét ap
trong giéi han binh thuong hoac tang nhe, khong cé
biéu hién suy tim, phu phdi, nghe tim phdi binh
thudng, khong ghi nhan di dang xuong khép. Trong
qua trinh diéu tri prednisone liéu cao, bénh nhan
xudt hién tinh trang tim da va gian tinh mach, cac
bi€u hién nay cai thién sau khi giam liéu, chi con
mot s6 nét tim ton tai & vung mat va than minh.
Thinh luc @6 ghi nhéan binh thudng hodc gidam nhe &
tdn s6 cao. Kham mat phat hién tén thuong dac
trung clia hoi ching Alport bao gém duc thay tinh
thé hinh chép va loan san diém vang, da dugc phau
thuat diéu tri, hién tai bénh nhan dugc danh gia du
stic khoe dé thuc hién phau thuat sau dé. Cac biéu
hién nay phu hgp véi giai doan sém cta héi ching
Alport thé lién két nhiém sac thé X [1].

Két qua xét nghiém cho thdy creatinin huyét
thanh & muc 72 pymol/L va ure huyét thanh 4,8
mmol/L, v6i muc loc cau than udc tinh theo
Schwartz > 90 mL/phat/1,73m? phan &nh chuc
nang than con dugc bao téon. Bénh nhan cé protein
niéu 24 gio tang kéo dai & muc 3,7 g/24 gio, albumin
huyét thanh giam con 24 g/L, cholesterol toan phan
6,7 mmol/L va triglycerid 2,3 mmol/L, phu hgp véi
hoéi ching than hu. Cac xét nghiém mién dich bao
gém C3, C4 trong gidi han binh thudng, ANA va cac
tu khang thé dac hiéu am tinh, giup loai trit bénh
cau than c6 can nguyén mién dich méc phai. Phan
tich can Addis nudc tiéu ghi nhan héng cau bién
dang, khong tang bach cau niéu, khong phat hién
tru m@, khong dién hinh cho tén thuong thay déi téi
thi€éu don thuan, phu hop véi dac diém cda hoi
ching Alport khéi phat & do tudi thi€u nién.

Bénh nhan da duoc thuc hién sinh thiét than hai
[an (Idc nhé va nam 2025), tuy nhién két qua giai
phau bénh cuda lan sinh thiét dau tién khong dugc
ghi nhan day dud. Trén kinh hién vi quang hoc, tén
thuang c6 thé khéng dac hiéu, véi hinh anh xo hoa
cuc  bd tng vung (focal  segmental
glomerulosclerosis — FSGS). Trong khi d6, kinh hién
vi dién tir ghi nhan mang day cau than c6 biéu hién
mong - day khéng déu, phan manh, dac trung cho
hoéi ching Alport. Két qua mién dich huynh quang
nhudm khang thé anti-a5(IV) cho thay tin hiéu giam
hodc mat & cau than va mang day 6ng than, phu
hgp véi thé lién két nhiém sic thé X & bénh nhan
nam. Tuy nhién, mot s6 bién thé missense thay thé
glycin c6 thé chi gdy gidm nhe tin hiéu. Cac t6n
thuong nay la co s& quan trong dé chi dinh xét
nghiém gen nham xac dinh can nguyén di truyén
cla bénh [2].

Bang 2. Phan tich bién thé COL4A5 c.1826G>A (p.Gly609Asp) theo tiéu chi ACMG/AMP

Ac.l-,:::/c:,:,“, Phan nhém Béang chiing cu thé Panh gia
Nam trong vung collagenous cla COL4A5 —
Pathogenic h,O}SPOt b|en thé glycin GJ\y—X-Y ?éy bénh; nhiéu '
PM1 Moderate bién thé Gly—Asp liéen ké (p.Gly624Asp, Ap dung
p.Gly973Asp) da dugc xac nhan pathogenic trén
ClinVar?
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Pathogenic Khéng cé hoac tan suat cuc thap trén gnomAD,
PM2 9 1000 Genomes va ESP; phu hgp ngudng <1% theo Ap dung
Moderate - , , 1
tiéu chiloc ctia panel NGS
Bién thé déng vi tri ¢.1826G>C (p.Gly609Ala) da Ap dung (néu
PMS5 Pathogenic dugc ghi nhan trong ClinGen Allele Registry | p.Gly609Ala dugc
Moderate (CA413845694); thay thé cung residue glycin bao xac nhan gay
tén 2 bénh)
Du doan in silico bat lgi: SIFT (deleterious),
Pathogenic PolyPhen-2 (probab!y damagirlmg), CéDD sc?)re cag; )
PP3 Subbortin Gly—Asp thay glycin trung tinh bdng acid amin Ap dung
upp 9 tich dién am, gian doan cdu trac triple-helix
a3/a4/a5
Ki€u hinh d3c trung XLAS & bénh nhan nam: hoi
PP4 Pathoge'nic clll'mg tlhén hu k»héng steroid, tié,lf méu céuﬂth‘én, Ap dung
Supporting gidm thinh luc tan sé cao, duc thuy tinh thé hinh
chép, tén thuong mang day EM dién hinh?
Pathogenic Chua d'u d‘u liéu A\dong; pha'rj ly (cAo-seAgregat/on‘) ,
PP1 . trong gia dinh - cdn xét nghiém phan tang me va Chua ap dung
Supporting N
ngudithdn
BS2 /BA1 Benign Khong &p dung (tan suat quan thé cuc thap) Khong ap dung
. N Likely Pathogenic (PM1 + PM2 + PP3 + PP4; c6 thé
Phan loai cubi n u s e w
o nang lén Pathogenic néu bd sung PP1-moderate
cung . A T
qua xét nghiém gia dinh)

Nhdn xét: Giai trinh tu gen thé hé méi cho thay
bénh nhan mang bién thé di hgp tir hemizygous trén
gen COL4A5 NM_033380.3: ¢.1826G>A, dan dén thay
thé amino acid p.Gly609Asp trén protein
NP_203699.1. Bién thé nam trén chrX:108598748,
vling collagenous, lam thay thé mét glycin bao ton
cao trong motif lap lai Gly-X-Y cuda collagen IV, dugc
coi la vi tri nhay cdm vdi bién doi cau truc triple-helix '

Trén ClinVar, bién thé c.1826G>A (p.Gly609Asp)
hién chua dugc bao cdo, tuy nhién trong co s& dit liéu
Allele Registry ca ClinGen, bién thé da dugc gan ma
CA413845694 cung vGi bién thé song hanh
€.1826G>C (p.Gly609Ala), cho thay da dugc ghi nhan &
muc alen nhung chua c6 chu giai phenotypic day du
%4 Phu luc cia Moriniére va céng su md ta mét bénh
nhan nam 5 tudi mang COL4A5 c.1826G>A
(p.Gly609Asp) véi biéu hién tiéu mau/protein niéu va
hinh anh kinh dién t& phu hgp Alport, dugc xép nhom
“X-linked confirmed”, cng ¢ mai lién hé kiéu gen,
ki€u hinh. Nhu vay, vé thuc chat, c.1826G>A la bién
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thé hiém, mai chi dugc mé ta rdi rac, chua c6 danh gia
phan I6p nhat quén trén ClinVar, nén cé thé coi la bién
thé chua dugc bdo cao trong béi canh Viét Nam va da
s6 CSDL lam sang >°.

Tu goc dd ACMG, bién thé nay c6 thé danh gia
PM1 - nam trong vung chiic nang quan trong, tring
vGi nhiéu bién thé glycin gay bénh da duogc xac
nhan trén COL4A5'. PM2 khéng hodc rat hiém gap
trén quan thé chung (gnomAD, 1000 Genomes)
theo cac téng hop vé variant COL4A5 (dir liéu cho
cac motif Gly-Asp tuong dong cho thay tan suat cuc
thap). PP3 du doan in silico (SIFT, PolyPhen-2, CADD)
cho thay bién déi khéng bao tén, thay glycin trung
tinh bang aspartat tich dién am, lam gian doan cau
trac triple-helix va tuong tac gitta chudi a3/a4/a5.
PP4 ki€u hinh bénh nhan la nam, tiéu mau/protein
niéu man tinh, héi ching than hu khang steroid,
nghi ngd Alport véi tén thuong méd bénh hoc phu
hgp. Néu c6 thém bang ching déng segregate
trong gia dinh (me di hop tu, c6 ti€u mau; cac cau



TAP CHI Y DUOC LAM SANG 108

Tap 21 - S6 4/2026

DOI: https://doi.org/10.52389/ydIs.v21i4.3013

hodc anh em trai mdc bénh tuong tu), c6 thé ap
dung tiéu chi PP1-moderate dé nang phan loai lén
“likely pathogenic™.

Dac biét, nhiéu nghién ctu da khang dinh rang
hau hét bién thé missense thay thé glycin trong
vung collagenous ctia COL4A5 la gay bénh hodc c6
kha nang gay bénh, véi phd nang nhe tuy vi tri va
anh huéng cau tric. Cac bién thé Gly—Asp khac
nhu p.Gly624Asp, p.Gly973Asp, p.Gly1024Glu... da
dugc bdo cdo nhiéu lan & bénh nhan Alport véi do
tin cdy pathogenic/likely pathogenic. Do d6, viéc
phat hién p.Gly609Asp & bénh nhan nam c6 kiéu
hinh phu hgp la bang chiing manh tng ho vai tro
nguyén nhan cda bién thé nay.

Cac dir liéu nay cho thay p.Gly609Asp nam cling
vung collagenous véi nhiéu glycin da dugc ching
minh gdy bénh, va thay thé bai acid amin tich dién
am tuong ty, do d6 nguy co gay bénh la cao.

lil. BAN LUAN

O bénh nhan than hu khai phat sém, nam gidi,
c6 ti€u mau va dap ung kém véi corticoid, chi dinh
xét nghiém NGS panel cac gen bénh cau than la hop
ly, gitp phan biét than hu vo can véi bénh cau than
di truyén nhu Alport, NPHS2-related, WT1-related...
Trong ca bénh nay, phat hién COL4A5 p.Gly609Asp
cho phép chdn doén xac dinh/huéng manh dén
Alport lién két X, tranh kéo dai diéu tri tic ché mién
dich khéng hiéu qua va tiém an doc tinh.

Vé diéu tri, cac nghién ctru doan hé cho thay sur
dung sém va kéo dai tc ché hé renin-angiotensin
(ACEi hodc ARB) & bénh nhan Alport ¢6 thé tri hoan
suy than giai doan cudi nhiéu nam, dac biét néu bat
dau trudc khi xuat hién protein niéu nang. Do dé,
vGi bénh nhan nam mang bién thé COL4A5 gay
bénh, du eGFR con bao tén, viéc duy tri thudc tc ché
men chuyén hodc chen thu thé & liéu t6i da dung
nap, kém theo kiém soat huyét ap va protein niéu la
chién lugc c6t 16i. Trong trudng hgp hodi ching than
hu, c6 thé can nhdc ngliing dan cac thuéc Uc ché
mién dich sau khi xac dinh nguyén nhan di truyén,
néu khong cé bang ching tén thuong mién dich
thu phat (vi du IgA, membranous...). V& Uc ché mién
dich, phan I6n bang chiing cho thdy bénh cau than
di truyén do COL4A5 khong dap Ung bén viing vai

corticoid hoac thudc déc té bao; viéc kéo dai diéu tri
chi lam tang doc tinh ma khéng cai thién tién lugng
than. Do vay, sau khi xac dinh nguyén nhan di
truyén, viéc diing dan tc ché mién dich la hgp ly,
dong thoi gidp gidm ganh nang diéu tri va bién
ching (lodng xuong, cham I6n, nhiém trung). Thay
vao dd, quan ly nén tap trung vao thudc bao ton
than, tam soat va diéu tri sém tang huyét ap, réi loan
lipid va bién ching tim mach ’.

Theo doéi dinh ky (3 - 6 thang) gom xét nghiém
chtic nang than, protein niéu/albumin niéu, huyét
ap, thinh luc d6, kham mat, va tu van ché dé an
kiéng mudi — protein hgp ly la can thiét cho quan ly
dai han. Khi eGFR gidm dudi 60 ml/phat/1,73m?, can
chudn bi ké hoach thay thé than (loc mau, ghép
than), trong dé ghép than cho Alport néi chung cé
tién lugng tot, nguy co tai phat bénh thap, nhung
can luu y nguy co khang thé khang collagen IV hiém
gap & bénh nhan nam X-linked.

Y nghia tu vén di truyén va iing dung thuc tién

Viéc xac dinh bién thé COL4A5 p.Gly609Asp &
bénh nhan nam mang nhiéu y nghia trong béi canh
quan ly gia dinh va hoach dinh chinh sach tam soét tai
Viét Nam. Thu nhat, day la bang ching dé khuyén céo
xét nghiém sang loc cho me va cac thanh vién ni
cung huyét théng, vi phu nit mang gen COL4A5 di
hop tl c6 nguy co ti€u mau, protein niéu va suy than
muon, dong thai c6 thé sinh con trai bénh nang. Thu
hai, gia dinh c6 thé dugc tu van cac lua chon sinh san
nhu chan doan trudc sinh hodc chan doan di truyén
tién lam t6 (PGT-M) néu mong mudn.

Ca bénh nhan manh nhu cau xay dung co s& di
lieu bién thé COL4A3-5 clia ngudi Viét, két ndi vai
ClinVar va ClinGen dé chuan héa phan loai bién thé,
ddc biét la nhéom missense glycin trong ving
collagenous. Su phoi hgp cac chuyén nganh va
mang ludi phong xét nghiém di truyén sé cho phép
thu thap chubi ca, danh gia méi lién quan kiéu gen -
kiéu hinh va tinh chinh tiéu chi ACMG theo dac thu
dan sé.

IV. KET LUAN

Phat hién bién thé
hemizygous COL4A5 c.1826G>A (p.Gly609Asp, dugc
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phan loai likely pathogenic theo tiéu chi ACMG/AMP)
d bénh nhan nam hdéi ching than hu khang
corticoid véi ki€u hinh Alport lién két X dién hinh
khang dinh gia tri quyét dinh cuta giai trinh ty gen
thé hé méi trong chidn doan phan biét bénh cau
than di truyén. Két qua di truyén khéng chi xac dinh
cadn nguyén chinh xac va truc tiép thay ddi chién
lugc diéu tri ma con la bang ching dé khuyén céo
xét nghiém sang loc cho me va cac thanh vién n{
cung huyét thong, sang loc trudc sinh. Day la ca dau
tién tai  Viet Nam bdo cdo  bién
thé COL4A5 p.Gly609Asp, nhan manh su can thiét
tich hgp NGS vao 16 trinh chdn doan chuén tai cac co
sG than hoc nhi khoa va xay dung co s& di liéu bién
thé COL4A3-5 clia ngudi Viét phuc vu tu van di
truyén.
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