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(Danh sach cdp nhgt thang 01.12.2018)

STT Bénh ly dwgc sang loc | Gene lién quan PP Piéu tri
Bénh do réi logn chuyén héa acid hizu co
e meny vy INCA oo !
2| e con dlogies i :
3 fy?s)éd(;ce)gzlinx)th(ﬂ%l;g?)nc aciduria (3,hydroxy,3,methylglutaryl, CoA HMGCL 1
4 :(Béll\/l\l/zle?é/{;:rotonyl,CoA carboxylase deficiency (3,MCC Deficiency) MCCCL, MCCC2 1
5 gél}?s:gzlgiuggﬁgﬁzz;0|durla (3,methylglutaconyl CoA hydratase AUH, DNAJC19, OPA3, TAZ 1
6 Beta,ketothiolase deficiency (BKT?) ACAT1 1
7 Glutaric acidemia type | (GA1Y) GCDH 1
8 Holocarboxylase Synthase deficiency (MCD?) HLCS 1
9 Isobutyryl,CoA dehydrogenase (Isobutyrylglycinuria) (IBG?) ACADS8 1
10 Isovaleric acidemia (IVA?Y) IVD 1
11 Malonic acidemia (Malonyl,CoA decarboxylase deficiency) (MAL?) MLYCD 1
12 Methylmalonic acidemia (Cobalamin disorders) (Chl A?) MMAA 1
13 Methylmalonic acidemia (Cobalamin disorders) (Cbl BY) MMAB 1
14 Methylmalonic acidemia (methymalonyl,CoA mutase deficiency) (MUTY) | MUT 1
15 Methylmalonic acidemia with Homocystinuria (Cbl C?) MMACHC 1
16 Methylmalonic acidemia with Homocystinuria (Cbl D?) MMADHC 1
17 Propionic acidemia (PROP?) PCCA, PCCB 1
Bénh do réi logn chuyén héa acid béo
18 2,4 Dienoyl,CoA reductase deficiency (DE RED?) DECR1 1
19 Carnitine,acylcarnitine translocase deficiency (CACT?) SLC25A20 1
20 Carnitine palmitoyltransferase type | deficiency (CPT 1A2) CPT1A 1
21 Carnitine palmitoyltransferase type Il deficiency (CPT 11?) CPT2 1
22 Carnitine uptake defect (Primary carnitine deficiency) (CUD?) SLC22A5 1
23 Glutaric acidemia type Il (GA2?) ETFA, ETFB, ETFDH 1
24 Long chain L,3 hydroxyacyl,CoA dehydrogenase deficiency (LCHAD?) HADHA 1
25 Medium,chain acyl,CoA dehydrogenase deficiency (MCAD?) ACADM 1
26 I(\/Il\:/dslgﬂlzrg)zr)t,chaln L,3,hydroxyacyl,CoA dehydrogenase deficiency HADH 1
27 Short,chain acyl,CoA dehydrogenase deficiency (SCAD?) ACADS 1
8 ger:(ll‘l;?e(;tg;azl_r;'):rsgun deficiency (Mitochondrial trifunctional protein HADHA, HADHB 1
29 Very long,chain acyl,CoA dehydrogenase deficiency (VLCAD?) ACADVL 1
Bénh do réi logn chuyén héa acid amin
30 (Argininemia) Arginase deficiency (ARG?) ARG1 1
31 Argininosuccinic aciduria (ASA?) ASL 1
32 Biopterin defect in cofactor biosynthesis (BIOPT,BS?) GCH1, PCBD1, PTS, QDPR 1
33 Biopterin defect in cofactor regeneration (BIOPT,REG?) GCH1, PCBD1, PTS, QDPR 1
34 Benign hyperphenylalaninemia (H,PHE?) PAH 1
35 Citrullinemia type I (CITY) ASS1 1
36 Citrullinemia type II (CIT 11%) SLC25A13 1
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37 Homocystinuria (HCY?) CBS, MTHFR, MTR, MTRR 1
38 Hypermethioninemia (MET?) AHCY, GNMT, MAT1A 1
39 Maple syrup urine disease (MSUD?) BCKDHA, BCKDHB, DBT, DLD 1
40 Phenylketonuria (PKU?) PAH 1
41 Tyrosinemia Type | (TYR 1Y) FAH 1
42 Tyrosinemia Type Il (TYR 11?) TAT 1
43 Tyrosinemia Type Il (TYR 1112) HPD 1
44 Ornithine Transcarbamylase Deficiency (OTC) oTC 2
Bénh 1y réi logn ngi tiét va cac bénh Hemoglobin
45 Congenital adrenal hyperplasia (21,hydroxylase deficiency) (CAH?) CYP21A2, ADA 1
46 Primary congenital hypothyroidism (CH?) ?;JOO)%:QﬁiSECSAs TG, 1
47 S, Beta thalassemia (Hb S/BTh?') HBB 2
48 Sickle cell anemia (S,S Disease) (Hb SS?) HBB 2
49 Sickle cell disease (S,C Disease) (Hb S/CY) HBB 2
50 Alpha thalassemia HBA1, HBA2 2
51 Structural abnormalities off Hemoglobin (HbD) HBB 2
52 Structural abnormalities off Hemoglobin (HbD) HBB 2
53 Various other hemoglobinopathies (Var Hb?) HBA1, HBA2, HBB 2
Mgt sé bénh Iy khac
54 Biotinidase deficiency (BIOT?) BTD 1
55 Classic Galactosemia (GALT?) GALT 1
56 Cystic Fibrosis (CF?) CFTR 1
57 Galactoepimerase deficiency (Galactosemia type 111) (GALE?) GALE 1
58 Galactokinase deficiency (Galactosemia type 1) (GALK?) GALK1 1
59 Glycogen Storage Disease Type |l (Pompe disease) (GSD 11%) GAA 2
60 Nonsyndromic deafness (Hearing loss) (HEAR?) GJB2, GJB3, GJB6 3
61 X,linked Severe combined immunodeficiency (SCID?) IL2RG 2
62 Fabry disease (GLA deficiency) (GLAR) GLA 2
63 Gaucher disease (GBA) GBA 2
64 Glucose,6,Phospohate Dehydrogenase Deficiency G6PD 1
65 Krabbe disease (GALC R) GALC 3
66 Methylmalonyl CoA epimerase deficiency MCEE 1
67 Mucopolysaccharidosis type | (MPS1)R IDUA 2
68 Niemann,Pick disease® Types A SMPD1 2
69 Niemann,Pick disease? Types B SMPD1 2
70 Niemann,Pick disease? Types C1 NPC1 2
71 Niemann,Pick disease® Types C2 NPC2 2
72 X, linked adrenoleukodystrophy (ALD R) ABCD1 2

A — Danh sach bénh duoc sang loc: i
L, Céc bénh 1y co ban 2R, Cé&c bénh ly duoc bo sung

B — Céc phuong phap diéu tri nhém bénh phat hién bang Babygene:

1. Bénh 1y duogc didu tri tét bang viéc kidm soat ché do an udng, sinh hoat hozc sir dung céc loai thudc hd trg bd sung khac.
2. Piéu trj bing c4c phuong phap xam 14n (Ghép tiy xuong, té bao géc, truyén mau, ...).

3. Khéng c6 phuong phap didu tri nhung chét lwong cudc séng dugc cai thién nho phét hién som.



