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RLCH acid amin va acid hitu co: khiém khuyen chuyen hod lién quan

chu yéu to1 con duong giang hoa protein (acid amin).

Bénh xuit hién moi 1tra tudi, chu yéu & tré nho, gay ton thuong nhiéu

co guan dac biét: ndo, gan, tim, than.

Hau qua khong diéu tri kip thoi: tir vong hodc di chirg than kinh.

Chuong trinh sang loc so sinh mo rong: giam ti 1¢ tir vong va di ching

Viét Nam:

+ 12 nam chan doan va sang loc nguy co cao: tir vong va di ching 30% -
50%

+ SLSS mé rong bat dau, két qua kha quan so v6i chan doan muén hoac khi
da co triéu chirng 1dm sang ( T11/2017 dén nay)
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# So sanh két qua diéu tri va chi phi diéu tri ciia 4 bénh
(PKU, MSUD, BKT, GA1) qua sang loc so’ sinh m¢ rong
v&i chan dodn khi da cé triéu chirng.



Sang loc & Chan doan
-‘

Sang loc so Sang loc nguy Chan doan
sinh mo rong  [co cao
Pbi tuong TAat ca so sinh | Tiéu chuan chon | Tré ¢6 triéu
sang loc chirng dén
bénh vién
Phuong Test Gurthrie |GC/MS GC/MC
phap Tandem MS Tandem MS Tandem MS
HPLC HPLC A. amin
analasis
Thoi gian | Trudc khi xuat |Trudce khi xuat | Sau khi xuat
hién triéu hi€n triéu chirng |hién triéu
chiing chirng




Bénh ly axit amin, axit hiru co, va axit béo

triglyceride

Axit amin Axit béo

* Bénh axit amin mau (B-oxidation)
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DANH SACH CAC BENH SANG LOC ROI LOAN CHUYEN HOA O TRE SO SINH

* 1giot mau giay
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Sang loc dwgc 55 bénh

qua co ché phat hién

cac hoat chat trung

gian bang ky thuat MS-

MS

e Puoc trién khai
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gioi tr 2010

Bieh rél loan chuybn héa axit amis (Amino Ackd Discrders )

1. Argeviramia (ARG1 Deficiancy)

2 Argirinomuczane Axtena (ASL Detcency)
3. Caulinamia | (ASE Deficiancy)
4 Civulinamia Il

5. Homocywsruria

6. Hypermathioniearnia

7 Hype | Hypanr ¢
0. HyperormiPinamia wih Gyral Atrophy
9 Maple Speup Lene Disease

10 N-scelyl Glutumate Synihetuse Dulcency (NAGE Deficmncy |
11 Pranykstonura

12 Benign Hypershemtadasinema

13 Defucts of Buptern Cofacior Scoxyntheis

15 Tyroanenia Typa | ~ . Q

14, Defocts of Boptern colacior repeneration

18 Tyrominenia Tyom |

17, Tyrosimenia Type 11l He thdag she ky ldng ghép ndi wil khdi phé kip
15 Cindine danscarbenoylise deficancy (OTC) ILEMSME Tandem Mass) ding cho sang loc ré loan chupde hoa bim sieh
19 Nen deictic Myperglyonsma

20. Pyruvate carboxyfase defclency

21, Hyperpeoinmunis Types 1 {nar. Pro),

22 Hypoprowasmia (decr Pro)

23 HEH syndiome (Hyperammonia + Ryperamithinaamia + Homootrulnura)

24 Hyperlysrmams Lyanwic Proter Irtclemncs (LPY)
25, Serre detconcy dsorders

H " = 1
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H§ thdng she & K khbi pid (GCMS) phie tich axit hiru co
Béa 1y rbi loan chuydn hoa axit beo (Fatty Acid Oxidation Disceders)
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Thire trang tai BV Nhi Trung wong

2004 — 2017 ( trwdc khi cé SLSS mo rong)

4174 tre nguy co cao & cd triéu ching nghi ngo
RLCHBS trong 12 ndm (11/2004 — 12/2017)
«» 373/4174 (9%) c6 RLCHBS

v Organic acidemia: 183/373 (49,1%)
v" Amino acid disorders: 70/373 (18,7%)
v Urea cycle disorders:  60/373 (16,1%)

v" Fatty acid oxydation disorders: 60/373 (16,1%)
“» T vong giam 52% (2004) con 10.2% (2016)
“*Di chtrng: 20 — 30%



SLSS m¢& réng tai BV Nhi TW tw

T12/2017 dén nay
‘\

* Phat hién duwoc 6 BN:
# 3 BN Phenyl Keton niéu (PKU)

# 1 BN Maple Syrup Urine Disease (MSUD)
+ 3 BN thiéu Betaketothiolase (BKT)
# 1 BN Glutaric acid type 1 (GA1)




PKU (Phenylketonuria)




A

Co ché gay bénh:

* Tang phenyl alanin lam
ton thwong cac té bao
nao
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* Tilé mac:1/5000 — 1/50.000
+ Hay gap & Chau Au, it gap & Chau A.
*  Biéu hién lam sang:
*  Cham phat trién tinh than van dong
Co giat
Tang truvong lwc co, co crng
» Giamsacté da
* Bénh dwoc sang loc so' sinh tai cdc nwdc Chau Au tir nam
1960.
- Khang dinh chan dodn:
*  DBinh lvgng acid amin mau: tang phenyl alanin mau
* Do hoat do6 enzyme PAH/phan tich dét bién gen PAH
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+ Piéu tri:
+ Ch& do an han ché Phenyl alanin (stta chuyén hod va san
pham dinh dwong khong c¢6 Phenylalanin)
# Muc tiéu néng dé phenyl alanin mau < 400 Mmol/I
« Tién lwgng tot néu duwoc diéu tri trwdc 3 thang: Phat
trién tinh than van dong binh thuwong.



Axit hiru co 183 49,1
1. Beta-ketothiolase deficiency 56
2. 5-oxoprolinuria 22
3. Methymalonic acidemia (MMA) 22
4. Propionic academia (PPA) 31
5. Congenital lactic acidemia 5
6. Glutaric aciduria type 2 21
7. 3- Methyl glutaconic aciduria 5
8. Multiple carboxylase def. (MCD) 3
9. Isovaleric acidemia 8
10. 3-Methyl croconylCoA carboxylase deficiency 2
11. Glutaric aciduria type 1(GA1) 6
12. 3-hydroxyl isobutyricaciduria 2
Chu trinh urea 60 16,1
13. OTC 31
14. Citrulinemia type 2 14
15. Citrulinemia type 1 12
16. Argininosuccinic aciduria 2



Cacnhom benh RIECHBS 2004=12/204¥

Nhém n %
Axit amin 70 18.7
17. Maple syrup urine disease (MSUD) 58
18. PKU 9
19. Tyrosinemia type 1 1
Khiém khuyét oxy héa axit béo 60 16.1
20. Short chain acyl CoA dehydrogenase deficiency (SCAD) 4
21. Median chain acyl CoA dehydrogenase deficiency (MCAD) 3
22. Very long chain acyl CoA dehydrogenase deficiency (VLCAD) 14
23. Long chain acyl CoA dehydrogenase deficiency (LCAD) 10
24. Carnitine palmitoyltranferase 2 (CPT 2) 1
25. Carnitine palmitoyltransferase 1 (CPT 1) 1
26. Primary carnitine deficiency 17
Tong 373 100




PKU ( Viét Nam)

12 nam sang loc nguy co’ cao
* Tan suat: \.

* 9 caf12 nam sang loc nguy co cao
# 3 ca/8 thdng qua sang loc so’ sinh m& rong
> Tilé bo sét chan dodn trong cong déng con cao
# Lam sang cla 9 ca cd triéu chirng:
+ Tudi chan doan: 12 thang — 13 tudi
* Lam sang:
+ Cham phat trién tinh than vin dong: 9/9
+ Co clrng co, x0an van: 2/9.
* Toc hoe vang: 100%

# XN: tang phenyl alanin mau ( 2000 — 3000 Mmol/l).



PKU chan doan muon, tan tat




PKU

8 thang sang loc so sinh
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* 3 ca PKU qua sang loc so sinh:
+ Tudi phat hién: 24 ngay, 14 ngay, 42 ngay

+ Chwa c6 biéu hién 1am sang

# XN: Phenyl alanin mdu tang (2400 - 2840 Mmol/l)

« Diéu tri: ché d6 an han ché phenylalanin

« K&t qua diéu tri:
# Phenylalanin gidam nhanh sau 1 tuan diéu trj ( < 300 Mmol/l).
* Khéng cé chadm phat trién van déng, tinh than.



PKU

8 thang sang loc so sinh

\’

* Ca bénh PKU 1 qua sang loc so sinh:

*

*

Tre gai sinh ngay 27/11/2017

Sang loc mdu goét chan: tang Phenylalanin mau (két qua tra Itc 17
ngay tudi)

Khang dinh chdn doan bang dinh lwvong acid amin mau bang HPLC
Vao 24 ngay tuoi:

* Phenylalanin mau: 2784 Mmol/I

Bénh nhan duoc diéu tri:

# Ché& d6 an sira ddc biét khéng c¢6 Phenylalanine.

K&t qua diéu tri:

# Sau1tuan diéu tri: Phenylalanine mau 600 Mmol/I

* Sau d6 1 tuan/1 [an: Phenylalanine mau 60 - 100 Mmol/I

* Hién 8 thdng: Khong ¢4 cham phat trién van déng, tinh than.






* Ca bénh PKU 2 qua sang loc so’ sinh: S

*

*

PKU

8 thang sang loc so sinh

Tre trai sinh ngay 22/03/2018

Sang loc mau goét chan: tang Phenylalanin mau (két qua tra Idc 12
ngay tudi)

Khang dinh chdn doan bang dinh lwvong acid amin mau bang HPLC
vao 14 ngay tuoi:

* Phenylalanin mau: 2444,7 Mmol/l

Bénh nhan dwoc diéu tri:

# Ché& d6 an sira ddc biét khéng c6 Phenylalanine.

K&t qua diéu tri:

# Sau1tuan diéu tri: Phenylalanine mau 600 Mmol/I

* Sau d6 1 tuan/1 lan: Phenylalanine mau 60 - 100 Mmol/I

* Hién 4.5 thang tudi: Khong ¢ cham phat trién van déng, tinh than.






PKU

8 thang sang loc so sinh

o

* Ca bénh PKU 3 qua sang loc so’ sinh:

# Treé trai sinh ngay 22/03/2018

* Sang loc mau got chan: tang Phenylalanin mau (két qua tra ldc 36 ngay
tuoi)

+ Khang dinh chdn doan bang dinh lwvgng acid amin mau bang HPLC vao 42
ngay tuoi:

* Phenylalanin mau: 2603,7 Mmol/l

* Bénh nhan dwoc diéu tri:

# Ché& d6 an sira ddc biét khéng c6 Phenylalanine.

+ Tién str: Anh trai 2 tudi cham phat trién tinh than van dong, rung giat nhan
cau. ba dugc kham nhiéu lan tai BV Nhi Trung wong véi chan dodn cham
phat trién tinh than van dong khéng ré nguyén nhan. Phenylanaline mau
1565 Mmol/I.
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Cham phat trién TTVD,
Kho ngu, téc vang

Bd: Tai sao con t6i khdng
dwoc lam SLSS?7?7?

G

Bé&nh nhan dau tién PKU qua SLSS



MSUD (Maple Syrup Urine Disease)
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http://www.ncbi.nlm.nih.gov/pubmed?term=Advances and challenges in the treatment of branched-chain amino/keto acid metabolic defects
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MSUD (Lam sang)

Tubéi  Triéu chieng Iam sang  Dac diém héa sinh  Hoat do
khoi BCKAD
phat (% binh
thwong)
Cé So Mui dwdng chay « Tang BCAAs mau | 0-2%
dién sinh Bu kém » Tang isoleucine
Kich thich, i bi * Tang BCKAs niéu
Tw thé ubn van « Test DNPH niéu
Loan trwong lwc co khw | dwong tinh
tru « Xeton niéu

Poéng tac bat thudng
nhw muaa kiém (chi trén),
nhw dap xe dap & chi
dudi

Hon mé

Uc ché hd hap




MSUD (lam sang)

Triéu chirng 1am sang | Pac diém héa sinh | Hoat do

BCKAD
(% binh
thuwong)
Trung Khac  Mui dudng chay Giéng nhu thé co 3-30%
gian  nhau  Cham ting trudng dién nhung murc d6
Kém an tang it hon
Kich thich
Cham phat trién tinh
than

Bénh ly nao khi bi om



Thé xuét
hién tirng
dot

Thé dap
ung voi
Thiamine

Khac
nhau

Khac
nhau

MSUD (lam sang)

Triéu chirng 1am sang | Piac diém héa sinh | Hoat d6

Giai doan dau ting

trudng va phat trién
binh thuong.

Co thé c6 giai doan
mat bu ning

Giong thé trung gian

=104 @2\D)
(% binh
thwong)

BCAAs binh thwong  5-10%
Kkhi khong c6 trigu

chirng

Khi bi 6m thi cac két

qua héa sinh giong thé

cO dién

Diéu tri bang thiamine 2-40%
thi cai thién dung nap

vé6i leucine va cac xét

nghiém hoéa sinh
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+ Piéu tri:
+ Ché& dd an han ché 3 acid amin chudi nhanh (stra chuyén
hod va san pham dinh duéng dac biét)
# Muc tiéu: néng déng Leucine: 150 -300 Mmol/I
* Tién lvgng:
+ TOt néu diéu trj trrde khi cé tén throng nao
# Tl&r vong va di chirng néu khéng duoc diéu tri



Axit hiru co 183 49,1
1. Beta-ketothiolase deficiency 56
2. 5-oxoprolinuria 22
3. Methymalonic acidemia (MMA) 22
4. Propionic academia (PPA) 31
5. Congenital lactic acidemia 5
6. Glutaric aciduria type 2 21
7. 3- Methyl glutaconic aciduria 5
8. Multiple carboxylase def. (MCD) 3
9. Isovaleric acidemia 8
10. 3-Methyl croconylCoA carboxylase deficiency 2
11. Glutaric aciduria type 1(GA1) 6
12. 3-hydroxyl isobutyricaciduria 2
Chu trinh urea 60 16,1
13. OTC 31
14. Citrulinemia type 2 14
15. Citrulinemia type 1 12
16. Argininosuccinic aciduria 2



Cacnhom benh RIECHBS 2004=12/204¥

Nhém n %
Axit amin 70 18.7
17. Maple syrup urine disease (MSUD) 58
18. PKU 9
19. Tyrosinemia type 1 1
Khiém khuyét oxy héa axit béo 60 16.1
20. Short chain acyl CoA dehydrogenase deficiency (SCAD) 4
21. Median chain acyl CoA dehydrogenase deficiency (MCAD) 3
22. Very long chain acyl CoA dehydrogenase deficiency (VLCAD) 14
23. Long chain acyl CoA dehydrogenase deficiency (LCAD) 10
24. Carnitine palmitoyltranferase 2 (CPT 2) 1
25. Carnitine palmitoyltransferase 1 (CPT 1) 1
26. Primary carnitine deficiency 17
Tong 373 100




MSUD (Viét Nam)

12 nam sang loc nguy co cao

+ Tan sudt: \
* 58 cal 12 nam sang loc nguy co’ cao —
* 1cal 6 thang sang loc so sinh.
» SO lwgng bd sét chwa sang loc cao
+ Bi€u hién lam sang clla58 ca:
# 54 cathé cb dién:
* xuat hién bénh 3 - 8 ngay tudi
« Triéu chirng: bd by, li bi, co giat, hdn mé.
# XN: tang isoleucine, valine, leucine ( 2000 - 3000 Mmol/l)
+ 3 cathé trung gian
* Xuat hién bénh: 6 thang tuoi
+ Chan doan: 12 va 18 thang
+ Lam sang: chdm phat trién tinh than van dong
* XN: Leucine: 1200 — 1500 Mmol/I



Viét nam

12 nam sang loc nguy co’ cao

+ Diéu tri 54 BN d3 c6 triéu chirng 1am sang: t6n kém (hang
tram triéu/BN)
# 51 BN hd tro thd may va oxy qua mask
* 20 BN loc mau lién tuc

+ K&t qua diéu trj khi c6 triéu chirng: han ché

+ Tlrvong: 40 BN (90% & tudi so sinh)

# Di chirng cham van déng, tinh than: 8 BN
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Viét nam

8 thang sang loc so sinh

o

* Bénh nhan qua sang loc so sinh:
Chan doan: Bénh nhan nir 8 ngay tuoi
Chuwa c6 biéu hién [am sang.
K&t qua sang loc MS/MS: Leucine/Isolecucine 800 Mmol/l (két qua
tra lGc 30 ngay tudi)
+ Khang dinh chan doan bang dinh lvgng acid amin mau:
+ Leucine : 1180 Mmol/l (17-155 Mmol/l) lic 34 ngay tudi.
« Piéu tri: ch€ do an ( sira chuyén hod), isoleucine/valine.
+ Két qua:
* Leucine mau: 70 -100 Mmlo/l
+ phat trién tinh than, van déng binh thuong
+ Tién lvgng tot: 7 thang tubi da biét ngoi, treon.
+ Piéu tr%: khéng ton kém (khéng can loc mau va the may, diéu tri
noi tru

* % *



Bénh nhan dau tién phat hién SLSS




Thiéu Betaketothiolase
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Té bao ngoai gan

« Tang thé xeton
=> nhiém toan
xeton = chuyén
hod ndi mo6i =
tén thvong da
co quan.

«  Tang 2MAA,

2M3HB ¢4 thé
tén thwong vo
nao.
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* >150 bénh nhan. Ti I1é qua SLSS: 1/137.120 - 1/232.000.
* Triéu chirng LS— XN thwong qui:

+ chl yéu la nhiém toan xeton tang khoang tréng anion
tirng dot, ko o triéu chirng gilra cac con.

+ Xét nghiém chuyén hoa dac hiéu:
* tang 2MAA, 2M3HB, TIG niéu.
* tang C5:0H, C5:1 mau.
+ Piéu tri:
# Con cap: truyén Glucose liéu cao
# Lau dai: ché d6 an it protein
+ K&t qua diéu trj tot: 80% khoéng di chirng



Axit hitru co

183

49,1

1. Beta-ketothiolase deficiency 56
2. 5-oxoprolinuria 22
3. Methymalonic acidemia (MMA) 22
4. Propionic academia (PPA) 31
5. Congenital lactic acidemia 5
6. Glutaric aciduria type 2 21
7. 3- Methyl glutaconic aciduria 5
8. Multiple carboxylase def. (MCD) 3
9. Isovaleric acidemia 8
10. 3-Methyl croconylCoA carboxylase deficiency 2
11. Glutaric aciduria type 1(GA1) 6
12. 3-hydroxyl isobutyricaciduria 2
Chu trinh urea 60 16,1
13. OTC 31
14. Citrulinemia type 2 14
15. Citrulinemia type 1 12
16. Argininosuccinic aciduria 2



Cacnhom benh RIECHBS 2004=12/204¥

Nhém n %
Axit amin 70 18.7
17. Maple syrup urine disease (MSUD) 58
18. PKU 9
19. Tyrosinemia type 1 1
Khiém khuyét oxy héa axit béo 60 16.1
20. Short chain acyl CoA dehydrogenase deficiency (SCAD) 4
21. Median chain acyl CoA dehydrogenase deficiency (MCAD) 3
22. Very long chain acyl CoA dehydrogenase deficiency (VLCAD) 14
23. Long chain acyl CoA dehydrogenase deficiency (LCAD) 10
24. Carnitine palmitoyltranferase 2 (CPT 2) 1
25. Carnitine palmitoyltransferase 1 (CPT 1) 1
26. Primary carnitine deficiency 17
Tong 373 100




SOVELED

12 nam sang loc nguy co cao

‘\

# Tan suat
* 56 BN/12 nam sang loc nguy co’ cao
* 3 BN/8 thang sang loc so sinh
# Lam sang cua 56 BN
# Tubi xuat hién: 6 — 18 thang tudi (84%)
* Triéu chirng: sét, non, li bi, hon mé
+ XNz
+ nhiém toan chuyén hod nang (pH: 6,9 -7,1).
* Xeton niéu.
* Tang C5:1, (5:0H mau, tang TiG, 2MAA, 2M3HB



SOVELED

12 nam sang loc nguy co cao
\

+ Diéu tri 56 BN ¢4 triéu chrng: BN vao vién mudn nén diéu tri
ton kém
# 52 bénh nhan thé may/ oxy qua mask (23 thé may)
* 14 bénh nhan loc mau
+ K&t qua diéu trj khi BN ¢6 triéu chirng
+ 87% phat trién binh thuwong.
# 50% cO Cac con cap tai phat



BKT

8 thang sang loc so sinh

‘\

* 3 caqua sang loc:
+ Tudi chan doan: 14 ngay — 30 ngay
+ Diéu tri: cung cap Lcarnitine, truyén glucose khi mét, st

« Tién lwgng tot: Hau nhw khéng xuat hién con cap hoac
con cap qua nhanh
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p.R208X

—‘) p.R208X

* BN 7 BN 6
p.K208X/p.R208X

Chan doan luc 15 thang, tir vong luc 11 thang
27 thang trong con cap tai phét

Gia dinh cap bénh nhan 6,7
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BN 8 BN 20 p.R208X/p.R208X

12 thang c6 con cip lan 1, 36 thang
duogc chan doan khi ¢ con cép lan 2

Chén doan lac 3 ngay, dén 6

thang xuét hién con cip lan 1

Gia dinh cap bénh nhan 8, 20




BKT

8 thang sang loc so sinh

\

Ca BKT 1:

%

%k

%k

Tré trai 14 ngay tudi

Sang loc MS/MS: tang C5:1, C5:0H

XN phan tich acid httu co’ niéu: tang 2M3HB

Tubi chan doan: 20 ngay

biéu tri: cung cap Lcarnitine, tw van ché dé an va phat hién con
cap.

6 thang tudi bj viém hong xuat hién con cap toan chuyén hod
pH 7,28. Diéu tri truyén glucose 8 mg/kg/phdt. Sau 3 tiéng hét
toan.






BKT

8 thang sang loc so sinh

\

Ca BKT 2:

+ Tré trai 28 ngay tudi

* Sang loc MS/MS: tang C5:1, C5:0H

* XN phan tich acid hiru co niéu: tang 2M3HB

+ Tudi chan doan: 45 ngay

+ Diéu tri: cung cap Lcarnitine, tw van ché dé an va phat hién con
cap.

+ Hién 7 thang tudi phat trién binh thwdng khong xuat hién con
cap



Bé&nh nhan dau tién dwgc chan doan qua sang loc




BKT

8 thang sang loc so sinh

\

Ca BKT 3:
+ Tré trai 20 ngay tudi
* Sang loc MS/MS: tang C5:1, C5:0H
* XN phan tich acid hiru co niéu: tang 2M3HB
+ Tubi chan dodn: 28 ngay
+ Diéu tri: cung cap Lcarnitine, tw van ché dé an va phat hién con
cap.
+ Hién 6 thang tudi khéng xuat hién con cdp nao



GAT1
(Glutaric aciduria type 1)

Thi€éu enzyme
GlutarylCoA
dehydrogenase (GCDH)




« Nguyén nhan: dot bién gen GCDH = thi€u enzyme GCDH (
gidang hoa acid amin lysine, tryptophan) =» tang acid
glutaric, 3-OH glutaric, glutaconic =» tén throng nao

# Hiém gdp: 1/30.000 — 1/40.000

+ Bi€u hién lam sang:

+ Ton thwong than kinh: yéu co, réi loan trvong lwc co, giat co,
dau to, réi loan van dong kiéu loan trrong luc co.

+ C6 biéu hién héi chirng ndo cap trong con cap mat bu.

+ MRI s ndo: ton thuwong ndo vung doéi thi, dwdi doi, nhan xam
trung wong doéi xirng, cham myelin hoa...
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« Chan dodn:
MS/MS: tang C5DC
GC/MS: tang acid glutaric, 3-OH-glutaric
+ Phan tich gen GCDH: phat hién dot bién gen
+ Do hoat d6 enzyme: giam hoat d6 enzyme GCDH
+ Piéu tri:
+ Con cap: truyén glucose liéu cao, cung cap nang luong
* Lau dai:
# Ché d6 an khong cé lysine, tryptophan
* Lcarnitine
* Vitamin B2

*

*
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+ Néu khong duoc chan dodn va diéu tri: ton thvong
than kinh tién trién va t& vong.

+ Tién lwgng tot néu chan dodn trwdc khi cd triéu
chirng than kinh.

+ Sang loc so’ sinh bat dau 1999: thay doi tién lwgng cla
bénh 80% phat trién tot



GA1

12 nam sang loc nguy co’ cao

‘\

* Phat hién 6 ca/12 nam

+ Tuoi chan dodn: 1 - 8 thang

+ Bi€u hién lam sang:
+ HOi chirng ndo cap: 6/6
+ Cham phat trién tinh than van déng: 6/6
# Yéu co/roi loan trurong lwc co: 5/6

+ Tién trién: 6/6 tlr vong



*

*

*
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Tré gdi 43 ngay tudi

Sang loc so’ sinh

# C5DCtang:1.69 Mmol/l (0,02 - 0,25)
GC/MS:

* Tang lwong Ion acid glutaric

Lam sang:

# Vong dau to 38 cm.

* Chuwa phat hién cac dau hiéu than kinh
* MRI so ndo: bat dau c6 ddu hiéu tén thwong chat trang quanh ndo that .
Diéu tri:

* Lcarnitine

# Sira me + Sra chuyén hod






SLSS mé réng bang MS/MS gitip giam
ty Ié twr vong

Bénh Tién triéu chirng Co tri_éu chirng
y (Sang loc MS/MYS) (Shimane)
S6 bénh nhan 115 196

Organic acidemia 70 144

Phat trién binh thuong

Tan tat hodc tir vong 12 (17) 116 (81)
Fatty Acid disorder 45 52

Phét trién binh thuong

Tan tat hodc tir vong 5 (11) 27 (52)

Seji Yamaguchi 2016
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+ BN RLCHBS chan dodan va diéu tri khi ¢é triéu chirng:
+ Piéu tri ton kém.
+ K&t qua han ché

+ BN RLCBS chan doan qua sang loc chwa ¢4 triéu
chirng:
« Piéu tri d& ton kém.
« Tién lwgng tot
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