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Thdl glan diéu tri va trung tién. Thoi
gian ndm vién & nhém BN phau thuat noi soi
(4,5+1,8 ngay) thap han nhdém md md, su khac
biét kh6ng c6 y nghia théng ké p>0,05. Thdi
gian trung tién & nhém phau thudt noi soi
23,1+7,9 gi6 thdp hon nhdm md md, su khac
blet 6 y nghia théng ké véi p <0,05. Nhu vay c6
the thay, phau thuat ndi soi gidp cho thdi gian
nam vién clia ngudi bénh gidm so véi phau thuat
mé md, thdi gian hoi phuc nhu dong rudt cua
nhom sau phau thuat ndi soi nhanh han so vi
nhdm md& md. Mat khac, su khac biét nay dugc
giai thICh do thuc té nhitng trudng hgp phau
thudt mé ma déu la nhitng trudng hgp cé mic
do dinh nang, u kich thudc I6n do dd thdi gian
hoi phuc kéo dai han.

V. KET LUAN

86% BN dugc phau thuat ndi soi, 11,6% BN
mo md va 2,3% BN phau thudt ndi soi chuyen
m& mé. 46,5% BN boc nang lac ndi mac va
37,2% BN bc’>c nang kém g& dinh lac néi mac tur
cung. Chi c6 4,7% BN gdp bién chiing tén
thufdng niéu quan bang quang. Thdi gian nam
vién va trung tién & nhom BN phau thuat ndi soi
déu thap han nhém mé ma.
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LOAN SAN XUO'NG MIEN DICH SCHIMKE DO MOT POT BIEN
MOTPHAT HIEN O GEN SMARCAL1 O TRE HOI CHONG
THAN HU KHANG STEROID - BAO CAO CA BENH

TOM TAT

Loan san xuong mién dich Schimke (SIOD) la mot
r6i loan di truyen gen I&n trén nhiém sic thé thudng
hi€ém gap v@i dac trung la bat thuGng vé hinh thai,
loan san _xuang, hoi cerng than hu khang steroid
(SRNS) va suy gidam mién dich t& bao do dt bién ]
gen SMARCALL. Chung toi bao céo mot bé gai 9 tudi
vlra bi dot quy va cong hudng tir ndo cd nhu‘ng & nhoi
mau mdl G ban cau nao phai, phu nhe & mi mat tang
huyet ap Tré co bat terdng vé hinh théi: ¢ va than
ngan cac dat tang sac to6 & da. Tré vao khoa chung
toi véi chan doan hoi chufng than hu — tang huyét ap-
nhdi mau ndo. B6n tuan sau diéu tri béng prednisolon
2mg/kg/ngay, tré dudc chan doan SRNS. Két qua sinh
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Lwong Thi Phuong'2, Nguyén Thu Huong?

thiét than la xd héa cau than toan bd. Tré dugc diéu
tri bang thudc (c ch& men chuyén (ACE), i tiéu,
amlod|p|ne va chen beta, nhung protein niéu ludn cao
va suy than tién trién. Mot bién thé d6ng hogp tir da
dugc phat hién trong gen SMARCAL1 (c.1374C>A;
p. Asp458GIu), bién thé nay chua dugc bdo céo trong
cd s@ dir liéu dot bién gen. Trudc tré SRNS, co bat
terdng vé hinh thai c¢d va than ngin nen tim cac dot
bién cla SMARCALL. T khoa: Loan san xuong mien
dich Schimke (SIOD), hdi chiing than hu khang steroid
(SRNS), SMARCAL1.

SUMMARY
A NOVEL SMARCAL1 MUTATIONS
ASSOCIATED WITH SCHIMKE IMMUNO-
OSSEOUS DYSPLASIA IN A CHILD WITH
STEROID RESISTANT NEPHROTIC

SYNDROME - A CASE REPORT
Schimke immune-osseous dysplasia (SIOD) is a
rare autosomal recessive disorder presenting with
dysmorphic features, skeletal dysplasia, steroid
resistance nephrotic syndrome (SRNS), and cellular
immune insufficiency—mutations in the gene
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SMARCAL1. We report a 9-years old girl had a stroke
and, her brain MRI showed new infarcts in the right
cerebral hemisphere, edema, hypertension. She had a
present short neck and trunk, hyperpigmented
macules. She was referred to our department because
of nephrotic syndrome — stroke- hypertension. After
treating with prednisolone 2mg/kg/day, she was
diagnosed SRNS. Her renal biopsied was global
glomerulosclerosis. She was treated by angiotensin-
converting enzyme (ACE) inhibitors, diuretics,
amlodipine, and beta-blockers. But, she had
maintained massive proteinuria and progressive loss of
renal function. A homozygous variant was detected in
the SMARCAL1 gene (c.1374C>A;p.Asp458Glu), which
has not been reported in the mutation databases. In
conclusion, we should find mutations of SMARCAL1 in
children with SRNS, retardation, short neck and trunk.

Keywords: Schimke immune-osseous dysplasia
(SIOD), steroid resistance nephrotic syndrome
(SRNS), SMARCALI1.

l. TONG QUAN )

Loan san xuong mién dich Schimke (SIOD)
dugc mo ta lan dau tién vao nam 1971 bdi
Schimke, dugc ddc trung bdi chiing loan san cot
song, suy giam mien dich té€ bao T va bénh than
ti€n tri€n véi protein niéu nguBng than hu.!
SIOD la mét r6i loan di truyén gen I&n nhiém sac
thé thudng. C6 khoang 50 trudng hgp dugc md
td trong y van cho dén nay, khéng cé mai lién
quan nao gilta bénh va gidi tinh, dan tdc va vi tri
dia ly. Ty I1& mdc bénh chinh xac van chua dudc
biét.2 Hoat dong enzym cliia SMARCAL1 ddng vai
trd quan trong trong viéc tai cau truc DNA-
nucleosome va tai cdu tric chat nhiém sac trong
qua trinh diéu hoa gen, ciing nhu trong qua trinh
sao chép va slra chita DNA. Viéc mat chirc nang
clia SMARCAL1 gy ra sy méat 6n dinh bd gen
lién quan dén sao chép DNA c6 kha nang gop
phan vao su da dang kiéu hinh c6 trong SIOD.3
SIOD ¢ thé dugc chia thanh hai dang, biéu hién
& tré nho hodc & tudi vi thanh nién.* SIOD & tré
nhd thudng c6 biéu hién dau tién tir thdi ky bao
thai, d&c trung bdi su’ chdm phét trién chiéu cao,
suy giap, suy tiy xuong, con thiéu mau ndo
thoang qua, dot quy va suy than dan dén to
vong trong vong 5 ndm dau dgi.3> SIOD 4 tré vi
thanh nién thudng cé cac triéu chitng nhe han
so vdi nhitng bénh nhan khdi phat tir nho va cé
thé& s6ng dén ndm 20 va 30 tuSi néu bénh than
man giai doan cubi (ESRD) dugc diéu tri.3*>
Bénh nhan SIOD c6 tén thuong than, thudng la
hdi ching than hu khang steroid, va tién trién
dén ESRD. T6n thuang md bénh hoc than & tré
SIOD c6 hdi chitng than hu khang thudc cha yéu
la xa hda cau than cuc bo (FSGS).°

Chung t6i bao cdo ca lam sang véi muc tiéu
md ta kiéu hinh 1dm sang, ki€u gen & tré loan

san xuong mién dich schimke.

Il. CA LAM SANG

Tré la con th(& ba trong gia dinh, b6 me va
hai anh chi cta tré hoan toan khde manh. Tién
st tré dé non, thai 32 tuan, dé mé do thiéu &i,
can nang sau sinh 2 kg. Sau sinh tré dugc diéu
tri tai khoa sa sinh bénh vién Nhi Trung Uang 20
ngay do viém phdi-suy hd hap, thd oxy trong 10
ngay. Tré dudc chadn doadn chdm phat trién vé
chiéu cao tir lic 5 tudi, nhung gia dinh khéng
dua tré di kiém tra va diéu tri gi cho tré.

Dot nay, 4 ngay trudc khi nhap vién (ldc 9
tudi), tré xuat hién co giat nlra ngudi bén trai va
yéu tay chan trai. Tré khong sot va khong xuat
huyét dudi da, phu nhe hai mi mat, tdng huyét
ap (140/98mmHg). Can nang va chiéu cao cla
tré déu < -3SD kem theo bat thudng vé hinh
thai nhu: ¢6 va than ngdn, cac dat tdng sic t6 &
da & lung bung va tay chan.

Xét nghiém cdng thirc mau: huyét sic t6 134
g/l; s6 lugng ti€u cau 365 G/I, va 15,07 G/l bach
cau vdi giam bach cau (s6 lugng tuyét déi 1,15
G/I). BP6ng mau binh thudng va creatinine huyét
thanh, uré, GOT va GPT cling binh thudng.
Albumin mau 14,9g/l, tang cholesterol va
triglycerid mau (13,36mmol/l va 4,66mmol/l), va
ty 1€ protein-creatinin niéu la 3787,4mg/mmol.
Khong cdé hong cdu va bach cdu niéu. COng
hudng tir ndo cd vai & nhdi mau mdi & ban cau
ndo phai Tré dudc chuyén dén khoa ching toi
v6i chdn doan hoi chling thdn hu — nhdi mau
ndo — tang huyét ap. Sau 4 tuan diéu trji bang
prednisolone 2mg/kg/ngay, protein niéu van trén
ngudng than hu nén bénh nhan dudc chan doan
SRNS. Tré dugc diéu tri bdng cyclosporine
(Neorale) 3mg/kg/ngay. Sau 7 ngay, creatinine
huyét thanh tiang gap 1,5 lan so véi trudc khi
diéu tri bang cyclosporine, mdc du ndng do
cyclosporine trong mau van binh thuGng
(99,22ng/ml). Chung t6i phai dirng cyclosporine.
Két qua mo bénh hoc than la xd hda cau than
toan bo va teo 6ng than vaéi xa héa mé ké lan
toa. Treé ti€p tuc dugc diéu tri bang thudc Uc ché
men chuyén (ACE), Igi ti€u, amlodipine va thuéc
chen beta. D€ xac dinh chan doan, bénh nhan
da dugc lam xét nghiém phan tich gen tai cong
ty GC Genome & Han Qudc cho han 20000 gen
da dugc biét gay bénh di truyén don gen (WES).
Két qua phat hién ra tré c6 mot dot bién thé
dong hgp tr trong gen SMARCAL1 (c.1374C>A;
p.Asp458Glu), bién thé nay chua dugc bdo cdo
trong co s& dir liéu dot bién.

Chung toi nhan thdy bénh nhan suy dinh
duBng thé cdi coc mlc dd ndng véi can ndng va
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chiéu cao < -3SD ( theo phan loai cia WHO).
Hon nita, tré c6 bat thudng vé hinh thai véi c6
va than ngan, cac dat tdng sac t6, SRNS va nhoi
mau & ban cdu ndo phai. S6 lugng té€ bao
lympho ciing giam, kém theo phat hién mot dot
bién trong gen SMARCAL1. Tat ca nhu‘ng dac
dlem nay hoan toan phu hgp vdi loan san xucng
mien dich Schimke (SIOD). Chirc nang tuyén
glap cua tré binh terdng Tré khdng cé biéu hién
clia bénh tu mién, siéu &m tim binh thudng. Sau
10 thang diéu tri tré phai diéu tri thay thé than
bang thdm phan phic mac vi bénh than man giai
doan cubi. Trong qué trinh thdm phan phlc mac,
tré d3 4 lan phai chuyén khoa Hbi sirc tich cuc
clia bénh vién chung tdi do viém phdi - suy ho
hap. Tré qua ddi sau hai ndm diéu tri vdi chan
doan mac chlng loan san xuang mién dich
Schimke — bénh than giai doan cudi - viém phdi,
tdng huyét ap khdng kiém soat va qua tai dich
khi mé&i 11 tudi.

I1. BAN LUAN )

Loan san xudng mien dich Schimke (SIOD)
la mét réi loan da cg quan tién trién dugc mo ta
dau tién bai Schimke va cong sy’ ném 1971 bay
Ia bénh di truyén gen 18n trén nhiém sic thé
thuong, dac trung bGi loan san cot song gay
cham phat trién chiéu cao, suy gidm mién dich t&
bao véi glam bach cau tirng dgt, héi chimg than
hu, tién trién dan dén suy than, rdi loan sic t6
da, bénh mach mau ndo tién trién phiic tap nhu
nhdi méu ndo va hoi chirng Moyamoya.! Udc
tinh ty Ié SIOD la 1/1.000.000- 3.000.000 ca sinh
sdng & Hoa Ky.2 Chan doan SIOD dua vao cac
d&c diém 1dm sang, xét nghiém va hinh anh X
quang dac trung va/hodc cac dot bién & gen
SMARCAL1. Biéu hién l1d&m sang nghi ngd SIOD:
Th& nhat, tam voc thap khong can doi (99%)
thudng khdi phat truc khi sinh (70%) vdi ¢6 va
than ngan, that lung uBn va bung nho ra. Pac
diém khudn méat: Song mdi rdng, héch va dau
mi rong. Th hai, cac dat tang sac to (70%) o]
than minh va d6i khi lan ra t& chi, cd va mat.
Th{ ba, nhiém tring tai phat (60% 80%). Th(
tu, di tat rang (66%), vi du: rang ham nho, rdang
ham du6i va/hodc di dang. Thi* ndm, cac biéu
hién than kinh nhu dau ntra dau, con thi€u mau
ndo thoang qua va/hodc dot quy. Th{ sau, cham
phét trién do thi€u mau ndo tai phat va/hodc
bénh man tinh. Puc giac mac.® Bénh nhan nay
dudgc chan dodn chdm phat trién chiéu cao Iic 5
tudi. Tuy nhién, gia dinh khong dua tré di kiém
tra dé tim ra nguyén nhan gy vdc dang thap va
diéu tri. Dot nay, tré 9 tudi, vao vién vi co giat
va yéu nlra ngudi trai, tang huyét ap. Tré cd voc
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dang thap bé, c6 va than ngan, thdt lung cong
va bung nhd ra. Tré ciling c6 cac dat tdng sic t6
trén lung, bung va cd, phu nhe & mi mat. Vdi két
qua xét nghiém: albumin mau giam (< 30 g/l),
protein niéu cao ngudng than hu (ty € protein-
creatinine trong nudc tiéu > 200 mg/mmol),
tang cholesterol, cbng erdng tlr ndo ¢ vai &
nhoi mau mdi & ban cau ndo phai. Tré dudgc
chuyén dén khoa ching toi vGi chdn doan hoi
chirng than hu — nhoi mau ndo — tang huyét ap.
Tuy nhién, tré dudc chan dodn SRNS ngay sau 4
tuan diéu tri tdn cdng bang prednisolon. Tuy
nhién, chdng t6i da dirng cyclosporine sau 7
ngay diéu tri vi suy than (creatinine mau tang),
mdc du ndng do cyclosporine trong mau la binh
thudng (99,22 ng/ml). Dién bién bénh cua tré
hoan toan phu hgp véi dic diém tén thucng
than trong SIOD la SRNS, thuSng tién trién
thanh bénh than giai doan cudi (99%). M6 bénh
hoc than cla tré la xd hdéa cau than toan bo va
teo ong than vGi xad hda mo ké lan téa. Mac du,
tré van diéu tri bang c ché men chuyén (ACE),
thudc Igi tleu, amlodipine va thubc chen beta,
nhung tré van pha| thdm phan phic mac vi benh
than giai doan cudi sau 10 thang.

SMARCAL 1 13 protein tu stra cd ban dé dam
bado tinh toan ven cta bd gen. Trong qua trinh
phat trién thdn cua thai nhi, gen SMARCAL1
dugc biéu hién trong bi€u m6 niéu quan, trung
md va tat ca cac giai doan phat trién cua
nephron. O' than tré sau khi sinh, SMARCAL1
dudc biéu hién trong cac biéu md cia nephron,
Ong than va cau than (t€ bao podocytes va té
bao ndi md). Cac nghién clru cho thdy rdng su
gian doan tinh toan ven cla b0 gen trong qua
trinh phat trién than cua thai nhi gép phan vao
cG ché bénh sinh clia FSGS & nhitng bénh nhan
mac SIOD.” Bénh nhén cla ching téi dugc chan
doan SRNS ngay tir dau va trong qua trinh phan
tich han 20000 gen da dudc biét dén gay bénh
di truyén don gen, ching t6i da phat hién mot
bién thé déng hdp t&r trong gen SMARCAL1
(c.1374C>A; p.Asp458Glu), bién thé nay chua
dudc bao cdo trong ca sé dir liéu dét bién. Tuy
nhién, tré khong dap Ung vdi cyclosporine. Diéu
nay cling hoan toan phu hgp khi m6 bénh hoc
than cua tré xd hda cdu than toan bd va teo ong
than véi xa hda mo ke lan toa.

Piéu tri SIOD chu yéu la kiém soat cac triéu
ch(ng. B&nh nhén cla ching tdi phai thdm phan
phlc mac vi bénh than giai doan cugi. Trong qua
trinh diéu tri bang phuong phap thdm phan phic
mac, tré da 4 [an phai chuyén khoa Hbi suc tich
cuc clia bénh vién ching ti do viém phdi - suy
h6 hdp, huyét ap cao. Tré qua ddi sau hai nam
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diéu tri do viém phdi, tdng huyét ap khéng kiém
s0at va qua tai dich khi méi 11 tudi.
IV. KET LUAN i

Loan san xuong mien dich Schimke (SIOD)
la mot rGi loan di truyén gen Ian trén nhiém sac
thé€ thudng hiém gdp ton thudng da cd quan:
xuong, than, mién dich, tim, mach mau, tao
mau. Ca bénh mé td ki€u hinh -ki€u gen gay
SIOD & Viét Nam véi muc dich gitp bac si nhan
biét thém mét dang dét bién gen gay hdi chiing
than hu khang thudc & tré kem theo bat thudng
vé hinh thai ddc trung la c¢d va than ngén.
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KHAO SAT NONG PO PTH O' BENH NHAN BENH THAN MAN GIAI DPOAN
CUOI THAN NHAN TAO CHU KY TAI BENH VIEN THAN HA NOI NAM 2022

TOM TAT

Bénh than man giai doan cudi la mot trona nhitna
ganh ndng v té€ I6n toan cau vai nhiéu bién chirng anh
hudng dén chét luong sdnag cla nqudi bénh, dac biét
la cudng can gidp thr phat. Muc tiéu nghién ciru:
MO td nong d6 PTH va khao sat maéi lién quan gilra
nong do PTH vGi mét sG yéu t6 lam sang, can lam
sang G bénh nhan bénh than man giai doan cudi than
nhan tao chu ky. P6i tuodng va phuconag phap
nghién ciru: Nghién clu cdt ngang trén 327 bénh
nhan bénh than man giai doan cudi than nhan tao chu
kv tai Bénh vién Than Ha NO6i ndm 2022. Két qua:
Tubi trung binh clia bénh nhan la 54,48 + 14,49 Vdi
47,7% nam va 52,3% nif. Nong do PTH trung binh Ia
731,3 + 600,81 pg/ml, chi c 15,0% bénh nhan cd
PTH dat nquGng khuyén cdo clia K/DOQI 2003 (150-
300 pg/ml) va cd tGi 71,3% bénh nhdn c6 PTH vugt
ngudng nay. Bénh nhan c6 PTH vugt ngudng khuyén
cao cd lién quan thuan vai thai gian than nhan tao chu
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ky, ndng do phospho mau va tich s6 Ca x P mau. Két
luan: Phan I6n bénh nhan than nhan tao chu ky co
nong do PTH vugt ngudng khuyén cdo cta K/DOQI, ty
I€ nay cd lién quan thuan vdi thdi gian than nhan tao
chu kv, nbng do6 phospho mau va tich s6 Ca x P mau.

Tur khoa: Bénh than man giai doan cuGi, than
nhan tao chu ky, PTH, Parathyroid Hormone

SUMMARY
SURVEY OF PTH IN END-STAGE RENAL
DISEASE PATIENTS UNDERGOING
HEMODIALYSIS AT HANOI NEPHROLOGY
HOSPITAL IN 2022

End-stage renal disease is one of the major global
health burdens with many complications affecting the
patient's quality of life, specifically secondary
hyperparathyroidism. Objectives: Describe PTH
levels and investigate the association between PTH
levels and a number of clinical and subclinical factors
in the end-stage renal disease patients on dialysis.
Methods: Cross-sectional study on 327 end-stage
renal disease patients on maintenance hemodialysis at
Hanoi Kidney Hospital in 2022. Results: The average
age of patients was 54.48 + 14.49 years with 47.7%
male and 52.3% female. The average PTH
concentration was 731.3 + 600.81 pg/ml, only 15.0%
of patients had PTH reaching the recommended
threshold of K/DOQI 2003 (150-300 pg/ml) and up to
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