Ban hanh kém theo Céong van sé: 32/HPGSNN ngay 20/5/2021 ciia Chii tich HPGS nha nude
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Déi tuong dang ky:  Giang vien O ; Giang vién thinh giang M

Nganh: Y hoc; Chuyén nganh: Nhi khoa

A. THONG TIN CA NHAN

1. Ho va tén ngudi dang ky: VU CHI DUNG

2. Ngay thang nidm sinh: 25/3/1970; Nam M  Nir O ; Qudc tich: Viét Nam;

Dan tdc: Kinh; Ton gido: Cong gido

3. Dang vién Dang Cong san Viét Nam: M

4. Qué quan (xa/phudng, huyén/quan, tinh/thanh phd): Phitc Lam, My Pirc, Ha Nji

5. Noi ding ky ho khau thuong tra (s nha, phd/thon, xa/phuong, huyén/quan, tinh/thanh
phd): Thén Phiic Lam thwong, xi Phiic Lam, huyén My Dirc, thanh phé Ha Nji

6. Dia chi lién hé (ghi 5, ddy du dé lién hé duoc qua Buu dién):

TS. BS. Vii Chi Diing

Bénh vién Nhi Trung vong, S6 18, Ngo 879, Puong La Thanh, Quan Béng Pa, Ha Noi.
Khoa Noi tiét — Chuyén héa — Di truyén, Tang 11, Nha 15 tang

bi¢n thoai nha riéng: ; P1én thoai di dong: 0904242010 ;

E-mail: dungvu@nch.gov.vn

7. Quaé trinh cong tac (cong viée, chirc vy, co quan):

- Tir 6/1997 dén 5/1998: Béac sy hop dong, khoa Noi tiét - Chuyén hoa - Di truyén, Bénh
vién Nhi Trung uong;

- Tir 6/1998 dén 10/2001: Béc s¥ diéu tri, khoa Noi tiét - Chuyén hoa - Di truyén, Bénh vién
Nhi Trung vong;

- Tir 11/2001 dén 10/2002: Bac sy noi tra tai Bénh vién Nhi St.Antoine, Lille, Cong hoa
Phap;

- Tir 11/2002 dén 4/2005: Béc s¥ diéu tri, khoa Noi tiét - Chuyén hoa - Di truyén, Bénh vién
Nhi Trung vong;

- Tir 5/2005 dén 9/2006: Phé Trudng khoa, khoa Noi tiét - Chuyén héa - Di truyén, Bénh
vién Nhi Trung uong;
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- Tt 10/2006 dén 6/2009: Visiting Scientist tai Vién Nghién ctru Nhi khoa, Khoa Nhi,

Truong dai hoc Y, Pai hoc téng hop St. Louis, MO, Hoa Ky;

- TUr 8/2009 dén 12/2009: Pho Trudng khoa, khoa Noi tiét - Chuyén hoa - Di truyén, Bénh
vién Nhi Trung vong;

- Tur 1/2010 dén 12/2010: Phé Truodng khoa, Phu trach khoa Nbi tiét - Chuyén hoéa - Di
truyén, Bénh vién Nhi Trung wong;

- Tir 1/2010 dén 12/2014: Kiém pho truong phong nghién ciru 1am sang, Vién nghién ctu
strc khoe tré em, Bénh vién Nhi Trung Uong;

- Ttr 1/2011 dn nay: Truéng khoa Néi tiét - Chuyén hoa - Di truyén, Bénh vién Nhi Trung
Uong;

- Tir 1/2018 dén nay: Kiém Giam déc Trung tam Sang loc so sinh va quan 1y bénh hiém,
Bénh vién Nhi Trung vong ;

- Tir 5/2021 dén nay : Kiém Phé truong bd mon Nhi khoa, Khoa Y hoc 1am sang, Trudng
Pai hoc Y té cong cong.

Chtrc vu hién nay: Truong khoa Noi tiét — Chuyén hoa — Di truyén, Kiém Giam doc Trung
tam Sang loc so sinh va quan 1y bénh hiém, Bénh vién Nhi Trung wong.

Kiém nhi¢m Pho truong bd mon Nhi khoa, Khoa Y hoc 1am sang, Truong Pai hoc Y té cong
cong.

Chirc vu cao nhét da qua: Pho Trudng khoa, khoa Noi tiét - Chuyén hoéa - Di truyén, Bénh
vién Nhi Trung wong.

Co quan cong tac hién nay: Bénh vién Nhi Trung uong

Dia chi co quan: Bénh vién Nhi Trung vong

S6 18, Ngd 879, Puong La Thanh, Quan Déng ba, Ha No1

Dién thoai co quan: (024) 6274 7643

Thinh giang tai co s& gido duc dai hoc (néu c0): Truong Pai hoc Y Ha Noi; Truong Pai hoc
Y duoc - Pai hoc Quéc gia Ha No61; Truong Pai hoc Y dugc Hai Phong ; Truong Pai hoc
Piéu dudng Nam Dinh.

8. Panghi huu tr thang .................. 1F:111 S
Noi lam viée sau khi nghi hurt (08U CO): «.ovveee et
Tén co sé gido duc dai hoc noi hop ddng thinh giang 3 nam cudi (tinh dén thoi diém hét han
nop hd s0): Truong Pai hoc Y Ha No1; Truong Pai hoc Y dugc, Pai hoc Quéc gia Ha Noi;
Truong Pai hoc Y duoc Hai Phong ; Truong Pai hoc Diéu dudng Nam Dinh.

9. Trinh d6 dao tao:

- Puoc cap bang DH ngay 18 thang 09 nim 1992; s van bang: 12690; nganh: Y hoc,
chuyén nganh: Bac si chuyén khoa so b Nhi; Noi cip bang PH (trudong, nudc): Trudng
Pai hoc Y Ha Noi, Viét Nam.

- Pugc cap bang Thac sy ngay 07 thang 11 nim 1997; s6 van bang: 4402; nganh: Y hoc,
chuyén nganh: Nhi khoa; Noi cdp bang Thac s¥ (trudng, nuée): Trudng Pai hoc Y Ha Noi,
Viét Nam.
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- Pugc cap bang Tién sy ngay 27 thang 10 nam 2017; s6 van bang: 007145; nganh: Y hoc,
chuyén nganh: Nhi khoa; Noi cip bang Tién sy (truong, nudc): Truong Pai hoc Y Ha Noi,
Viét Nam.

- Pugc cip bang TSKH ngay ... thang ... nim ..., nganh: ........... , chuyén nganh: .........
Noi cAp bang TSKH (frUONE, NUGC): ... eevneeeeeeeee e
10. Pa dugc bod nhiém/cong nhan chirc danh PGS ngdy ......... thang .......... nam ....... ,
70 0

11. Pang ky xét dat tiéu chuén chtrc danh Phé Gido su tai HDGS co so: Truong Pai hoc Y
Ha Noi.

12. Pang ky xét dat tiéu chuan chitrc danh Phé gido su tai HPGS nganh, lién nganh: Y hoc

13. Cac hudng nghién ciru chu yéu:

- Cdc bénh di truyén va bit thwong bam sinh hiém va chwa cé chin dodn, cdc bénh nji
tiét nhi khoa: Co sé phan tir, trng dung cdc kj thudt di truyén phén tiv hi¢n dgi nhw gidi
trinh tw gen thé hé méi (nhém gen chii dich, toan bj viing gen biéu hi¢n, toan bj hé gen)
va héa sinh hién dai trong sang loc va chin dodn; diéu tri, két qua diéu tri va chit lirong
song ciia cdc bénh nhan;

- Ung dung cdc liéu phdp phén tiv gom enzyme thay thé, gen tri liéu va ddinh gid higu qud
déi v6i mét sé bénh di truyén hiém gap.

14. Két qua dao tao va nghién ctru khoa hoc:

- P4 hudng dan (s6 lugng) .........cocoeeee... NCS bao v¢ thanh cong ludn an TS;

- i hudng din (sé lwong) 08 (huéng dan chinh 03; huéng dan phu 05) HVCH/CK2/BSNT
bao v¢ thanh cong luan van ThS/CK2/BSNT (trng vién chirc danh GS khong can ké khai ndi
dung nay);

- Pﬁ hoz‘u} thanh dé tai NCKH tir cip co s tré 1én: s6 lugng 15 dé tai bao gdm ,cép Cco S0,
cap bd, cap nha nudc, nghi dinh thu, NOFOSTED (chu nhiém, thanh vién chi chot va thanh
vién);

- ba cong b (sb lugng) 225 bai bao khoa hoc, trong d6 ¢ 52 bai bao khoa hoc trén tap chi
quoc té co uy tin (tac gia chinh va dong tac gia);

- ba duoc cap (s6 luong) ......... bang ddc quyén sang ché, giai phap hitu ich;

- S6 luwong sach da xuét bg"ln 05 sach tiéng Viét (d6ng chii bién 01 cudn sach chuyén khao;
tham gia bién soan 02 cudn sach bai giang va gido trinh ; 2 sach tham khao dung cho dao
tao sau dai hoc), trong d6 05 sach xuit ban thudc nha xuat ban c6 uy tin; ddng tac gia cla 4
chuong sach va guideline cta cac hiép hoi khoa hoc qudc té xuét ban trén cac tap chi khoa
hoc qudc té c6 uy tin.

- S0 lugng tac pham nghé thudt, thanh tich huén luyén, thi dau thé duc, thé thao dat giai
thudng qUOC i, QUOC T€: ... .uttt ittt ettt et et e ae e aneens

15. Khen thudng (cac huan chuong, huy chuong, danh hi¢u):

- Danh hiéu thay thuoc uu ti theo quyét dinh 2045/QD-CTN ngay 17/11/2020. Vao s6 vang
sO 1471;

- Ky niém chuong Vi stc khoe nhan dan nam 2019;
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- Bang khen cua Thu tuéng Chinh phu vi da c6 thanh tich trong cong tac, gop phan vao su
nghiép bao vé va cham soc strc khde nhan dan nam 2017;

- Chién si thi dua cip bo 3 14n vao cac ndm: 2013; 2016 va 2020;

- Bang khen Bo truong B y té: 06 1an vao cac nam 2012; 2014; 2016 (2 1an) va 2019 (2
lan);

- Lién tyc 1a chién si thi dua cip co sé 11 nam tir 2010-2020.

16. Ky luat (hinh thtc tir khién trach trd 1én, cap ra quyét dinh, sb quyét dinh va thoi han
hiéu luc ctia quyét dinh): khong

B. TU KHAI THEO TIEU CHUAN CHUC DANH GIAO SU/PHO GIAO SU

1. Ty danh gia v tiéu chuin va nhiém vu cua nha gido:

- Trung thanh véi T6 qudc Viét Nam x3 hoi chi nghia, tha thiét yéu nghé, hét long thuong
yéu chdm séc gido dyc sinh vién va hoc vién.

- La mQt can bd gidng day mau muc, ¢6 tinh than trach nhiém cao, déng thot 1a mot can bd
hét 1ong vi cong viéc va vi sy phat trién bén viing Bénh vién Nhi Trung uwong cling nhu ciia
Bo moén Nhi va Y sinh hoc Di truyén, Truong Pai hoc Y Ha Noi.

- Pham chit dao duc tot, gwong mau, trung thuc, 16i song khiém tén va gian di.

- Quan hé voi dong nghiép tét, v6i sinh vién dung muyc. Ludn chia sé kinh nghiém va kién
thirc cho sinh vién va déng nghiép.

- Chap hanh day du va dang moi ndi quy, quy dinh trong giang day va nghién ciru khoa hoc
cua Nha truong va cac qui dinh ciia Bénh vién.

- C6 day du gido trinh, gido an, chuan bi bai day du khi 1én 16p va 1én 16p dang gio.

- Giang day c6 chat luong tbt, dat hiéu qua 1o rét, thé hién c6 nhiéu sinh vién gioi. ba két
hop tét gitta giang day va nghién ciru khoa hoc ciing nhu phuc vu bénh nhan.

- Hoan thanh xuét sic nhiém vu dugc giao, c6 nhiéu déng gop xay dung don vi, Nha trudng
va Bénh vién.

2. Thoi gian, két qua tham gia dao tao, boi dudng tur trinh d6 dai hoc tro 1én:

- Tong s6 06 nam.

- Khai cuy thé it nhit 06 nam hoc, trong d6 c6 03 nam hoc cudi lién tuc tinh dén ngay hét han
ndp ho so (ng vién GS chi khai 3 nam cubi lién tuc sau khi duoc cong nhan PGS):

ShImeNCS | 1 n | ging day trye | trps g auy
TT | Nam hoc | da hudng dan _o s o Tz o e
’ BSNT da |[tot nghiép| tiép trénlop | d0i/So giv' dinh
Chinh | Phu | hwéng din PH da HD| PH | SPH mtre*)
2015-2016 72 128 200/172/170
2016-2017 72 157,5 [229,5/226,25/170
3 |2017-2018 374 374/223/170
03 nam hoc cudi
2018-2019 05 40 375 415/461/135
5 12019-2020 01 40 429 469/310,5/135
6 (2020-2021 02 23 409 432/261,3/135
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(*) - Trude ngay 25/3/2015, theo Quy dinh ché do lam viéc doi voi giang vién ban hanh keém theo
Quyét dinh sé 64/2008/0P-BGDPT ngay 28/11/2008, dwoc sira doi bé sung boi Thong tur
6 36/2010/TT-BGDDBT ngay 15/12/2010 va Théng tw s6 18/2012/TT-BGDPT ngay 31/5/2012 ciia
B¢ truong Bo GD&DT.

- Tir 25/3/2015 dén trude ngay 11/9/2020, theo Quy dinh ché do lam viéc doi véi gidang vién ban
hanh kém theo Thong tw s6 47/2014/TT-BGDPT ngay 31/12/2014 ciia Bé truéng B¢ GD&PT:

- Tir ngay 11/9/2020 dén nay, theo Quy dinh ché dg lam viéc ciia gidng vién co sé gido duc dai hoc
ban hanh kém theo Théng tw s 20/2020/TT-BGDBT ngdy 27/7/2020 ciia B triwdng B6 GD&PT:
dinh mire gio chudn giang day theo quy dinh cia thi truéng co sé gido duc dai hoc, trong dé dinh
murc cua giang vién thinh giang dwoc tinh trén co so dinh mirc cua giang vién co hiru.

3. Ngoai ngir:

3.1. Tén ngoai ngtt thanh thao phuc vu chuyén mon: Anh, Phap

a) Pugc dao tao & nudc ngoai: [

-HocDH L1 Tainude: oooovviiiiiiiiiiiiii, ; Thnam ...... dénnam .........

- Bao v¢€ luan van ThS hoac luan an TS hoac TSKH ; tai nudc: .......... nam......

b) Pugc dao tao ngoai ngit trong nudc: [

¢) Giang day bang tiéng nudc ngoai: M

- Giang day bang ngoai ngit: giang day bang tiéng Anh cho cac bac sy Nhi khoa tham gia
chuong trinh dao tao tr xa cua Truong lam sang Westmead (Westmead Clinical School) dé
nhan ching chi International Postgraduate Pediatric Certificate (IPPC) nay do6i thanh
chuong trinh dao tao Sydney Children Health Program (SCHP) lién tuc tir 2010 dén nay.

- Noi giang day (co sé ddo tao, nude): Bénh vién Nhi Trung wong phdi hop véi Trudng Dai
hoc Y Sydney (Sydney Medical School), nay 1a Truong Pai hoc Y va Suc khoe (Faculty of
Medicine and Health), B6 mon strc khoe tré em va vi thanh nién (Discipline of Child &
Adolescent Health) thudc Pai hoc tong hop Sydney, Uc (University of Sydney).

d) DBbi tuong khac M; Dién gidi: Trong thoi gian lam visiting scientist tai Truong Dai hoc
Y, Dai hoc tong hop St. Louis. MO. Hoa Ky tuir thang 10/2006 dén thang 6/2009 c¢6 tham
gia huong dan thuc hanh bang tiéng Anh cho céc sinh vién Y khoa cua truong (summer
school).

3.2. Tiéng Anh (vin bang, chimg chi):

Chung chi Anh vin B2 sb: TA-B2/000444; ngay cap: 27/01/2016; Noi cap: Trudng Pai hoc
Vinh;

Chiing chi Anh van trinh do C s6: 217136; ngay cap: 08/7/2010; Noi cép: Trudng Dai hoc
Ngoai ngir, Pai hoc Quoc gia Ha Noi.

4. Huéng dan NCS, HVCH/CK2/BSNT di duoc cip bang/co quyét dinh cip bang


https://thuvienphapluat.vn/van-ban/lao-dong-tien-luong/quyet-dinh-64-2008-qd-bgddt-quy-dinh-che-do-lam-viec-doi-voi-giang-vien-82446.aspx
https://thuvienphapluat.vn/van-ban/giao-duc/thong-tu-36-2010-tt-bgddt-sua-doi-quy-dinh-che-do-lam-viec-giang-vien-115835.aspx
https://thuvienphapluat.vn/van-ban/giao-duc/thong-tu-18-2012-tt-bgddt-che-do-lam-viec-giang-vien-nganh-nghe-thuat-140030.aspx
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£ Trach nhiém Ngay,
. boi twong ooz N ) <
Ho tén NCS hwong dan | Thoi gian thang, nam
T hoic HVCH/ hwéng din Cosiv dio ¢ dwoe cip
. s6 dao tao .
HVCH/CK2/ nes| k2 | chinn | PR tr... den ’ bang/co
in .
BSNT v quyét dinh
BSNT A1
cap bang
1 |Ha Thi Chinh 2018-2019 |Truong BPHYHN| 16/12/2019
2018-2019 | Truong Dai hoc | 03/01/2020
2 |Bui Vi Anh Y Dugc Hai
Phong
x . X X 2018-2019 | Truong Pai hoc | 03/01/2020
Nguyen Quynh .
3 Y Dugc Hai
Anh :
Phong
4 Trinh Thi X X | 2018-2019 [Truong PHYHN| 16/12/2019
Phuong Dung
5 Dang Dinh X x | 2018-2019 Truong PHYHN| 16/12/2019
Quang
6 Nguyén Thi X x | 2018-2020 [Truong PHYHN| 16/12/2019
Hing
- Tran Quang X X | 2019-2021 Truong PHYHN| 21/01/2021
Thanh
g Hoang Xuan X X | 2019-2021 [Truong PHYHN| 21/01/2021
Dai

Ghi chii: Ung vién chirc danh GS chi ké khai thong tin vé huéng dan NCS.

5. Bién soan sach phuc vu dao tao tir trinh d6 dai hoc tré 1én:

Loai sach Nha xuit ] Phan bién | Xac nhén cua co' s¢
TT|  Tén sich (Cf(, GT, E)an VaA So .t7ac Chii bién soan (tu’i GI?DH Sso \ian ban
nam xuat | gia trang ... dén xac nhan sir dung
TK, HD) \ .
ban trang) sach)
I Truéce khi dwge cong nhan Tién si
Bai gidn Nha xugt el T Truong Daihoc Y Ha
gane \ha xu Thanh Hai, |Viét tir trang| Noi. S6 2140/QD-
1 chuyén khoa GT banyhoc,| 42 X )
dinh huéng nhi niim 2012 TS. Tran | 494-505 | DHYHN. Ngay
' ¢ Minh Dién 26/7/2012
Chp ctru nhi Nha xuat GS.TS.Lé | Vidt tir trang | 1uong Paihoc Y
2 khoanangcao =~ 1< (banYhoo, 2l by Hai | 146-173 | duoc Hai Phong. 86
g nim 2017 808/QD-YDHP
» | DONE 19 £ 115, 44 thio duong
ISPAD Clinical Wiley | o (CE SO nhi khoa va vi thanh
3 lpractice TK Blackwell Carlo Acerini " trang nién quoc té. Xuat
consensus ) > et al dén trang 64 ban tai
guidelines 2014 Nam 2014 (ISSuppl | o o Do
20:47-64) ediatr Diabetes



https://onlinelibrary.wiley.com/action/doSearch?ContribAuthorStored=Acerini%2C+Carlo
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IF: 3,144 (2014)
Ql, SCIE

Human variome
project country
nodes:

Pong tac gia

Hoi cac bién thé hé
gen nguoi, xuat ban
tai Hum Mutat

i Wil 38 th trang ISSN: 10981004
4 Documenting TK ey, George P. | 1513 44n N: ,
genetic Nim 2012 Patrinos 10597794
: . trang 1519
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within a [33(11)] .
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Q1, SCIE
II Sau khi dwgc cong nhén Tién si
Tang san R .k PGS.TS. | Viét (dong Truong Da} .hQC Y Ha
‘[hu'orng than Nha xuat 3 - RN No1.
5 bim sinh d CcK  |banYhoc,| 03 Tran Van | tac gia) tu Lo g
; }f.l’? s; 0 ! 0C, Khénh: TS. trang Quyeét dinh so
1eu 21- Nam 2021 Vi Chi Diing 3-219 299%/QD—DHYHN
hydroxylase ngay 19/7/2021
GS.TS.Lé | |
Gido trinh nhi Nha xuét Thanh Hai | Viét tr trang| Truong Pai hoc Y
6 khoa sau dai GT  |banY hoc,| 28 PGS.TS. | 215-259; | duoc Hai Phong.
hoc Nam 2020 Nguyén Ngoc 268-273 | S6 616A/QD-YDHP
Sang
CAH Dong tac gla ’ ‘
. Natasha chuong sach| Xyt ban tai Int J
Screening— 13 \ :
Chall MDPI, Heather and | tu trang 43- | Neonatal Screen
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8 (Chuyén hoa — TK banY hoc, 13 X &
. A < Nguyén Thi | 289-300
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Phuong
Hoi dai thao duong
. nhi khoarvél yi thélph
Dong tac gid| nién quoc te. Xuat
linical David M chuong sach ban tai
. avid M. s
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Trong do: s6 lugng (ghi 16 cac s6 TT) sach chuyén khao do nha xuat ban c¢6 uy tin xuat ban
va chuong sach do nha xuat ban co6 uy tin trén thé gid1 xuat ban, ma ng vién la chu bién
sau PGS/TS: tng vién la dong chu bién 01 sach chuyén khao: Tang sdan thwong thdn bam
sinh do thiéu 21-hydroxylase [7 ]

Luu y:

- Chi ké khai cac sach dugc phep xut ban (Gidy phép XB/Quyét dinh xuit ban/s6 xuét ban),
ndp luu chiéu, ISBN (néu c¢0)).

- Céc chir viét tat: CK: sach chuyén khao; GT: sach gido trinh; TK: sach tham khao; HD:

sach hudng dan; phan ng vién bién soan can ghi rd tir trang.... dén trang. ... .. (vidu: 17-
56; 145-329).
6. Thuc hién nhiém vu khoa hoc va cong ngh¢ da nghiém thu:
Thoi gian
A ‘n <A ~ A3 A N nghi¢m thu
Tén nhiém vu khoa hoc va cong Ma so va cap| Thoi gian .,
TT . CN/PCN/TK L, .. |(ngay, thang,
nghé (CT, DT...) quan ly thuc hién . X
nam)/Xep
loai KQ
Truéce khi dwge cong nhan Tién si
Nghién ciru dic diém cac thé 1am|
ang, ton th MRI s¢ ndo v
pane, Ton TITong VIS 1 50 Mo va L 10/7/2014
1 |kiéu gen cia cac bénh nhan loan| CN Cap coso | 2012-2013 Xudt
L . uat sac
dudng ndo chat trang thugng than
(X-ALD)
Nghién cuu két qua diéu tri bénh
han cudng insulin bam sinh v  CN , 10/7/2014
o [1hAn CUONS HSUTR bamm SIHR va Cépcoso |2012-2013 e
dai duong so sinh do djt bién gen| Xuat sac
ma hoa kénh K-ATP
“Nghién ciru diéu tra, khao sat nhu
cau ghép tuy ctia bénh nhan tré em
5 chi dinh ghép tuy tai Bénh vié
0 @ CINTL EACEP Ty Ral Bl VIET .. |KC10.03/11-
3 Nhi Trung wong” 1a dé tai nhanh| CN dé tai 15 2012-2014 27/5/2014
ctia dé tai cdp nha nuéc “Nghién| nhanh z o, Kha
, A, A A XA . A Cap nha nudc
clru mot sO van dé veé ghép tuy trén|
thuc nghiém dé tién téi ghép tuy|
trén nguoi ¢ Viét Nam
“Nghién ctru sang loc bénh Pompe
va bénh Gaucher ¢ bénh nhan gan|
to, lach to, phi dai co tim chua ro
0, a? o,Ap i . 2_11‘ ?0 im chua fo 29/2013/HD-
4 nguyén nhan tai Viét Nam”, thudc NBT 1/2013- 08/11/2016
dé tai khoa hoc va cong nghé cép| Pong CN dé| _, ., 6/2016 Muc B
\ . SRR e Cap nha nudc
Nha nudc “Nghién ctru sang loc| tai nhanh
mot $6 bénh tich dong cac chét
trong lysosome ¢ bénh nhan gan|
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to, lach to, phi dai co tim chua 10
nguyén nhan ¢ Vi¢t Nam

Nghién ctru &p dung quy trinh k¥

bénh nhan thiéu beta-ketothiolase

thuat phuc vu sang loc va chan T 04/5/2011/
> doan tEIé’c sinh béngh thoai hoa co| Thanh vién Cap b0 2009-2011 Xuét sdc

tay

Nghién ctru quy trinh phat hién

ngL,rm ma}ng gen bAenh Ya ch?n Thanh vién L 02/7/2013/
6 doan trudc 51}1h bénh tang san| Cap bo 2011-2013 Xudt sk

thuong than bam sinh (TSTTBS)

bang k¥ thuét sinh hoc phan tir

Nghién ctiru ung dung cac k¥ thuat]

sinh hoc phan tu dé xac dinh dot
. biAé'n gen (COLIAI, COLfAZ) gejly Thanh vién Chp bo 20102012 02/7{20513/

bénh tao xuong bat toan| Xuat sac

(Osteogenesis Imperfecta: OI) o

tré em Viét Nam

Nghién ctru di truyén phan tir bénh|

61 loan chuyén h(?a 11- Thanh Vien NAFOSTED 29/3/2013
8 |hydroxylase trong quéa trinh| chu chot 2011-2012

2 , . \ 3/305/30503 Dat

chuyén hoa steroid hormone o

nguodi bénh

Nghién ciru mg dung té bao 8¢ DTDL.2010G/ 55102013
9 |tao mau trong dicu tri mdt s0 bénh| Thanh vién ’ 18 2010-2013 Khi

tré em Cap nha nudc

I\Igh‘len cjuu xay du'ng ngar‘l.ha'r:g ‘ 3 DTDL.2011G/ 25/10/2015
10 té bao goc tao mau tlf nguoi hién| Thanh vién ’ 55 2012-2014 Khi

tdng sir dung trong diéu tri Cap nha nudc

Nghién cuu xay dyng quy trinh KC.04.08/11- 11/12/2015
11 di€u tri gen cho bénh loan dudng Thanh vién ’ 15 2012-2014 Xudt séc

co Duchenne Cap nha nudc

Hop tac nghién ctru tng dung cac

ky;thuat’ tler} tlin tr(')ngAsarig IAQC, ‘ 3 36/2012/Hb- 25/10/2015
12 |chan d9an va diéu tri mot §0 bénh| Thanh vién ’ NDT 2012-2014 Khi

ndi ti€t nhi khoa va rd6i loan|  chinh Cap nha nudc

chuyén hoa bam sinh

Nghién ctru di truyén phan tir trén 106-YS.02- 5422017
13 |énh nhan r61 loan qua trinh tong Thanh vién ’2013.20 2013-2015 Khi

hop aldosterone Cap nha nudc

Sau khi dwgc cong nhin Tién si

N‘gllzlAen 013:u Eleu 1‘1111;111, k‘l.equen’ Thanh vién . 7 122017- | 24/122018

14 |va két qua dicu tri lau dai cua céc Cap co so 12/2018 Xt séc
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Kiéu gen kiéu hinh ctia “maple | Thanh vién ) | 12/2017- | 09/5/2019
15 . . Cap co so L.
syrup urine disease” 4/2019 Xuat sac
Nghién ctru dai han, nhan md, da B t3i hoo t4
. ¢ tai ac
trung tam, giai doan IV dé danh | Nghién ctu B A,Qp o 12017-2022
. 2. 1A A oA , quoc te, thir £ 4 .2
gia thay doi chiéu cao va can vién chinh hidm 13 Quy¢et dinh | Pang trién
nghiém lam | |
16 mnang theo thoi gian ¢ bénh nhan | (principle ‘g d ) s0 229/QD- | khai nam tht
X . sang da trun
bi MPS II dang diéu tri va da bat |investigator) gtA 8 BYT ngay 5
Lo . am
dau diéu tri El 5 do tudi 25/01/2016
<e;u i€u tri Elasprase ¢ do tudi SHP-ELA-401

- Céc chir viét tat: CT: Chuong trinh; PT: Pé tai; CN: Cha nhiém; PCN: Phé chu nhiém;
TK: Thu ky.

7. Két qua nghién ctru khoa hoc va céng nghé da cong bd (bai bao khoa hoc, béo cao khoa
hoc, sang ché/giai phéap hiru ich, giai thuéng quoc gia/quoc té):

7.1.a. Bai bdo khoa hoc, bao c4o khoa hoc da cong bo:

. S6 lan
Loat Tap | ien
. .. |Tén tap chi hodc| chi quoc x Thang,
A vxevx s z .. Latac . o X I , dan <
TT Tén bai bao/bao cao [SoO tac i ky yéu khoa |t€ uy tin: (khéng Tap, sé, tran nam
KH gia | &% | hoo/ISSN hoiic | ISI, [ 0N 14p, SO, rang | .5,g
chinh tinh tu P
ISBN Scopus L bo
(IF, Qi) trich
’ dan)
Truée khi dwoe cong nhéan Tién si
Cdc badi bdo Quoc té
Characterization and
outcome of 41 patients J Inherit Metab IF: 4,827
with beta-ketothiolase Dis (2018);
deficiency: 10 15 X _ 4,982 15 |40(3):395-401 | 5/2017
years’experience of a ISSN: 01418955, (2020);
medical center in 15732665 Q1, SCIE
northern Vietnam
Enzyme replacement
therapy in new}?m.‘g , Mol Genet Metab| IF: 3,751
mucopolysaccharidosis _ ) 10%.
VA mice: carly 11 X |ISSN: 10967192,| (2015); 26 |114(2):195-202(2/2015
treatment rescues bone 10967206 | Q1, SCIE
lesions?
Mucopolysaccharidosis H(:2 5’{2 )1 8
. i Mol Genet Metab ;
IVA: Correlation 110(1-2):129- | 9-10/
between genotype, 10 X |ISSN: 10967192, 4,797 55 33
phenotype and keratan 10967206 (2020); 2013
sulfate levels Ql1, SCIE
Crvpti . PLoS One IF: 2,606
ryptic genomic
rearrangements in three 12 X ISSN: 1932-6203 (20 1 3), 12 8(7)668 194 7/2013
patients with 46,XY Ql, SCIE

10
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disorders of sex

development
Enhancement of drug Mol Ther
delivery: enzyme- IF:7.502
5 replacement therapy for | 09 ISSN: (2010); | 90 [18(6):1094-102|6/2010
murine Morquio A 15250024, Ql, SCIE
syndrome 15250016
The clinical features of Int Orthop | IF: 2,573
6 losteogenesis imperfecta | 12 ISSN: 03412695, (2017); 21 41(1):21-29 |1/2017
in Vietnam 14325195 Q1, SCIE
Cryptic splice activation
but not exon skipping is J Hum Genet | IF: 2,942
observed in minigene ) )
7 assays of dystrophin 10 ISSN: 14345161, (2017); 05 62:537-541 |4/2017
c.9361+1G>A mutation 1435232X1Q2, SCIE
identified by NGS
Glycosaminoglycan
levels in dried blood Mol Genet Metab)| IF: 3,872
8 Ispots of patients with 14 ISSN: 10967192,| (2017); 30 |120(3): 247-254/3/2017
mucopolysaccharidoses 10967206 Q1, SCIE
and mucolipidoses ’
Disorders of sex
development: insights IF: 11.908
Genome Biol ’
g [fTom targeted gene 73 2016); | 182 | 17(1):243 [11/2016
sequencing of a large ISSN: 14747596
international patient Ql, SCIE
cohort
Molecular basis of non- IF: 4,621
syndromic hypospadias: Hum Reprod (2015)
o pystematic mutation |, ISSN: 0268~ 1523 | 26 |30(3):499-506 |3/2015
screening and genome- 1161,
wide copy-number 1460-2350 (2020)9
analysis of 62 patients Ql, SCIE
A novel homozygous
?;?;E?JWSH'SGH " Gene {F: 2,001 10:565(2):291
gene in a . : 291-
1 Vietnamese patient with 07 ISSN: 03781119,/ (2015) 03 4 772015
11B-hydroxylase 18790038 1Q2, SCIE
deficiency
Therapies for the bone Mol Genet Metab| IF: 3,751
12 fin 17 ISSN: 10967192, (2015); 82 | 114(2):94-109 |2/2015
mucopolysaccharidoses 10967206 Q1, SCIE
Validation of Clin Chim Acta IF: 3,2137
13 lambiguous MLPA 10 ISSN: 00098981, (2014); | 12 436:155-9  19/2014
results by targeted next- 18733492 Q2, SCIE

11


https://www.google.com/search?sxsrf=ALeKk01f-egodBRH4vsQEpAjXQWPPrDPCg:1625763143551&q=genome+biology+issn&sa=X&ved=2ahUKEwju1aPV99PxAhUJK6YKHYhrDZgQ6BMoAHoECDIQAg
https://www.google.com/search?sxsrf=ALeKk02gSDN-fKxRhFpZJoe-L-KP6PtGhg:1625756793126&q=human+reproduction+journal+issn&sa=X&ved=2ahUKEwjitJSB4NPxAhUcw4sBHTGnDRIQ6BMoAHoECCcQAg
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generation sequencing
discloses a nonsense
mutation in the DMD
gene

Targeted next-
generation sequencing
reveals a homozygous

tation J Mol Biomark
nonsense mutation in .
Diagn :
14 CAPN3 that causes 10 | ag 01 5: 194 9/2014
Limb-girdle muscular ISSN:2155-9929
dystrophy type 2A first
in Vietnam
Exon deletion patterns
of the dystrophin gene J Neurogenet IF: 2,159
in 82 Vietnamese (2012- )
15 Duchenne/Becker 08 ISSN: 0167- 2013): 11 27(4):170-5 [12/2013
muscular dystrophy 7063, 1563-5260 Q3, SCIE
patients. ’
Transient neonatal Diabetes Care
diabetes, ZFP57, and IF: 10,198
16 hypomethylation of 21 ISSN: 01495992, (2013); | 70 | 36(3):505-12 |3/2013
multiple imprinted loci: 19355548 Q1, SCIE
a detailed follow-up ’
Gene
INovel homozygous ISSN: 0378-
p.Y395X mutation in 1119 IF: 2.468
the CYPI1BI gene ’ 2012 .
17 found in a Vietnamese 07 1879-0038 ( ) 121 509(2):295-7 11172012
patient with 113- Q2, SCIE
hydroxylase deficiency
. . Int. Health
Glycemic control in SSN: 1876 5 years IF:
children with neonatal ISSN: 1876-
18 diabetes and type 1 12 3413, 2,451; 4 | 3(3):188-192 [11/2011
diabetes in Vietnam 1876-3405 Q2, SCIE
A common mutation, Mol Genet Metab
R208X, identified in IF: 3,948
g |Vietnamese patients 16 ISSN: 10967206, (2010); | 27 | 100(1): 37-41 |5/2010
with mitochondrial 10967192
acetoacetyl-CoA Ql1, SCIE
thiolase (T2) deficiency
Dermatan sulfate and ! Inhe]rjltiSM ctab IF: 3,577
heparin sulfate as a (2011-
20 biomarker for 15 ISSN: 0141- 2012). 63 | 33(2):141-50 |4/2010
mucopolysaccharidosis 8955, 1573-2665 ’
I 4,036

12


http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
http://www.omicsonline.org/open-access/targeted-nextgeneration-sequencing-reveals-a-homozygous-nonsense-mutation-in-capn-2155-9929.1000194.php?aid=31950
https://www.google.com/search?client=firefox-b-d&q=gene+journal+issn&sa=X&ved=2ahUKEwi1_Z_gwtXxAhVUZ94KHXtiAI8Q6BMoADAZegQIJBAC
https://www.google.com/search?client=firefox-b-d&q=journal+of+inherited+metabolic+disease+issn&sa=X&ved=2ahUKEwiJ6fauzdXxAhWCQfUHHdp7DYoQ6BMoADAYegQIKRAC
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(2019-
2020);
Q1, SCIE
IF: 3,577
Validation of keratan J Inherit Metab | (5011-
sulfate level in Dis 2012);
71 muccif\);)iyls)ac;har'l(foms 14 ISSN: 0141- 4,036 61 33 Sur;;;l 3:35- 122010
type y liqui 8955, 1573-2665
chromatography-tandem (2019-
mass spectrometry 2020);
Q1, SCIE
'Validation of
disaccharide Mol Genet
compositions derived Metab
from dermatan sulfate . IF: 3,948
22 jand heparan sulfate in 13 ISSN: 10967206, (2010); | 71 |99(2):124-131 |2/2010
mucopolysaccharidoses 10967192 |Ql, SCIE
and mucolipidoses 11 ’
and III by tandem mass
spectrometry
Mutations and - 5,866;
. . Hum Mutat
polymorphisms in (2009)
gy [PUSBeenein | ISSN: 10981004, 101 | 30(4):511-9 |4/2009
mucopolysaccharidosis 10597794 Q1, SCIE :
VII (Sly syndrome) ’
Pediatr Int
SMN?2 and NAIP gene ISSN: [F: 0,922
dosages in Vietnamese ) ) .
24 patients with spinal 09 13288067, (2008); 30 | 50(3):346-51 |6/2008
muscular atrophy 1442200X Q2. SCIE
o . i Mol Genet
Acidic amino acid tag Metab. [F: 2,994
enhances response to
25 lenzyme replacement in | 15 ISSN: 10967206, (2008); | 51 94:178-89 | 6/2008
mucopolysaccharidosis 10967192
type VII mice Q1, SCIE
Hum Mol Genet [[F: 8.050
Enzyme replacement ’
26 [Nerapy in a murine 09 ISSN: 14602083, (2008); | 110 | 17:815-824 |3/2008
model of Morquio A 09646906
syndrome Q1, SCIE
Murine model IF: 2,830
27 |(Galns(tm(C76S)slu)) of] 09 Mol Genet Metab 30 91(3):251-8 |7/2007

MPS IVA with

13


https://www.google.com/search?client=firefox-b-d&q=journal+of+inherited+metabolic+disease+issn&sa=X&ved=2ahUKEwiJ6fauzdXxAhWCQfUHHdp7DYoQ6BMoADAYegQIKRAC
javascript:AL_get(this,%20'jour',%20'Mol%20Genet%20Metab.');
javascript:AL_get(this,%20'jour',%20'Mol%20Genet%20Metab.');
javascript:AL_get(this,%20'jour',%20'Mol%20Genet%20Metab.');
javascript:AL_get(this,%20'jour',%20'Mol%20Genet%20Metab.');
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missense mutation at the _ (2007);
active site cysteine ISSN: 10967206,
conserved among 10967192 Ql, SCIE
sulfatase proteins
Characteri;atiqn and Mol Genet Metab|[F: 2,830
pharmacokinetic study
28 I‘f recombinant human_ | - 5 ISSN: 10967206, (2007); | 41 | 91:69-78 |5/2007
-t loalact -y 10967192
acetylgalactoseamine-6-
sulfate sulfatase Q1 SCIE
Clinical types, Japanese journal
molecular genetic for inherited
29 (hagnosis & genetic: |, metabolic 20(1): 67-70 |8/2004
C 1r}10a coyre atl.on n diseases
patients with spinal
muscular atrophy ISSN 0912-0122
Molecular diagnosis, Japanese journal
correlation of clinical for lnherl‘Fed
30 fand deletion data in 10 m;:tabohc 20(1): 51-54 |8/2004
Duchenne muscular diseases
dystrophy ISSN 0912-0122
Deletion of the SMNI .
and NAIP genes in Kobe J. Med. Sci
31 |[Vietnamese patients 12 ISSN: 00232513, Q2 10 49(3): 55-58 | 2003
with spinal muscular 18830498
atrophy
Cac bai bao trong nwoc
. Tap chi nghién A
Dic diém 1am sang va Ic)u'u hg Tap 106,
. 1A o y hoc z
32 hogl sinh cua bénh nhan | 05 ISSN: 2354 So 1, 4/2017
mac bénh xird niéu OéOX Trang 9-16
Bénh lvsaccharid Tap chi y - duge Tap 42
33 | PO YRAESITE | 05 hoe quan sy Sé4,  |42017
typ III. Bdo c4o ca bénh. .
Tap chi y duoc quan su ISSN: 18590748 Trang 227-232
Tap chi y hoc
Bénh tang citrullin mau: thanh i};o 111{ 0 Chi Té;? 21,
34 kinh nghiém tir nim 05 mn S6 3, 2017
bénh nhi ISSN 1859-1779 Trang 32-37
Dic diém 1am sang, can Tan 10
A \ A N e a .
lam sang l?enh cor Tap chi nhi khoa p
35 xuong khang vitamin D | 06 [SSN: 1859.3860 So 4, 8/2017
O tré em tai Bénh vién : Trang 82-86

INhi Trung wong
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Kicu gen va ki€éu hinh

Tap 10,
1a bé an X-li Tap chi nhi khoa S

36 cua bénh nhan X-linked 09 ap Sé 1, 22017
adrenoleukodystrophy ISSN: 1859-3860
(X-ALD) Trang 75-79
Ba bénh nhan még tdng )
san thugng than bam Tap chi Y hoc Tap 457
sinh thé thiéu hyt 21- Viét Nam i

37 hydroxylase diéu tri 05 ISSN: 1859- So1, 8/2017
muon tai Bénh vién Viét 1868 Trang 53-57
Duc
Hai truong hop roi loan Tap chi Y hoc .
phat trién gioi tinh thé Viet Nam Tap 457,

38 hiém gip duoc didutri | 05 ‘ S 1, 8/2017
ph?lu thuat tai Bénh vién ISSN: 1859- Trang 150-154
Viét Dirc 1868

‘ ‘ Journal of
Mutations in type I medical research
collagen genes resulting , i

39 [in osteogenesis 05 Tag,;:&n riilllen %?;HE_lz(g_)zg 12/2016
imperfecta in Northern yhe &
Vietnamese patients ISSI&;()BS“'

X
Phat hién dot bién x6a P
i Tap chi nghién A
doan gen CYP2142 gay o v v Tap 99,

40 bénh tang san thu;qmg’ 04 . So 1, 2/2016
than bam sinh thé thi¢u ISSN: 2354- Trang 8-15.
21-hydroxylase 080X
Lam sang va tinh trang Tap chi nghién
dot bién gen cia mot sO L

. . cuu y hoc —

41 fca bénh 05 . 102 08212016
Mucopolysaccharidosis ISSN: 2354-
typ 11 080X
Phat hién dot bién gen
Dystrophin bang cac Tan chi nhi ki Tap 9,

4D si ap chi nhi khoa .

42 phuong phdp sinh hoc - g P 63, |6/2016
phan tur trén bénh nhan ISSN: 1859-3860
loan dudng co Trang 62-70
Duchenne/Becker
Dai thao duong so sinh Tan chi nhi ki Tap 9,

5i: biéu hién 14 ap chi nhi khoa .

43 Am thot: bicuhicn lam | - ¢ P Sé1,  |2/2016
sang, can lam sang, két ISSN: 1859-3860
qua diéu tri Trang 59-64

N . Tap 9,
Cuong insulin bam sinh Tap chi nhi khoa ’
44 |do PHNF4A - b4o céo ca] 04 ) So 1, 2/2016
A ISSN: 1859-3860
bénh Trang 65-69
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Keét qua kiém soat

e Tap chi Y hoc Tap 446

45 glucose mau trén benh |4 Viét Nam 62, |9/2016
nhan cuong insulin bam ’
sinh & tré em ISSN: 1859-1868 Trang 59-64
Nghién ctru dic diém
1am sang va can lam Tap chiy - dugc 41(8)

46 [sang ctia 6 bénh nhan 05 hoc quén sy ’ 10/2016,
Mucopolysaccharidosis ISSN: 18590748 Trang 108 - 112
typ VI
I\AIghié‘n C&uﬂdé(i diér‘n Tap chi noi tiét £

47 laEm Sang, tan }am Sang | s va dai thao duong 56 20, 2016
va dién bién cua u vo _ Trang 84-88
thuong than & tré em ISSN: 1859-4727
Ung d‘-m{% kg’, thuaE Tap chi nghién
M}PA xac dinh dgt A cliu y hoc 96 (4),

48 bién gen dystrophin gdy | 04 9/2015
bénh 10@.1'1 duﬁng co ISSN: 2354- Trang 1-7,
Duchenne/Becker 080X
Dic diém 1am sang va
chan doan mat doan Tap chi nghién

4o [phiém sac the 1511- |, ctruy hoc 0@ 9015
q13 ¢ céc bénh nhi mac ISSN: 2354- Trang 51-59
hoi chirng Prader — 080X
Willi
Bénh Thiéu enzym
betaketothiolase (T2) tai Tap chiy - dugc 40(2)

50 Bénh vién Nhi Trung 07 hoc quén sy ’ 2/2015
wong: Kiéu hinh, kiéu ISSN: 18590748 Trang 90-95
gen, két qua diéu tri
INghién ctru hoan thién
quy trinh xac dinh dot
bién gen smnt gay bénh Tap chi y - dugc 40(2)

51 fteo co tuy tir mot té bao | 05 hoc quan sy ’ 2/2015
bang phuong phap ISSN: 18590748 Trang 96-101
nested PCR va enzyme
2161 han
T}rlcu chu;ng,lam sang Tap chi y hoc 36 947

5p [V hoat dg cic enzyme | ¢ thuc hanh °7 s yno1s
cua mot sO ca bénh . Trang 69-73
Mucopolysaccharidosis ISSN: 1859-1663
Chéq doan trude sinh va Tap chi nhi khoa Ta}) 8,

53 |sau sinh bénh Teo co 11 SO 6, 11/2015
tiy (SMA) ISSN: 1859-3860 Trang 58-62

5 Bién doi di truyén & 0 Tap chi nhi khoa Tap8, | 0rs
benh nhan mic hoi ISSN: 1859-3860 sé 6,

chung Prader-Willi tai
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bénh vién Nhi Trung Trang 63-66
uong
Am sang, cdn 1am s | Tap$s,
Lam sang, can lam sang Tap chi nhi khoa 1
55 \va can nguyén day thi 07 ISSN' 1859.3860 SO 5, 10/2015
som trung uong : ) Trang 61-65
Gi4 tri xét nghiém kich Tap 8
ich ba Tap chi nhi khoa o
5 [[hich bang GnRH trong | - P 65, [10/2015
chan dodn day thi sém ISSN: 1859-3860
trung wong O tré gai Trang 66-71
Phat trién thé chét va .
tinh than cua bénh nhén Tap chi nhi khoa Ta,p 8,
57 tthiéu beta-ketothiolase 07 ’ _ S6 2, 4/2015
tai bénh vién nhi trung ISSN: 1859-3860 Trang 54-57
uwong trong 10 nam
Bién ching mit va than Tap chi nhi khoa Ta}’ 8,
58 0 bénh nhi dai thao 06 ISéN' 1859-3860 SO 1, 2/2015
dudng typ 1 ' Trang 50-53
Chén doan di truyén Tap chi Y hoc Tap 437,
59 [trude chuyén phdi bénh | 06 Viét Nam S6 dic biét, [12/2015
teo co tuy ISSN: 1859-1868 Trang 68-76
Ghép té bao gdc tir tay
xuong cho bénh nhan ly .
thuong bi thé loan Tap chi Y hoc Tap 432,
60 |dudng di truyén lin tai | 08 Viét Nam So 1, 7/2015
Bénh vién Nhi Trung ISSN: 1859-1868 Trang 107-112
uwong: Nhan mdt truong
hop
Bién chirng than va
kiém soat duong méau Tap chi Y hoc Tap 418,
61 bang HbA1C ¢ bénh 06 Viét Nam Sb chuyén d¢, | 5/2014
nhan nhi dai thao duong ISSN: 1859-1868 Trang 84-88
typ 1
Dai Thao Puong so Tap chi y hoc 36 945
62 sinh: Di truyen phan tur | 06 thue hanh ’ 2014
va ket qua diéu tri ISSN:: 1859-1663 Trang 203-207
Mo hinI} céc rdi loan
63 |bénh vién Nhi Trung 04 ’ . 9/2014
wong theo phan loai ISSN: 1859-3860 Trang 55-59
Chicago nam 2006
Nghién ctru triéu chimg Tap chi y — dugc
lam sang, ddu 4n sinh ' PO 39 (8),
64 & 06 hoc quan su 10/2014

hoc va hoat d0 cac

enzyme cua mot so ca

ISSN: 18590748

Trang 118-122
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bénh
Mucopolysaccharidosis
Ivall

Két qua diéu tri bénh

e B ; Tap chi nghién
nhanAdal' 9u0’ng s0 sinh ctru y hoc 89(4),
65 do dot bien gen KCNJ11| 03 _ 2014
sulfonylurea 080X
Di truyén phan tir, Tap chi nghién
ié - Tuy h 89(4),
66 tqc;’ng ‘quanvkleli gen 05 cuu y hoc (4) 2014
kiéu hinh cua bénh ISSN: 2354- Trang 31-37
cuong insulin bam sinh 080X
Nhén dang hai dot bién
dieém sai nghia (p.R43Q .
va p.A386V) trén gen Tap Chi cong Ta;’) 10,
67 |CYP1IBI tré em Vigt | 06 ngh¢ sinh hoc 50 3, 2012
INam c6 biéu hién :U?Ing ISSN: 1811-4989 Trang 415-422
san thuong than bam
sinh
Dot bién gen CYP2142 .
va moi twong quan giira Tap chi nghién
ié 3 kiéu hi uu 'y h 80-3C,
6g [iCugenvakicuhinh -0 oy Ioe 712012
cia b¢nh nhan tang san ISSN: 2354- Trang 1 -7
thu:(_mg than bam sinh 080X
do thiéu 21-hydroxylase
Mot truong hop dot bién Tap chi nghién
69 tao ma ket thuc trén gen 06 ctru y hoc 78(1), 22012
COLIA1 6 bénh nhan ISSN: 2354- Trang 10-13
tao xuong bat toan 080X
Cuong insulin bim sinh Tap chi thong tin 672012
70 |ning & tré so sinh: bdo | 05 y duge _ 17/2012
; n Trang 34-37
cao ca bénh ISSN: 0868-3891
2 . Tap chi Y hoc .
71 E‘c‘)t kiql‘e nhge"n ilf(ith‘fa 09 Vict Nam s‘Tip 3? 711* 9/2012
i€u hinh ctia bénh nhan . 0 chuyén de,
X-ALD IS5N: 1859- Trang 132-138
1868 &
Dot bién cac gen )
BCKDHA, BDKDHB, Tap chi Y hoc Tap 397
DBT va kiéu hinh bénh Viét Nam f
72 51 loan chuyén hoa bam 12 ISSN: 1859- S6 chuyén de, [9/2012
sinh axit amin “Maple 1868 Trang 139-147
syrup urine”
i ) ) Tap 397,
73 [Kifuhinh vakétqua | g Tap chi Y hoc Sé chuyén d&, [9/2012
diéu tri bénh roi loan Viét Nam

Trang 194-198
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chuyén hoa axit hitu co ISSN: 1859-
propionic mau 1868
, Tap chi Y hoc A
74 ?éclqiém‘lﬁm S:E‘mﬁ’jé 10 \I;iét Nam S*Tip 3?7’(’{A 9/2012
can lam sang cua hoi 0 chuyén de,
. 1 ISSN: 1859-
chung Prader Willi 1868 Trang 289-295
Réi loan phit tién gic Tep chi Y hoc Tap 397,
tinh do dot bien gen 3 - £ A A
75 Hydroxysteroid 08 ISSN: 1850- S6 chuyén de, |9/2012
dehydrogenase typ I1 1868 Trang 296-303
h h Tasi(é}tliNYar}rlloc Tap 397,
U vo thugng than & tré s £ A aA
76 em: Bao cdo 29 ca bénh 09 ISSN- 1850- So chuyén de, [9/2012
1868 Trang 325-329
Dot bién gen HNFIB Tap chi Y hoc Tap 397
ay bénh ticu dudng & Viét Nam ap 27
77 inguoi truong thanh tré | 05 ‘ S6 chuyén d¢, [9/2012
X R ISSN: 1859-
tudi (MODY5): Béo céo 1868 Trang 390-395.
ca bénh
Hon hop u quéi - ung Tap chi Y hoc )
78 ;mf bciléAu ntllc? ’ biiu' 07 Viét Nam s‘Tip 3? 7’d* 9/2012
1€n day thi som: bao 0 chuyen de,
. \ . X ISSN: 1859-
cdo 1 truong hop hiém 1868 Trang 396-399
2ap
Cham nang, kéo dai )
khé}rllg déphl'rng véi d}ilép Ta\I;iCé}tHN ‘;IEOC Tap 397,
tri thong thuong c6 thé - % A 42
79 la trieu chimg cia bénh 03 ISSN: 1850- S6 chuyén de, |9/2012
thiéu enzyme multiple 1868 Trang 400-404
carboxylase (MCD)
Nhan mot truong hop )
dai duong do dot bien Tap chi Y hoc Tap 397
gen KIR6.2 diéu tri Vigt Nam P
80 thanh cong véi , 03 ISSN: 1850- S6 chuyén de, |9/2012
Glibenclamide thay thé 1868 Trang 405-410
cho insulin
Tang san thugng than Tap chi Y hoc Tap 383,
g1 bamsinh do thidu21- | Viét Nam S5 2 712011
Hydroxylase va u vo ISSN: 1859- ’
thuong than. 1868 Trang 21-25
Dot bién EinthATp 5 TaggtﬁN errlloc Tap 380,
tré so sinh ha dudong s z
82 méu nang do cuong 02 ISSN"- 1859- SO 2, 4/2011
insulin bam sinh 1868 Trang 13-18
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Phat hién nguoi mang

gen bénh thoai héa co Tap chi nghién
1y ba ¥ thua ctru 'y hoc 74 (3),
g3 [uy bang ky thuat 05 e - enor1
Multiplex ligation - ISSN: 2354- Trang 21-25
dependent probe 080X
amplification
Bénh Tap chi nghién
idosi cuiu y hoc 74 (3),
24 Muc.()polysaccharldgfls 00 y h¢ 3) 6/2011
I\{A. Tuong quan gilra ISSN: 2354- Trang 107-112
ki€u gen va kicu hinh 080X
Bénh tang lipid mau
bilm 51r‘1Ah o tre; em tai Tap chi N¢i tidt S6 1
g5 |oenh e Nhi Tmfltg 05 va dai thio duong ' 52011
wong: 1am sang, xét ' Trang 54-60
nghiém va két qua dicu ISSN: 1859-4727
tri
D’i‘tru}lén pl‘lén tor trpng Tap chi N¢i tiét Sé 2
26 dql t13a0 dl.J:Aong 50 sinh 09 va dai thao duong > 52011
tai bénh vién Nhi Trung Trang 96-101
o ISSN: 1859-4727
g
Dot bién kénh Katp & Tap chi Noi tiét S62
87 |bénh nhan cuong insulin 08 va dai thao duong T i 41 148 5/2011
bam sinh ISSN: 1859-4727 rang e
Két qua diéu tri o
sulfonylureas & bénh Tap chi Noi tict Sé 2
88 nhan d4i duong so sinh | 07 va dai thao dudng | a | 372011
do dot bién gen KCNJ11 ISSN: 1859-4727 Trang 224-230
va ABCCS
Dic diém 1am sang, mbi o
twong quan giira lam Tap Fhi No1 tiét 362
89 sang va bét thuong 06 va dai thao duong * e |5/2011
nhiém séc thé & hoi ISSN: 1859-4727 Trang 345-353
ching Turner
thfm xét kéthufl diéu Tap chi Noi tiét 362
90 gl hoﬂn(t)}l v | s va déi thao duong ' |5r011
ormon tang truéng ¢ _ Trang 354-361
Danh gia két qua dié}l o
tri bénh tao xwong bat Tap Fhi Nai tiét 362
91 [toan bang biphosphonat | 05 va dai thao duong i 5/2011
tai bénh vién Nhi Trung ISSN: 1859-4727 Trang 367-373
uong
i  HBA e & re Tap chi Nhi Tap 4,
gp [Kiem soat cotre |, khoa s64,  |11/2011

dai thdo duong

ISSN: 1859-3860

Trang 329-334
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Phat hién nguoi mang

Tap chi nghién
gen bénh thoai hoa co Eu'u y hgoc 74 (3)

93 ftay bang k¥ thuat thuat | 05 ' ’ 6/2011
multiplex ligation- ISSN: 2354- Trang 21-25
dependent probe 080X
INghién ctru bénh loan gghyﬁgchoﬁ;fﬁi
dudng co Duchenne ¢ va hoa .sir?h hoc

94 |Viét Nam, két quava | 06 e T e Trang 22-32 |9/2010
trién vong umg dung li¢u ) qui Noi. 18-
phap di€u tri gen 19/9/2010

Ky yéu hoi nghi
Xac dinh dot bién xoa sinh hoc phan tf
95 |doan gen SMNI gay 06 todn quéc 15211 thir Trang 227-232|9/2010
bénh thodi hoa co tuy 2. Ha Noi, 18-
19/9/2010
Phan tich dot bién gen Tap chi nghién
GALNS trong chan doan ctru y hoc 67 (2)

96 o < 03 4/2010
trude sinh bénh ISSN: 2354- Trang 98-104
Morquio A 080X
Diél:l tr1 bénh Morquio Tap chi nghién
A bang enzyme GALNS olru y hoc 67(2)

97 |t4i t6 hop: danh gia mo | 03 ' ’ 4/2010
bénh hoc cua thir ISSN: 2354- Trang 132-137
nghiém tién 1am sang 080X

Tap chi nghién
Bénh Morquio A: tuoqg ' Sﬁu y thC 69(4)

98 |quan gitra ki€u gen, kiéu| 05 . 8/2010
hinh va marker sinh hoc ISSN: 2354- Trang 24-33

080X
Nhan xét lam sang va Tap chi nghién
két qua diCu tri ban dau ' oftu y hoc 57 (4)

99 \vé nhom bénh roi loan | 07 ' " [10/2008
ChUYéH hoa bé.m sinh ISSN: 2354- Trang 13-19
axit hiru co 080X
Chan doan va két qua Tap chi nghién
diéu tri bénh ro1 loan e y hoc 57 (4)

100 ichuyén héa bam sinh tai| 12 ' ’ 10/2008
Bénh vién Nhi Trung ISSN: 2354- Trang 50-56
wong 2005-2008 080X

, Tap chi nghién
Dic diém bénh tao Eu’u y h%)c 57 (4)

101 xuong bat toan tai Bénh | 03 ' " 10/2008

vién Nhi Trung vong ISSN: 2354- Trang 247-253
’ 080X

102 Bat thuong cau tric va | 7 Ky yéu Hoi nghi Trang 372-379 [11/2007

sO lugng nhiém sac thé khoa hoc nhi
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trén cac bénh nhi mac
bénh di truyén tai Bénh
vién Nhi Trung wong

lghoa Viét - Uc
lan V. 11/2007

Ap dung k¥ thuat ) )
multiplex PCR thay thé Ky yeu Hoi nghi
PCR c6 dién trong phan khoa hoc nhi
103 tich gene dystrophin & 08 khoa Viét - Uc Trang 380-387/11/2007
cac bénh nhan loan lan V. 11/2007
dudng co Duchenne
Céc r6i loan chuyén hoa Tap chi nghién
Am si 4t hié uuy h 44 (4),
104 bam sinh duq? pha:[ hién 13 cuu y hoc 4) 11/2006
qua chuong trinh sang ISSN: 2354- Trang 5-10
loc tré c6 nguy co cao 080X
Chan doén céac thé bénh '
trén nhitng bénh nhi Tap chi nghién
A ! ctu y hoc 44 (4),
105 duoc chan doan . 05 y h¢ 4) 11/2006
mucopolysaccharidose ISSN: 2354- Trang 10-14
tai Bénh vién Nhi Trung 080X
uong
Phat hiéq loét tlv’lué)’n;g sc:) Tap chi nghién
lu;c_rng nhler? sdc thé trén cliu y hoc 44 (4),
106 be_:nh nhi mac bénh di 07 _ 11/2006
Trung vong 080X
doan gen §MN—~T va gen clu y hoc 44 (4),
107 SMN-C bang k¥ thuat 08 . 11/2006
PCR céac bénh nhan Ilghl ISSN: 2354- Trang 19-23
ngo teo co tuy 080X
deO'C chan doan ctru y hOC 44 (4)’
108 multiple carboxylase 05 _ 11/2006
deﬁCiency dé.u tlén o ISSN: 2354- Trang 24-29
Viét Nam 080X
Hai ca phenylketouria Tap chi nghién
Au tien & Via cuu y hoc 44 (4),
109 dau tlengY1A¢t NgmA 06 y he 4) 11/2006
duoc phat hién tai Bénh ISSN: 2354- Trang 29-32
vién Nhi Trung vong 080X
Nh‘én m@t tmdng h(g'p Tap chi nghién
cuong insuline va tang ctru y hoc 44 (4),
110 jamoniac duogc diéu tri 04 . 11/2006)
Trung vong 080X
Dot bién mat doan gen Tap chi Nhi ’Tép 14,
111 dystrophin ctia cac bénh| 08 khoa So dac biét, |5/2006

nhan loan dudng co

ISSN: 1859-3860

Trang 202-208
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Duchenne/Becker Viét
Nam
Chan doép bfnh;‘Maple Tap chi nghién
Syrup Upne. k bon ca ctru y hoc 38 (5),
112 dugc phét hién qua sang| 08 11/2005
IQC cac I'él 10@11 Chuyén ISSN: 2354- Trang 118-123
hoa bam sinh 080X
Dic diém 1am sang va Tap chi nghién
: iém cua bé uu y h 35(2),
113 xvet ng?lem cua b@I}h 06 cuu y hoc (2) 3/2005
tang san thuong than ISSN: 2354- Trang 99-104
bam sinh & tré gai 080X
Chan doén 85 bénh ,
nhan Viét Nam méc Ta\r; cltnN Y hoc Tap 305,
bénh Duchenne/Becker 1et INam X
H%bing phuong phap 09 ISSN: 1859- 5012, | 2004
polymerase chain 1868 Trang 33-38
reaction
Bénh tao xuong bAt toan
do dot.blenA gen Co{AI ; Tap chi y hoc 495
15| 02 Nhan xétede 1o thyc hanh ’ 2004
ruong hop dugc chan ) Trang 42-51
doan va diéu tri tai Bénh ISSN: 1859-1663
vién Nhi Trung vong
Phét hién dot bién mét
doan clia gen gy bénh Tap chi y hoc 495
116 [Von Hippel-Lindau bang| 05 thue hanh ’ 2004
k¥ thudt di truyeén & bao ISSN: 1859-1663 Trang 200-211
phan tur
L . Tap chi y hoc
117|f1 cme khong nhay g thye hanh . 2004
cam rogen O tré¢ em -
s ISSN: 1859-1663 Trang 228-230
Phe}n tich va E)hat' Plcn 6 Ky yéu hoi nghi
truong hop dot bién gen T~
dystrophin & 20 bénh khoa hoc “Nhimg
118 nian Viet Nam duoc 09 van dé nghién Trang 279-282 10/2004
chan doé'ln Duchenfle va cu’uA’co ,t? an trong
Becker su song”.10/2004
Pic diém cac thé lam
sang benhAtang; san Tap chi y hoc 462
119 thuong thz{n bam sinh 04 thue hanh > 2003
trong 10 ndm 1992- Trang 130-133
: N ISSN: 1859-1663 &
2001 tai Bénh vién Nhi : )
Trung vong
Chén doén bang di Tap chi y hoc 462,
120 truyén phan ter, mdi 06 thyc hanh 2003

tuong quan gitra [am

ISSN: 1859-1663

Trang 134-138
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sang va dot bién mat
doan & bénh nhan loan
dudng co Duchenne

Céc thé 1am sang, chan
doan di truyen phan tir

Va} tug}lg quan gitra %{iéu Tap chi y hoc 162
121 dot bien mat doan ’c.ua 03 thuc hanh ) 2003
gen SMN, NAIP vai ISSN: 1859-1663 Trang 138-143
biéu hién lam sang & cac : )
bénh nhan thoai hoa co
tay
Ung dung k¥ thuat PCR
tim gen DYZ dé xéc Tap chi y hoc 462
122 dinh nhiém sdc thé Y | 07 thyc hanh ’ 2003
cho cac bénh nhan chua ISSN: 1859-1663 Trang 165-168
0 gidi tinh
Ket qua buge dau phat Tap chi Nhi Tép 10,
123 E‘Fn dotbicn gen gy |, khoa S6 dic bigt, | 2002
énh loan dudng co
Duchenne ¢ Viét Nam ISSN: 1859-3860 Trang 521-526
Ap dung ky thuat PCR
tim gen .T D o V? gen Tap chi nghién
A'melo('g’l‘en,m de xac ctru y hoc 18(2),
124 dinh gidi tinh cho bénh | 05 6/2002
nhan chua rd gigi tinh ISSN: 2354- Trang 3-6
va doi chiéu véi két qua 080X
nudi cdy nhidm sic thé.
Ky yéu toan vin
Bénh suy giap trang cac dé tai khoa
125 bam sinh tan phat tai 05 hoc. Nha xuat Trang 19-25 [11/2001
vién nhi 1990-1999 ban Y hoc.
11/2001
Triéu cPt'rng va chéin Tap chi y hoc 250
126 doan bénh loan duon% 03 thye hanh ’ 1998
co Duchenne trong diéu _ Trang 160-164
kién Viét Nam ISSN: 1859-1663
P e
12711991-1996) tai vien | O (hue hanh khoahoe, | 1997
bao vé sirc khoe tré em ISSN: 1859-1663 Trang 145-153
Kha nang phat hién )
nguoi lanh mang gen Tap chi y hoc Ky yéu hoi nghi
128 bénh cho me va chi em | 03 thyc hanh khoahoc, | 1997

gai cia bénh nhan teo

co gia phi dai Duchenne

ISSN: 1859-1663

Trang 154-159
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Hinh anh dién co dd R X
(EMG) 6 céc bénh nhi Cong trinh khoa
1290 .z . T s 02 hoc than kinh Trang 221-226 (11/1996
c6 bieu hién teo co gia
- 1956-1996
phi dai
Tap chi Nhi ;
A A re 4 . T" 3, A 4,
B0hsmconeen | khoa rang 164168 %%
' ISSN: 1859-3860 rang 1o%
11 Sau khi dwoc cong nhan Tién si
Céc bai bdo Quéc té
Diagnosis of
mucopolysaccharidoses IF: 3,706;
and mucolipidosis by Diagnostics | Q2, SCIE
131 assaying multiplex 15 X _ (Medicine 11(8):1347 |7/2021
enzymes and ISSN: 2075-4418 (Modiome
glycosaminoglycans Internal)
Dentinogenesis o CiteScore
Imperfecta rfmd Caries in Dent J (Basel) 22
132 |Osteogenesis Imperfecta| 07 X _ scopus 9(5):49 4/2021
among Vietnamese ISSN: 2304-6767 ’
Children Q2, SCIE
Adv Exp Med
A novel nonsense Biol
1331 gene . 07 X 2598, Q2, SCIE 1292:27-35 | 2020
Vietnamese patient with
congenital adrenal 2214-8019
hyperplasia
Novel variants of
CYP2IA2 in Mol Genet ) '
. . . IF: 2,183;
134 [Vietnamese patients 13 | X | Genomic Med 7(5):e623  |5/2019
with congenital adrenal ISSN:2324-9269 Q3, SCIE
hyperplasia
Whole exome IF: 3.706;
sequencing as a Diagnostics 2 SCIE
135 diagnostic tool for 05 | X (Basel) |2 5¢ 10(10):741  |9/2020
unidentified muscular . (Medicine,
dystrophy ina ISSN: 2075-4418 General &
. . Internal)
Vietnamese family
Identification of novel
mutations in BCKDHB Mol Genet
and DBT genes in G i« Med |TF: 2,183
1361, . 06 X enomic Me 8(8):e1337 |8/2020
Vietnamese patients Q3, SCIE

with maple sirup urine
disease

ISSN:2324-9269
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The benefits and
challenges of family Mol Genet | 1o 5 |es.
137 [genetic testing in rare 19 GenomicMed | 77" "1 (2 9;e1666  |5/2021
genetic diseases-lessons ISSN:2324-9269 Q3, SCIE
from Fabry disease
[dentification of three
novel mutations in
PCNT in Yi;tnamese Genes Genomics | IF: 1,839
patients wit _ . . _
138 microcephalic 06 ISSN: 19769571,| (2020); 43(2):115-121 |2/2021
osteodysplastic 20929293 Q3, SCIE
primordial dwarfism
type 11
A novel frameshift
\PHKA2 mutation in a ) )
family with glycogen Clin Chim Acta IF: 3.786:
139 storage disease type 05 ISSN: 00098981 03 508:9-15 9/2020
IXa: a first report in 18733492 Q2, SCIE
Vietnam and review of
literature
Late-onset ornithine
transcarbamylase
i i Front Pediatr |IF: 3,418;
140 deficiency apd variable 05 ront Fediatr R:301 72020
phenotypes in ISSN: 2296-2360|Q1, SCIE
Vietnamese females
with OTC mutations
\De novo mutations in )
EIF2B1 affecting elF2 Diabetes IF:7,72;
i i ISSN: 1, SCIE
141 pignalling cause 14 Q 12| 69(3):477-483 [3/2020
neonatal diabetes and 0012-1797,
transient elevated liver 1939-327X
enzymes
Validation of liquid
chromatography tandem IntJ Mol Sci | IF: 6,132
142 |mass spectrometry- 15 ISSN: 14220067,| (2020) 21(6):2025 |3/2020
based 5-plex assay for 16616596 Q1, SCIE
mucopolysaccharidoses
be oo NIPBL Medicina  |IF: 2,430;
mutations in
Kaunas
143 [Vietnamese patients 06 (. ) 1Qa,sCIE 56(2):76  |2/2020
with Cornelia de Lange ISSN: 1010660X, (General
syndrome 16489144 Medicine)
/Acromesomelic Am J Med Genetl 1. 5 146
. _ A S . _
144 dyspl‘asm Maroteaux 10 (2019); 06 179(8):1420 22019
type in patients from ISSN: 15524825, 2 SCIE 1422
Vietnam Qz,

15524833
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IF: 1,557
lAssefssment Otf f STR Taiwan J Obstet (2019)
14500 O PrEfea 11 Gynecol 02 | 58(5):645-649 |9/2019
diagnosis of Duchenne . 1,705;
Muscular Dystrophy ISSN: 1028-4559 Q3, SCIE
/Aplication of the o
method of continuous Acta Scientific IF: 0.695
Paediatri 7 - 08-
L4 venovenous 07 acdiatrics (2019- 2.1(2019): 08 12019
hemofiltration in ISSN: 2581- 1.
treatment of acute crisis 883X 2020)
with organic acidurias
Human sex reversal is IF: 14.919
caused by duplication or Nat Commun | (2020);
147 |deletion of core 18 ISSN 2041- 11,874 57 9(1):5319 |12/2018
enhancers upstream of 1723 (online) | (2018);
SOX9 Ql, SCIE
IF:
10,435
Autosomal recessive Genet Med | (5 years,
INoonan syndrome ISSN: 2019). 20(10):1175-
148 associated with biallelic 37 1098-3600, 8,683 3 1185 1072018
LZTR1 variants 1530-0366 (2018);
Q1, SCIE
Maternal variants in
NLRP and other IF: 5,899
ternal effect protei J Med Genet (2018):
maternal effect proteins _ ; 407
149 are associated with 30 ISSN: 00222593, QL. SCIE 60 | 55(7):497-504 |7/2018
multilocus imprinting 14686244
disturbance in offspring
Diversity in the incidence
and spectrumof organic
acidemias, fatty acid
oxidation disorders, and Mol Genet Metab| IF: 1,55
150 amino acid disorders in 18 Rep (2018); 51 16:5-10 5/2018
Asian counj[ries: ‘ ISSN: 22144269 | 3, SCIE
symptomatic screening
vs.expanded newborn
screening
11B-Hydroxylase IF: 1.26
deficiency detected by 7
lurine steroid Clinical Mass (2018)a
151 metabolome profiling 08 Spectrometry 1,71 01 | 7(2018): 1-5 [1/2018
using gas ISSN: 2376-9998| (2020);
chromatography-mass Q3

spectrometry

27


https://www.google.com/search?sxsrf=ALeKk028Afy-yzAI_JI4yCfsTHbAuXDmzA:1625759192641&q=genetics+in+medicine+issn&sa=X&ved=2ahUKEwirnKv56NPxAhWoyIsBHfEcAQcQ6BMoAHoECCUQAg
https://www.ncbi.nlm.nih.gov/pubmed/29574422
https://www.ncbi.nlm.nih.gov/pubmed/29574422
https://www.ncbi.nlm.nih.gov/pubmed/29574422
https://www.ncbi.nlm.nih.gov/pubmed/29574422
https://www.ncbi.nlm.nih.gov/pubmed/29574422
https://www.ncbi.nlm.nih.gov/pubmed/29574422

Ban hanh kém theo Cong vain so: 32/HPGSNN ngay 20/5/2021 ciia Chii tich HPGS nha nude

A Report on ten Asian
countries on current
status and future
directions of the genetic

J Genet Couns

IF: 2,537;
152 [counseling profession: 22 ISSN: 10597700, 17 27(1):21-32 [2/2018
the establishment of the 15733599 Q3, SCIE
professional society of
Genetic Counselors in
Asia
Hematopoietic stem cell Biol Blood
transplantation for Marrow IF: 4,602 23(10):1795-
153 patients with 19 Transplant (2017); | 54 ) 863 10/2017
Mucopolysaccharidosis ISSN: 10838791, Q1
11. 15236536
An ABCCS8 nonsense J Clin Res Pediatr IF: 19093
mutation causing Endocrinol (2017)
154 neonatal diabetes 09 ) Four years| 06 | 9(3):260-264 |9/2017
through altered ISSN:1308-5727, IF: 1,904;
transcript expression 1308-5735 Q2, SCIE
Cac bai bao trong nwoc
Giai trinh tur toan bg Tap chi nghién
vung gen biéu hién phat clru y hoc 138(2): trang
155 hian dot bién gen €¥BB| % | X | 1ssN: 2354 1907  |32021
gdy u hat man tinh 080X
. . Tap chi nghién
Kiéu gen va kiéu hinh Su'u y h%) c 138 (2): tran
156 cta tdng cholesterol 02 X . 37_;“ £ 132021
mau tién phat ¢ tré em ISSN: 2354-
080X
Kiéu gen va kiéu hinh Tap chi nghién
ctia mot sd ca bénh ting ctru y hoc 138(2): trang
7l thuong than bam | 92 | X | ssN: 2354- a4y |22021
sinh thé tich tu lipid 080X
Dot bién di hop tir troi Tap chi nghién
c.991T>C cua gen i 'Cl’m y hoc 138(2): tran
158 KCNJ11 gay céc kiéu 02 X .. 49_'54 & 132021
hinh khac nhau cua dai ISSN: 2354-
thao duong 080X
Dic diém lﬁm sang, hoa Tap chi nghién
sinh va mot s6 nguyén ctru y hoc 140(4). Trang
159 nhan ha canxi mau nang 02 X ISSN: 2354- 8-13 >/2021
O tré bu me 080X
Tan suat va nguyén .
160 nhan tai nhap vién gﬁa 02 X Tap chi nghién 140(4). Trang 52021
bénh nhan Pome diéu tri ctru 'y hoc 14-19

enzyme thay thé tai

28



Ban hanh kém theo Cong vain so: 32/HPGSNN ngay 20/5/2021 ciia Chii tich HPGS nha nude

bénh vién Nhi Trung ISSN: 2354-
uong tor 2015- 2020 080X
Két qua diéu tri bénh Tap chi nghién
Pompe thé xuét hién & clru y hoc 140(4). Trang
161 tré nho tai bénh vién 02 ISSN: 2354- 20-25 52021
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e ISSN: 2354- 26-31
080X
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dén khoi phat, mirc do Tap chi Y hoc Tép 500
nang va két qua diéu tri Viét Nam i1
167 nhiém toan ceton do dai 02 ISSN: 1859- So1, 3/2021
thao duong typ 1 & tré 1868 Trang 199-203
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Mot s6 yéu td lién quan Tap chi Y hoc .
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Dic didm 1Am s3 \ ) Tap 499,
dc diém lam sang va Tap chi Y hoc )
phan loai bénh ting san Viét Nam S6 1-2,
170|thugng than bam sinh | 03 8 Trang 137 — |2/2021
thé thiéu 21- ISSN: 1859- 140
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Bénh vién nhi Trung ISSIIIé61§59— Trang 164-168
Uong
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duong méi dugce chan Trang 80-86
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30



Ban hanh kém theo Cong vain so: 32/HPGSNN ngay 20/5/2021 ciia Chii tich HPGS nha nude

dieu tri tai Bénh vién

INhi Trung Uong
Sang loc rdi loan Tap chi nghién
4n hoa bam si cuu y hoc 126 (2),
179(chuyen hoa bam sinh |5 Y @ 152020
bang phuong phap khoi ISSN: 2354- Trang 59-66
pho doi 080X
180 trong pha hé bénh nhan | 05 _ 3/2020
tang cholesterol mau co ISSN: 2354- Trang 1-7
tinh chat gia dinh 080X
Phat hién dot bién gen Tap chi Y hoc .
AR trén bénh nhan méc Vidt Nam. Tap 497,
181|hoi ching khong nhay | 13 . S6 chuyén dé, 12/2020]
cam Androgen tai bénh ISSN: 1859- Trane 13-20
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X-link Tap chi Y hoc Tap 497,
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182 chn dodn can thidt & 02 ISSN: 1859- S6 chuyén de, (12/2020
tré suy thuong than 1868 Trang 91-97
Dic diem kiéu hinh va Tap chi Y hoc X
di truyén phén tir cia Viét Nam Tap 497,
183 bénh nhén dai thao 02 . S6 chuyén dé, [12/2020
dufbrng SF)’ sinh tai bénh ISSIII8618859- Trang 141-148
vién Nhi Trung uong
L Tap chi Y hoc A
Hoi chimg [PEX lin diu Vidt Nam Tap 497,
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1868 &
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1868 &
, , Tap chi Y hoc A
Kiéu hinh va két qua Vot Nam ‘Tap 497,
186 diéu tri bénh acid 02 ! . S6 chuyén de, (12/2020
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khuéch dai da dau do Tap chi nghién
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192 dac hi¢u Methyl hoa . 08 cuu y hoc (6) 112019
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tinh chat gia dinh 1868
Mot Sf) dé‘c diérfl dicl,l.té Tap chi diéu S6 26
195 10 lam sang bénh ddi ) -, dudng Viét Nam ’ 2019
duong tré em tai Bénh _ Trang 22-27
vién Nhi Trung uong ISSN: 2354-0737
Danh gia thuc trang
trién khai cac budc cua B
chuong trinh sang loc so Tap chi dicu s 26
196 sinh & nguoi bénh duge | 06 dudng Viét Nam ’ 2019
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Bénh vién Nhi Trung
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tri enzyme thay thé tai
Bénh vién Nhi Trung
uong giai doan 2015-
2018

Thuc trang sau rang va
mot sO yéu to lién quan

y o T % Tap chi y hoc
og[? tre beophit 6 den § |- g thyc hanh P99 o1
tuoi tai Bénh vién Nhi _ Trang 19-22
Trung wong nim 2018- ISSN: 1859-1663
2019
Thyc trang séu rang va
mot s6 yeu to lién quan
0 tré 6-8 tudi co chi s Tap chi y hoc 8 (1106)
199 khéi co thé BMI binh 05 thye hanh Trang 155-158 | 8/2019
thuong tai Bénh vién ISSN: 1859-1663
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2019
Khoang tham chiéu cta )
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200 phuong phéap khéi phd 05 ISSN: 1859- S6 chuyén de, |9/2019
doi str dung cho sang 1868 Trang 54-59
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Dic diém ring miéng & Tap fihl’ Y hoc Tap 481,
201 Pénh nhan 03 Viet Nam S62 8/2019
Mucopolysaccharidosis ISSN: 1859- ’
typ 1 1868 Trang 53-57
Hoi ching Jarcho-Levin T@\I; icéltliNinliQC Tap 481,
voi tui Meckel khong 16 - .
202 thoat vi trong nguc phai 03 ISSN: 1859- 862, 8/2019
O tré so sinh 1868 Trang 99-101
Két qua diéu tri h(;lrmon T@\l; icéltliNinl}lQC Tap 481,
tang truong tai to hop ¢ - z
203 bénh nhan thiéu hut 03 ISSN"- 1859- So 1, 8/2019
hormon tang trudng 1868 Trang 38-41
, Tap chi Y hoc n
Ty 1¢ sinh nga bét toan Vi3t Nam Tap 481,
204 (5 bénh nhan tao xuong | 04 ' 86 1, 8/2019
o RO KOS ISSN: 1859- ?
1868 Trang 85-88
Két gué ﬁiéu tri va mot Tap chi Y hoc .
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bam sinh thé thi¢u 21- 1868 Trang 88-92

hydroxylase
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Nghién ctru kiéu hinh, ,
kidu gen va két qua didu Tap chi Y hoc Tap 477

206 tri bénh maple syrup 0 Viét Nam é; 1 , 42019
urine disease thé trung ISSN: 1859- oL
gian tai Bénh vién Nhi 1868 Trang 130-133
Trung vong
Ap dung k¥ thuat giai
trinh t}r gen phat hién Tap chi nghién
dot bién diém gen ctru Y hoc 119 (3),

207|/CYP21A42 gay bénh tang| 05 _ 4/2019
sinh thé thiéu 21- 080X
hydroxylase
Kiéu hinh, kiéu gen va _
két qua diéu tri bénh Tap chi nghién

i uu 'Y h 119 (3),

208 maple Syrup urine 00 ¢ oc A3) 4/2019
disease tai Bénh vién ISSN: 2354- Trang 15-22
INhi Trung wong: 14 080X
nam kinh nghiém
Ap dung k¥ thuat
N{LPé tI'Ol:lg phat hién Tap chi nghién
dot bién xoa doaﬂn gen ciru Y hoc 117(1),

209|/CYP21A42 gay bénh tang| 07 _ 2/2019
san thugng :[hafln bam ISSN: 2354- Trang 1-7
sinh thé thiéu 21- 030X
hydroxylase
Xac dinh dot bién gen _

CYP21A42 trén bénh Tap chi nghién
An ta : ctru Y hoc 117(1),

210 nhfln t?ng san thq?ng 05 C (1) 2/2019
than bam sinh thiéu 21- ISSN: 2354- Trang 39-44
hydroxylase thé mat 080X
muoi
Hi¢u qua cua phuong .
phap loc mau lién tuc Tap chi y-duogc T@E,) 43,

211 di€u tri dot cap matbu | 06 hoc quén sy SO 6, 8/2018
r0i loan chuyén hoéa axit ISSN: 18590748 Trang 68-73
hitu co
Tri¢u chung lam sang .
va phén tich gen mot so Tap chi y-duoc Ta}? 43,

212ca bénh 04 hoc quan su S6 6, 8/2018
mucopolysaccharidosis ISSN: 18590748 Trang 85-93
typ 1
Dic diém kiéu gen Tap chi nghién
CYP21A2 cua gia dinh ctru Y hoc

213 pe An ting s 05 j 115 (6),45-52 | 2018
bénh nhanA tang san ISSN: 2354- (6)
thuong than bam sinh 080X

thé thiéu 21-
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Hydroxylase thé mat
muodi nang

Danh gia moi twong
quan gitra dot bién gen

> Tap chi Y hoc A
CYP2142 va dic diém Viot Nam Tap 470,

214 can lam sa ja bénh | 05 ! S6 chuyén d¢,|9/2018
Can |dm Sang ca b% ISSN: 1850- 4
nhan tang san thuong Trang 82-88
than bam sinh thé thiéu 1868
21- Hydroxylase
Xac dinh dot bién gen Tap chi Y hoc R

s CYPZIAZhé bénhﬁlhén N '\F;iet Nam. Tasp, 4268, .
tang san thuong than . 02,
bém sinh thé thiéu 21- ISSN: 1859- T

1868 rang 36-40
Hydroxylase
Nghién ctru dac diém Tap chi Y hoc
1Am sang cua mot so Viét Nam

216{bénh nhan 04 ' 472, tr;8§ 7112018
Mucopolysaccharidose ISSN: 1859- B
typ L, 1L, IV. VI 1868
Ung dung nghiém phéap y
kich thich glucagon Tap chi noi tiet 632, tran

217 trong chan doan thiéu 09 va dai thao duong ’ & | 2018

< , 209-213
hut hormon tang truong ISSN: 1859-4727
O tré thap lun
Betaketothiolase Journal of
deficiency: Izlheno'[ypea Pediatrics. 11(6),

218 |genotype and outcome 02 N 12/2018
of 48 Vietnamese Tap chi Nhi khoa Trang 46-54
Genotype, phenotype
and outcome of Journal of
Vietnamese patients Pediatrics. 11(6),

219 with neonatal diabetes 02 Tap chi Nhi kh 12/2018
mellitus due to e o4 Trang 55-63
KCNJI11/ABCCS ISSN: 1859-3860
mutations
Dic diém 1am sz‘l’ng, can
l1am sang bénh r61 loan Tap chi'y hoc 1080 —s6 9

220|chuyén héa bam sinh 05 thue hanh " 19/2018
acid propionic & giai ISSN: 1859-1663 Trang 40-43
doan so sinh
Két qua diéu tri bénh Tan 10

. . ap 10,
corxuong k}lar}g . Tap chi Nhi khoa IA)

221 |Vitamin D & tré em tai 06 . So 5, 10/2017
Bénh vién Nhi Trung ISSN: 1859-3860 Trang 60-64

uong
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Ung dung k§ thuat dinh
hifl(?ng ster}?’id njéli(l?éng Tap chi Y hoc Tap 458,
2o PAUONS PRAP SAC Y=gy Vit Nam Sé ddc biet, |9/2017
khoi pho trong chan _
doén tang san thugng ISSN: 1859-1868 Trang 75-84
than bam sinh
Day thi sém do Tap ch\i{nﬁghién Tap 108,
\ 5 ctu Y hoc .
293 [Harmatoma ving duci |, ' 63, |9n017
doi: Bao cao 16 bénh ISSN: 2354-
nhan 080X Trang 66-73
ijé‘Lyéfﬁth‘ll} cua B Tap chi Y hoc Tap 457,
24 SN AN CAY LA SOM 1 64 Viét Nam S62,  |8/2017
trung wong tai Bénh _
vién Nhi Trung wong ISSN: 1859-1868 Trang 203-207
Két qua diéu trj day thi Tap 458,
som trung wong vo can Tap f?hi Y hoc 36 1
22510 tré gai bang triptorelin| 04 Viét Nam ’ 9/2017
tai Bénh vién Nhi Trung ISSN: 1859-1868 Trang 234-238
uong

- Trong d6: sd luong va thir tu bai bao khoa hoc dang trén tap chi khoa hoc quéc té uy tin
ma UV la tac gia chinh sau khi dugc duge cap bang TS: 06 (cac bai theo thir ty trong danh
sach: 131; 132; 133; 134; 135 va 136).

+ Diagnosis of mucopolysaccharidoses and mucolipidosis by assaying multiplex enzymes and
glycosaminoglycans.

+ Dentinogenesis imperfecta and caries in osteogenesis imperfecta among Vietnamese children.
+ A novel nonsense mutation ¢.374C>G in CYP21A2 gene of a Vietnamese patient with
congenital adrenal hyperplasia.

+ Novel variants of CYP21A2 in Vietnamese patients with congenital adrenal hyperplasia.

+ Whole exome sequencing as a diagnostic tool for unidentified muscular dystrophy in a
Vietnamese family.

+ Identification of novel mutations in BCKDHB and DBT genes in Vietnamese patients with
maple sirup urine disease.

7.1.b. Bai bao khoa hoc, bao céo khoa hoc dd cong bd (Danh cho cac chuyén nganh thugc
nganh KH An ninh va KH Qudn sw duwoc quy dinh tai Quyét dinh so 25/2020/0P-TTg)

| sb | Latac | Yenw@pehi | oc danh .+ |Thang,
TT Tén bai bao/bao tac i hoac ky yéu muc tap chi u Tap, so, nim
cdo KH ia | chinn |Khoa hoc/ISSN | TERE SR L P Y trang | SN
g hoiic ISBN g g
I Trude khi dugc cong nhan PGS/TS
1
2
I Sau khi dugc cong nhan PGS/TS
1
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- Trong d6: s6 lwong va thir tr bai bao khoa hoc ding trén tap chi khoa hoc uy tin cua
nganh ma U'V 1a tac gia chinh sau PGS/TS: ........cooiiiiiiiiiiiii,

7.2. Bang doc quyén sang ché, giai phap hitu ich

Tén ,bz"lng doc quyén sang Tén co | Ngay thang | Tac gia chinh/

che, gidi phap hiru ich quan cip | nam cip dong tac gia S0 tac gia

TT

1
2

- Trong d6: s6 bang doc quyén sang ché, giai phap htru ich dugc cap, 1a tac gia chinh sau
khi dugc cong nhan PGS hodc dugc cap bang TS (ghi 10 sO thir tw): ......oooviiiiiiiiia.L.
7.3. Tac phém ngh¢ thuat, thanh tich huin luyén, thi d4u thé duc thé thao dat giai
thuong qudc gia, quoc té

Tén the phim : Vin bén cong |Giéi thwéng ch
nghé thuit, thanh |Co quan/to chire 1 ban cong , wong €ap IOV
TT| 7 A A n A nhan (s0, ngay, | Quoc gia/Quoc So tac gia
tich huan luyén, cong nhan thang, nim) 1
thi diu TDTT &
1
2

- Trong d6:sb tac phém ngh¢ thuat, thanh tich huin luyén, thi dau dat gidi thuong quéc té,
1a tac gia chinh/hudng dan chinh sau khi duoc cong nhan PGS hoic duoc cap bang TS

(ghi 18 6 thTT TU): <..ee e

8. Chu tri hodc tham gia xdy dung, phat trién chuong trinh do tao hodc chuong trinh/du
an/dé tai nghién clru, tng dung khoa hoc cong nghé ctia co sé gido duc dai hoc da dugc dua
vao ap dung thuc té:

Chwong trinh
dao tao,
TT | chwong trinh
nghién ciru trng
dung KHCN

Vaitro |Vanban giao| Co quan
UV (Chit |nhiém vu (s6, | tham dinh,
tri/ Tham | ngay, thang, | dwa vao s

gia) nam) dung

Vian ban dua
vao ap dung Ghi chu
thue té

1
2

9. Cac tiéu chuan khong du so v6i quy dinh, dé xuit cong trinh khoa hoc (CTKH) thay thé*:
a) Thoi gian duoc bo nhiém PGS
Pugc bd nhiém PGS chua da 3 ndm, con thiéu (sé lugng nam, thang): ........................
b) Hoat dong dao tao
- Tham nién dao tao chua du 6 nam (U'V PGS), con thiéu (s6 lugng nam, thang):
- Gi0 giang day
+ Gio giang day truc tiép trén 16p khong du, con thiéu (ndm hoc/sd gid thiéu): .............
+ Gio chuan giang day khong du, con thiéu (nam hoc/sé gior thiéu): ...................c.......
- Huéng dan chinh NCS/HVCH,CK2/BSNT:
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+ D4 huéng dan chinh 01 NCS d3 c¢6 Quyét dinh cap bang TS (UV chic danh GS) [
Dé xuit CTKH dé thay thé tiéu chuan huéng dan 01 NCS duoc cip bang TS bi thiéu:

+ D3 hudng dan chinh 01 HVCH/CK2/BSNT di c¢6 Quyét dinh cip bang ThS/CK2/BSNT
(UV chttc danh PGS) [

Dé xuit CTKH dé thay thé tiéu chuan huéng dan 01 HVCH/CK2/BSNT duoc cip bang
ThS/CK2/BSNT bi thi€U: ...evviiiieiiiiiiiii et

c¢) Nghién ctru khoa hoc
- P chu tri 01 nhiém vu KH&CN cip Bo (U'V chirc danh GS) [
Pé xuat CTKH dé thay thé tiéu chuin chu tri 01 nhiém vu KH&CN cép B6 bi thiéu:
- Ba chu tri 01 nhiém vu KH&CN cip co sé (UV chirc danh PGS) L]
Pé xuat CTKH dé thay thé tiéu chuén chu tri 01 nhiém vu KH&CN cép co s& bi thiéu:
- Khong du s6 CTKH 1a tac gia chinh sau khi duoc bd nhiém PGS hodc dugc cip bang TS:
+ Péi voi tmg vién chirc danh GS, da cong bd duge: 03 CTKH [1; 04 CTKH [
Pé xuét sach CKUT/chuong sach ctia NXB c6 uy tin trén thé gidi 1a tac gia chinh thay thé
cho viéc UV khong du 05 CTKH la tac gia chinh theo quy dinh:
+ Pbi voi tmg vién chirc danh PGS, di cong bd duge: 02 CTKH [
Pé xuét sach CKUT/chuong sach NXB c6 uy tin trén thé gidi 1a tic gia chinh thay thé cho
viéc UV khong du 03 CTKH 1a tac gia chinh theo quy dinh: ...................ooooiiial.
Chii y: POi véi cde chuyén nganh bi mdt nha nwée thude nganh KH An ninh va KH Qudn
su, cdc tiéu chuan khong du vé hwong dan, dé tai khoa hoc va cong trinh khoa hoc sé duoc
bit bang diém tir cdc bai bdo khoa hoc theo quy dinh tai Quyét dinh sé 25/2020/0D-TTg.
d) Bién soan sach phuc vu dao tao (ddi v6i tng vién GS)
- Khong du diém bién soan sach phuc vu dao tao: ......ooiiiii
- Khong du diém bién soan gido trinh va sach chuyén kKhao: ................cccocoiiiiiiiiiiin,
C. CAM POAN CUA NGUOI PANG KY XET CONG NHAN PAT TIEU CHUAN
CHUC DANH:
T6i cam doan nhitng diéu khai trén 13 dang, néu sai toi xin chiu trach nhiém trudc phap
luat.

Ha Noi, ngay 20 thang 07 nam 2021

NGUOI PANG KY

Vi Chi Diing
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