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ben véi cac bénh da khac. Vay min, mong, ph
dén trén bé mat da, dudc cho la hinh thanh
trong qua trinh tang sinh ciia ndm Malassezia tir
dang ndm men sang dang sgi. Chdng toi thu
dugc két qua 68,7% bénh nhan c6 bong vay da,
thdp hon mot s6 nghién cdu nhu Kaur I
(83,33%) [3]. Trong nghién clru cla ching toi,
62,7% bénh nhan nglfa mdc d6 nhe va nglra khi
ra mo ho6i. Khong nhu nhiéu bénh ndm da, bénh
lang ben it gdp tinh trang nglra thudng xuyén,
phan I8n khong khd chiu hodc chi gay khé chiu
rat it cho bénh nhan. Day cd thé 1a ly do khién
bénh nhan khong chu y dén bénh cho dén khi
ton thuong da lan rong. Hanh ddng cha xat, cao
gdi cia bénh nhan cling gép phan lam tén
thuong lang ben lan rong ra nhiéu bé phan co
thé va hay tai phét.

T6n thuong co ban cua bénh lang ben dugc
mo ta la hay gap nhat & nguc va lung, diéu nay
cling phu hgp véi nghién ctu cla ching toi véi
lan lugt 60,1% va 58,1%. Két qua tuang tu ciling
gap trong nghién clu cia Gatha S Rao (2002)
[5], Archana BR (2015) [4] va Kaur I (2019) [3].
Pay la vung da nhiéu tuyén ba, thudng ti€t mo
hoi va bi quan ao che phu, thuan Igi cho
Malassezia phét trién. Tén thuong & chi dudi rat
it gdp, néu co chi gdp tdn thuong & dui, khdng
gdp & cang chan va ban chan diéu nay cb thé

giai thich do cac vung dé it tuyén ba, la ving da
hd va thuGng xuyén dugc vé sinh.

V. KET LUAN

Bénh lang ben thudng gdp & ngudi tré tudi
V@i ddc trung 1a cac dat tang hodc giam sic té &
vung da tiét b3. Co thé tiét nhiéu md hdi va sir
dung xa phong manh la nhitng yéu t6 thuan Igi
lam tang ti 1€ mac bénh va tai phat.
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THIET LAP QUY TRINH GIAI TRINH TU GEN FBX07
O’ BENH NHAN PARKINSON KHO'I PHAT SOM

V6 Vin Thanh Ni¢m', Lé Gia Hoang Linh', D5 Pirc Minh!

TOM TAT

Gigi thiéu: Bénh ly Parkinson (Parkinson's
disease - PD) [a bénh ly thodi hda than kinh phd bién
thr hai sau bénh Alzheimer, dugc mé ta [an dau tién
ndm 1817 bdi bac si James Parkinson vdi cac dic
diém: run khéng cha v, yeu co, dang di khom vé phia
trudc. Cac nghién cltu gan day '@ bdo céo gen FBXO7
cé lién quan dén thé& bénh Parkinson khdi phat sém.
Muc tiéu: Thlet l&p quy trinh gidi tr|nh tu gen FBXO7
dé khao sat cac dot bién trén gen ndy & 20 bénh nhan
Parkinson ngum Viét Nam. Phudng phap: Tach chiét
DNA tIr mau mau cla bénh nhan Parkinson, thiét ké
moi, chuan héa méi cho phan ing PCR khuech dai 9
exon clia gen FBXO7, chudn hda quy trinh giai trinh tu
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Sanger dé& phat hién dot bién trén gen FBXO7 & 20
bénh nhan thir nghlem trong nghlen cliu. Két qua:
TSi uu héa thanh cong phan ing PCR khuech dai 9
exon cla gen FBXO7, chuan hoéa thanh cong quy trinh
gidi trinh tu Sanger cho tdt ca cac exon cua gen
FBXO7. Phat hién cic bién thé di hgp tr trén gen
FBXO7 c.1493G>A (p. Arg498Gin) va c.587A>G
(p.Asn196Ser) G 2 bénh nhan PD. Ngoai ra, ching toi
coOn phat hién mét bién thé di hop t&r c.345G>A
(p.Met115Ile) & 5 bénh nhan PD khéac. Két luan: Quy
trinh phan ung PCR va giai trinh tu cho tit ca cac
exon cla gen FBXO7 dugc xay dung thanh cong qua
nghlen clu nay. Két qua giai trinh tu’ Sanger phat h|en
mot s bién thé bat thu‘dng trén gen FBXO7. Can cd
cac nghlen cfu sdu han vé mai lién quan cla cac blen
thé& nay véi bénh ly PD. T khda: Bénh Parkinson, giai
trinh tu’ Sanger, FBXO7

SUMMARY
ESTABLISHING THE FBXO7 GENE

SEQUENCING PROCEDURE IN EARLY-
ONSET PARKINSON PATIENTS
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Introduction: Parkinson's disease (PD) is the
second most common neurodegenerative disease after
Alzheimer's disease, first described in 1817 by Dr.
James Parkinson with the following characteristics:
involuntary tremors, muscle weakness, hunched
forward walking style. Recent studies have reported
that FBXO7 gene is associated with with early-onset
Parkinson's disease. Objective: To establish the
genetic sequencing process to investigate FBXO7
variants among 20 Parkinson's patients in Vietnam.
Methods: Genomic DNA from blood samples of
Parkinson's patients were extracted, the primers for
PCR amplification of all FBXO7 exons were designed
and standardized. The Sanger sequencing process was
developed to detect FBXO7 variants in 20 studied
patients. Results: The PCR reactions amplifying all 9
exons of the FBXO7 gene were optimized, the Sanger
sequencing process for these exons were also
standardized. The heterozygous variants c.1493G>A
(p.Arg498GIn) and c¢.587A>G (p.Asnl196Ser) were
detected in 2 patients. Another variant on the FBXO7
gene ¢.345G>A (p.Met115Ile) was detected in 5 other
PD patients. Conclusion: The protocol for PCR and
sequencing of all exons in FBXO7 gene was
successfully developed. The primary results showed
several variants of uncertain significance. Further
studies are required to understand better the role of

these variants in the pathogenesis of PD. Keywords:

Parkinson’ disease, Sanger sequencing, FBXO7 gene

I. DAT VAN DE

Bénh Parkinson (PD) la mét chiing roi loan
thodi hdéa than kinh dic trung bdi cac dic diém
bao gdbm run khéng chu dich, cing cd, mat én
dinh tu thé va van dong cham. bay la bénh thoai
hda than kinh phd bién th{ hai sau Alzheimer va
co6 ty Ié tir vong tang nhanh nhat!. Theo cac
thong ké gan day, PD anh hudng dén 0,3% dan
sd chung, 1% dan sb trén 60 tudi, 2% dan sb
trén 65 tudi va 5% dan s6 trén 80 tudi. S6 bénh
nhan PD trén thé gidi udc tinh ndm 2020 la 9,4
triéu ngudi, la ganh nang sutic khoe va ngan sach
kinh t€ thé gigi. Hai cd ché bénh sinh chinh lién
guan dén bénh Parkinson dugc ghi nhan la su
mat cac té€ bao dopaminergic & phan ddc chat
den va su hién dién thé Lewy. Trong giai doan
dau c6 hon mot nira t€ bao dopaminergic bi mat.
Khoang 60 - 80% té bao dopaminergic mat khi
bénh nhan xuat hién triéu chirng van dc:)ng cla
bénh. Can nguyen gay bénh Parkinson van chua
dugc hiéu rd, mot s§ yéu t8 nhu di truyén, moi
trerng (tlep xuc thudc trir sau, nhiém kim loai
nang, nhiém MPTP_1-methyl-4-phenyl-1,2,3,6-
tetrahydropyridine), stress oxy hda, roi Ioan chL'rc
nang ty thé... dugc ghi nhan c6 lién quan dén su
phat trién bénh. Hau hét céc gia thuyét cho rang
bénh do su phdi hop gitta yéu to méi trudng va
di truyén, trong do6 cac yéu td di truyén nhu dot
bi€n gen lién quan dén tress oxy hoda va rdi loan

chirc ndng ty thé dugc quan tdm nhiéu nhat. Vao
nhitng ndm 1990, cdc quan sat vé& cac kiéu di
truyén cua bénh PD trong mot s6 gia dinh nhat
dinh d3 dan dén viéc xac dinh gen SNCA, ma
hda cho protein a-synuclein (a-syn), la mot gen
gay bénh2. Dén nay cé it nhat 21 gen da dugc
xac dinh la gen gay bénh PD di truyén, trong dé
bao gom gen FBXO7. Protein FBXO7 nam trong
ty thé va réi loan chlfc ndng cua proteln nay dan
dén hoat dong kém hiéu qua cla hé thong
ubiquitin proteasome, gay thodi hda t€ bao than
kinh3. V& mat lam sang, nhitng bénh nhan c6 dot
bién FBXO7 cd cac biéu hién ndi bat nhu hoi
chirng Parkinson khdi phat sém va véi dap (ng
tot véi levodopa trong khi mot s6 bénh nhan cé
thé bi chdm phat trién tdm than*. Cac dot bién
thudng gap trén gen FBXO7 la dét bién diém do
vay giai trinh tu Sanger la phuong phap phu hgp
cho phat hién cac dot bién trén gen nay. Vi vay,
ching toi tién hanh nghién clru t6i vu hdéa quy
trinh PCR va gidi trinh tu Sanger cho tat ca 9
exon cua gen FBXO7 & 20 bénh nhan Parkinson
ngudi Viét Nam.

II. DOl TUQNG VA PHUONG PHAP NGHIEN CU'U

2.1. Poi tuong nghién cru. Chung toi chon
20 bénh nhan PD tir du 18 tudi dugc chan doan
Parkinson nguyén phat tai Bénh vién Pai hoc Y
Dugc TPHCM va dong y tham gia nghién ciu.

- Thiét ké nghién ciru: mo ta loat ca

- Tiéu chudn chon bénh: Bénh nhan dugc
chan doan PD theo tiéu chudn chin doan bénh
Parkinson clia Hiép hoi Parkinson va RGi loan van
dong quoc té (International Parkinson and
Movement Disorder Society Clinical Diagnostic
Criteria for Parkinson’s disease).

- Tiéu chuédn loai trir: Bénh nhan cé hoi
chirng Parkinson th(r phat hodc tir ch6i khong
tham gia nghién clru

Cac bénh nhan déng y tham gia nghién ciu
sé€ dugc thu thap 2 ml mau ngoai vi va cac thong
tin 1am sang lién quan tai Bénh vién Dai hoc Y
Dugc Thanh phd H6 Chi Minh.

2.2. Tach chiét DNA. DNA tdng sd dugc
tdch chiét tr mau toan phan théng qua bo kit
tach chiét QIAamp DNA Blood mini kit (QIAgen,
brc) theo hudng dan st dung clia nha san xuét.
Cac mau DNA dugc tién hanh kiém tra néng do
va db tinh sach bdng hé th6ng NanodropTM
2000 Spectrophotometer (Thermo Scientific, Hoa
Ky) va luu trif tai -30°C.

2.3. Thiét ké mo6i cho phan &rng PCR va
giai trinh tu. Cap moi dac hiéu cho ca 9 exon
cla gen FBXO7 dudc thiét k€ bdng phan mém
CLC Main Workbench 5.5 (QIAGEN, Hilden, buc).
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D0 déc hiéu cla moi dudc kiém tra insilico bang
cong cu Primer-BLAST trén trang web cla Trung
tdm quoc gia vé Cong nghé sinh hoc Hoa Ky
(NCBI: The National Center for Biotechnology
Information).

2.4. Toi uu héa quy trinh PCR. Thiét lap
diéu kién cho phan 'ng PCR stfra dung bo Kit
TaKaRa TaqTM HotStart Polymerase (TaKara,
Nhat Ban) va chu trinh luan nhiét dugc thuc hién
trén may (Simply AMP Eppendorf, Bic). Cac
phan (fng lubn kem theo mét ching am khéng
chira DNA d€ kiém soat ngoai nhiém. San pham
PCR dudc kiém tra bang phudng phap dién di
trén gel agarose 1% cé nhuém ethidium bromide
va quan sat dudi may chup GelDoc-IT (UVP, Hoa
Ky), san phdm PCR phai cho mét bdng duy nhét
va dung kich thudc.

2.5. Giai trinh tu Sanger. Cic san pham
PCR sé dugc giai trinh tu theo ky thuat Sanger
bang hé thdng may gidi trinh tu 3500 Genetic
Analyzers (Applied Biosystem, Hoa Ky). San
pham khuéch dai dudgc gidi trinh tu déng thdi ca
2 chiéu 5’ va 3.

2.6. Du doan chirc nang cia cac bién
thé. Chlng t6i si dung 3 phan mém du doan
dét bién doc lap nhau bao gobm Polyphen-2,
SIFT, Mutation taster d€ du’ doan kha nang gay
thay d6i cdu tric cta protein cling nhu' kha nang
gay bénh cla cac bién thé nay.

2.7. Pao dirc trong nghién ciru. Nghién
cu dugc chap thuan cla Ho6i dong dao dic
trong nghién cu y sinh hoc Pai hoc Y Dudc
TPHCM s6 591/HDPDD-DHYD ngay 27/06/2022.

Ill. KET QUA NGHIEN CU'U

3.1. Pic diém cua bénh nhan nghién
clru. Cac dic diém co ban ctia bénh nhan tham
gia nghién cltu dugdc thé hién trong Bang 1. Cu
thé ca 20 bénh nhan déu thudc nhém khdi phat
sém (tudi khdi phat <50 tudi), 60% nam va 40%
nir, do tudi khdi phat trung binh 1a 40.65 tudi,
5% thudng xuyén hat thubce 13, 30% da tirng hut
thudc va 65% khong hit thudc, 7/20 bénh nhan
c6 tién can gia dinh, tat ca cac bénh nhan chua
yéu thudc giai doan 2 (80%), 3 (20%) theo
thang danh gia giai doan Giai doan Hoehn-Yahr.

Bang 1. Céc dic diém co ban cua bénh nhédn tham gia nghién ciu

Tiép xic Tuéi Tién | Giai Than
Ma |[Nam_ . Gidi |thuoc trir |, - ~ 12| Nguon 21 can | doan | .. a9
STT <5 |sinh T4 tinh | sau, diet |Hut thuocla ngtrdc k:g;: gia |Hoehn d'ﬁ?DMRgS'
co P dinh | -Yahr
1 [PD12[1980| 40 | NG | Khéng Khong | Nudc may | 38 |Khéng| 2 | 0-0-25-4
2 |PD14]1982] 38 |[Nam| Khong Patung [Nudc giéng| 36 |Khong| 2 3-7-25-0
3 |[PD15[1977[ 43 | NO* | Khodng Khong Nudc giéng| 42 |[Khong| 2 7-4-27-0
4 |PD18[1985| 35 [Nam| Khong Patung [Nudcgiéng| 33 | Co 3 7-9-43-8
5 |PD19[1973| 47 [Nam| Khong Khong Nudcmay | 44 | Co 2 8-6-30-2
6 |PD20]1971] 49 |Nam Co Khong NuGc giéng| 49 |Khong| 2 8-6-43-0
7 |PD23[1975|45 | NI* | Khong Khong Nudc giéng| 41 | Co 2 8-4-25-3
8 [PD28[1990] 30 | N&¥ | Khéng Khong | Nudc may | 29 [Khéng| 2 | 2-7-32-2
9 |PD32(1972| 48 | NIt Khéng Khéng NuGc may | 47 Co 2 8-2-22-0
10 |PD35 (1982 | 38 |Nam Co Khéng NuGc may | 36 Co 2 6-7-18-0
11 [PD43[1969| 51 | Nit | Khéng Khéng Nudc mdy | 41 |[Khong| 2 0-17-22-0
12 [PD45 (1976 | 44 |Nam Co Patung [Nguon khac| 40 | Co 3 3-20-63-6
13 [PD56 [1974| 46 |Nam Co ba tung Nudc may | 46 [Khong| 2 3-4-18-0
14 |PD63 [1976| 44 | Nir | Khong Khong Nudc giéng| 40 |Khong| 2 7-14-16-6
15 |PD68 (1979 | 41 |Nam Co Pa tung Nudc may | 30 |[Khong] 2 [16-20-67-12
16 [PD99 [1987| 33 |[Nam| Khong |ThuGng xuyén| Nudc may | 33 |Khong| 2 2-6-12-0
17 PD113[1963| 57 |[Nam ) Khong Nudc may | 50 |Khéng| 2 | 6-14-39-6
18 |PD148[1969| 51 |[Nam| Khong Patung [Nudc giéng| 49 |Khong| 2 11-11-9-0
19 PD149[1973] 47 | N& | Khdng Khong  |[NuGc giéng| 41 | C6 3 [ 9-20-33-2
20 PD156/1962| 58 [Nam | Khong Khdng Nudc giéng| 48 |[Khong| 3 7-20-68-6

3.2. Két qua thiét ké mo6i va thir nghiém chay méi. Gen FBXO7 nam trén canh dai NST s6
22 (22g12.3) gém 9 exon vi vay nhdm nghién clru da thiét k€ 9 cap moi (Bang 2).
Bang 2. Trinh tu' moi cho phan rng PCR va gidi trinh tu’ Sanger

Tén moi Seq (5'-> 3") Kich thudéc san pham (bp)
FBXO7-1F TAAGTACTGGGAGTCCCAGC 911
FBXO7-1R GCCAAGCTCATCATTTCCAA
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FBXO7-2F CTTATACCTGTAATCCCAGC 400
FBXO7-2R GCAGTGAGCAGAGATTGCGC

FBXO7-3F TGGAAGAGTAGGTCGCAGGC 408
FBXO7-3R GCAGGAGTATGAAGAAGTTC

FBXO7-4F AGTAGTTCGGTGATCAGTGC 619
FBXO7-4R GCCAATCACTGAAGTGGCTA

FBXO7-5F AGGAGCTAGGAAATGCAAGC 405
FBXO7-5R GCACACTATGACCCTAAG

FBXO7-6F GCCCAGAACAGATTGATAGC 509
FBXO7-6R GCAGTCAGATGTCATACTCA

FBXO7-7F GTTGACTATGTGGAGAAAGC 576
FBXO7-7R GCAGTTCAGAAATGCCAGCT

FBXO7-8F CCACTGTTTAATGCAGGACG 350
FBXO7-8R CTGTGTTATGGACATTAGTC

FBXO7-9F ACAATATGTCTGAGGTGTGC 910
FBXO7-9R GCCTATGCTATGTTCTCTGA

Céc mdi dudc chudn hda nhiét dd bat cip
bang cach khao sat nhiéu nhiét d6 bat cdp khac
nhau: 56°C, 58°C, 60°C, 62°C. Hinh 1 cho thay
cap moi 4F/R dugdc khuéch dai vai 4 nhiét do bat
cap khac nhau, & nhiét do 56°C va 62°C, khong
c6 bang san phdm hodc bang san phdm md cho
thdy 2 nhiét do trén la khéng thich hgp, 60°C cho
bang san phdm sang rd nhung cd xuat hién bang
phu nén nhiét dé nay cﬁng khong phai la nhiét
do bat cap toi uu, chi c6 58°C cho mot bdng san
phdm sang rd ching to day la nhiét do bap cap
Iy terng dé khuéch dai san pham PCR cua cap
moi 4F/R. Cac cap moi khac cling cho mot bang
san phadm duy nhét, sang rd, ding kich thudc &
nhiét d6 58°C (Hinh 2). Nhom nghién cliu quyét
dinh s dung nhiét d6 bat cdp 58°C cho tat ca
cac moi va st dung dé PCR khuéch dai san pham
trudc khi dua vao phan (ng giai trinh tu.

SOo0bp

Hinh 1: Khao sat nhiét do bat cap cua cap

moi 4F/R

Hinh 2 San pham PCR cua tat ca cac moi &
nhiét dé 58°C

F: mdi xudi, R: moi ngu’dc
3.3. Cac bién thé gen tim thay trén mau
bénh nhan. Sau khi khuéch dai dugc tat ca cac
exon cla gen FBXO7, cac san phdm PCR dugc
dua vao phan rng gidi trinh tu Sanger, giai ca 2
chiéu xu6i va ngugc riéng biét. Két qué giai trinh
tuw Sanger cho ra song dep, dinh song rgi va ro,
khong c6 séng nén & ca chidu xudi 1an chiéu
ngugc. Cho thay quy trinh giadi trinh tu Sanger
cho tat cd cac exon cua gen FBXO7 da dugc
chuén hda. Sau dd, ching toi tién hanh giai trinh
tu cho 20 mau bénh PD ddng y tham gia nghién
clru, két qua giai trinh tu Sanger phat hién dugc
2 bién thé & gen FBXO7. O' mau PD113 phét hién
bién thé di hop t&r c.1493G>A (p-Arg498GIn),
mau PD148 phat hién bién thé di hop tr
c.587A>G (p.Asn196Ser). T4t ca cac bién thé ghi
nhdn dugc déu & dang bién thé sai nghia
(missense) va chua c6 cong bd nao vé anh
hudng lén chl’c nang cua protein.

NM_012179

AAAAAAAAAAAAA

AAAAAAAAAAAAA

7
|/

VAN - N
FBXO7 (rs562246363)

493 G=A

Hinh 3: Bién thé dj hop ti’ c.1493G>A
(p-Arg498Gin) o bénh nhdan PD113

NNNNNNNN

T € A G G T € T €

rrrrrrrrr

ccccccccccccccc

FEXO7 rs548204763
587 A=G

Hinh 4: Bién thé di hop tir c.587A>G
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(p-Asn196Ser) & bénh nhin PD148

Ching t6i con phat hién mét bién thé
c.345G>A (p.Metl115lle) & nhitng mau bénh
nhan PD12, PD14, PD23, PD32, PD35. Cac mau
con lai chling tdi khéng ghi nhan bat clr thay doi
nao so vdi trinh tu tiéu chun cla gen FBXO7.

3.4. Du doan kha nang gay bénh in-
silico. Bién thé c.345G>A (p. Met115IIe) cé tan
s6 1én dén 70% & ngudi chau A va di dugc
Clinvar phan loai la lanh tinh. Trong khi d6 2 bién
thé sai nghia con lai cd tan s6 & ngudi Chau A rat

Bang 3: Du’ dodn chifc ndng cdc bién thé

thdp (dudi 0,1%) va chua tiing dugc bao cao co
lién quan dén PD. Chlng t6i sir dung cac phan
mém du doan dot bién nhu Polyphen-2, SIFT,
Mutation taster d€ du dodn khad nang gdy bénh
clla cdc bién thé nay. Bién thé c.587A>G
(p.Asn196Ser) dugc du doan la lanh tinh tir 2
trong tong s8 3 phan mém. Riéng bién thé
c.1493G>A (p.Arg498GIn) cd 3 phan mém déu
cho két qua tuong tu’ nhau va du doan rang dot
bién nay cd thé gdy hu hai chlc nadng protein
(Bang 3).

o . . Cac cong cu du doan chirc nang bién t_hé'
Ma so6|Gene| dbSNP Ma gene Bién the Polyphen-2 SIFT M_Il_ggécgn
€.1493G>A |Co kha nang gay| Anh hudng dén |~s., ,.a
PD113|FBXO7|rs562246363|NM_012179.4 (p.Arg498GIn)| hu hai protein  |chifc ning protein Gay bénh
c.587A>G N N Pa hinh
PD148|FBX0O7|rs548204763 NM—012179'4(p.Asn196Ser) Lanh tinh Lanh tinh dan
IV. BAN LUAN €.1493G>A  (p.Arg498GIn) va  c.587A>G

Dot bién géy bénh lién quan dén PD trén gen
FBXO7 (hay con goi la PARK15) di truyén Ian trén
nhiém sic thé thudng. Vai trd gay bénh clia cac
dét bién nay lan dau dugc phat hién to mot gia
dinh PD khdi phat sém. Cac triéu chiing & cac
bénh nhan mang dot bién gen FBXO7 thudng da
dang va khdng déng nhat, c6 thé la cac triéu
chirng dién hinh ctia PD hodc 1a céc triéu ching
cta réi loan bd thap nhu co clirng cd, dau Babinski
va r6i loan van dong tinh. Ngoai ra, bénh nhan
con ¢b thé cb cac bi€u hién nhu rdi loan truong
luc cd, khd nuobt, khd noi, teo vo ndo kém hodc
khéng kém suy gidam chifc nang nhan thirc>®.

Protein FBXQO7 chi(fa cac mién vdi chirc nang
khac nhau nhu: dau tadn N la mién lién quan dén
con dudng ubiquitin, chiu trach nhiém tuong tac
véi tiu don vi A2 cla proteasome; mién FP c6
chifc nang tudng tac vai yéu t6 diéu hoa 31 cla
hé proteasome; mién F-box diéu hoa su tudng
tac cla FBXO7 va SKP17; & dau tan C, protein
FBXO7 c6 chra mot vung giau proline tham gia
vao qua trinh diéu hoa chu ky t€ bao qua Cdké8.
Cac doét bién thudng dugc mo ta cia FBXO7? la
L34R, T22M, R378G va R498X56. Trong d6, L34R
va T22M nam & mién ubiquitin, R378G ndm gan
mién F-box, va R498X lam thay d6i cdu tric mién
giau proline. Cac dot bi€én nay da phan la dot
bién diém va ndm rai rac khdp gen FBXO7, diéu
nay gdi y rang giai trinh tu’ toan bd ving ma hoa
clia gen FBXO7 1a mdt ti€p can phu hop dé€ cd
thé xac dinh cac dot bién nay.

Cac bién thé sai nghia chua rd chic ndng
phat hién trong nghién clfu nay bao goém
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(p.Asn196Ser). Ca hai bién thé déu & trang thai
di hgp tr va chua xac dinh dugc tinh gay bénh
nén nhiéu kha ndng khong anh hudng dén kiéu
hinh bénh ly cla cac bénh nhan PD113 va
PD148. Tuy nhién, van can c6 thém cac nghlen
cltu vé chirc ndng cla cac bién thé nay dé xac
dinh nguy co gay bénh dé& cd thé tu van di
truyén phlu hgp cho cac ca nhan mang cac bién
thé bat thudng nay.

Mac du cac bat thuGng trén gen FBXO7
tuong d6i hiém gdp trong PD, tuy nhién, cac
cong trinh nghién cllu gan day cho thay vai tro
guan trong cla cac dot bién nay trong cac con
dudng tin hiéu quan trong cla sinh bénh hoc PD,
tor do glup g|a| thich rd hon cd ché bénh sinh cla
PD, v8n van con nhiéu diéu chua dugc hiéu biét
day da. Ngoai ra, chung ta dang trong thai dai y
hoc ca thé hoa, dé didu tri dit diém mot bénh ly,
hiéu biét vé sinh bénh hoc hét siic quan trong va
la nén tang cho cac liéu phap diéu tri.

V. KET LUAN

Qua nghién clru nay, ching téi d& chudn hda
dugc quy trinh gidi trinh tu toan bd cac exon cla
gen FBXO7, tir d6 1a tién dé dé€ khao sat bat
thuGng gen nay trong tuong lai, dac biét la & cac
bénh nhan PD c6 cac déc diém ggi y nhu tudi
khdi phat s6m hodac kém nhiéu triéu chirng roi
loan bo thap.

VI. LO1 CAM ON

Nghién ctu nhan kinh phi tai trg tir Dai hoc
Y Dugc Thanh ph6 H6 Chi Minh
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NHAN XET KET QUA PHAU THUAT CHUA O VOI TU CUNG TAI
TRUNG TAM Y TE HUYEN HIEP HOA TU’ NAM 2018 PEN NAM 2022
Dwong Thi Loan'!, Nguyén Tuin Minh, Ting Vin Diing?

TOM TAT .

Muc tiéu: Nhan xét két qua phau thuat chlra &
voi tr cung tai Trung tam Y t€ huyén Hié_p Hoa tir ndm
2018 dén ndm 2022. Poi tugng va phu‘dng phap
nghién ciru: Hoi ciru bénh an tat ca s6 bénh nhan c6
chan doan chira & voi tr cung va phau thut tai Trung
tam Y t€ huyén Hlep Hoa tUr 01/01/2028 dén
31/12/2022 Két qua C6 tdng s6 263 bénh nhan du
tiéu chudn nghlen cltu, co do tudi tir 30-34 tudi chiém
ty 1&é 30.0% va 35- 39 tudi chiém ty 1& 26.6%.Vi tri
thudng gap cla chlra voi ti cung la ¢ doan bong VoI
chiém 65%. Tinh trang khéi chira khi m& cha yéu la
dang ri mau chiém 52%. Phau thuét ndi soi 13 phufdng
phdp diéu tri phG bién, chiém 73% va chi c6 1.9%
phau thuat ndi soi chuyen mé mg vi bénh nhan cé md
cli dinh hodc lugng mau trong 8 bung nhiéu. Lugng
mau trong & bung khi m& da s6 <500ml chiém 80.2%.
C6 9.5% sO bénh nhan can phai truyén mau, cha yéu
la & nhdm bénh nhan m& ma. Két luan:Vi tri terdng
gap cla chura voi tr cung la & doan bong voi tUr cung
va dugc chan doan sdm khi khdi chira chua v3. Phau
thuat ndi soi ngay cang dugc ing dung rong rai trong
XU tri chtra voi tf cung, dem lai Igi ich cho bénh nhan.

Tur khoa: chira ngoai tir cung, doan bdng voi t
cung, phau thuat ndi soi, ...
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SUMMARY
LAPAROSCOPY FOR ECTOPIC PREGNANCY
IN THE FALLOPIAN TUBE AT HIEP HOA DISTRICT

MEDICAL CENTERFROM 2018 TO 2022

Study Objectives: Consider surgery by
laparoscopy for ectopic pregnancy in the fallopian tube
at Hiep Hoa district medical center from 2018 to 2022.
Subjects and methods: A retrospective study
included all patients with ectopic pregnancy in the
fallopian tube diagnosed and treatedat Hiep Hoa
district medical center from January 1%, 2018 to
December 31%t, 2022. Result: A total of 263 patients
met study criteria, aged 30-34 years old account for
30.0% and 35-39 years old account for 26.6%. The
most common location of tubal pregnancy is in the
ampullar of the tube, accounting for 65%.The
condition of the pregnancy during surgery was mainly
bleeding, accounting for 52%.Laparoscopic surgery is
a popular treatment method, accounting for 73% and
only 1.9% of laparoscopic surgery are converted to
open surgery because the patient has adhesions from
old surgery or a lot of blood in the abdomen.The
amount of blood in the abdominal cavity during
surgery is mostly <500ml, accounting for 80.2%.
9.5% of patients needed a blood transfusion, mainly in
the open surgery patient group. Conclusion:The
common location of tubal pregnancy is in the ampullar
of the fallopian tube and is diagnosed early when the
pregnancy has not yet ruptured. Laparoscopic surgery
is more and more widely used, bringing the benefits to
the patients.

Keywords: ectopic pregnancy, fallopian tube,
ampullar, laparoscopic surgery,...
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