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Frd Gtk IE D - T4
k3 oy 32, PR FE e ¥ i F3 R 3F 2. P 2%
*¥]1 | Phenylketonuria F i AR PHE ' TYR ' PHE/TYR pM PHE <105 3 *
*2 | Homocystinuria B EOVREL O MET uM MET <60 3 =
*3 | Maple Syrup Urine Disease WA F R LEUI/ILE > VAL M LEU <300 3=
VAL <300
x5 | Citrullinemia Type | PN VREE v fE % — A CIT uM 42 + CIT<21.5 3=
*41 | Citrullinemia Type Il PN IRRE v g ¥ = A CIT pM A 1 CIT<40 3 =
(a2 Il Y 3 FE iR H %3 % & iF 2 B
*8 | Very Long Chain Acyl-CoA o £ 4l 7 s L 1R Bt C14 > C14:1 nM Ccl4 <0.75 3=
Dehydrogenase Deficiency (vLcap) B ¥ Cl4:1 <0.7
*10 | Medium Chain Acyl-CoA s iR A HrRE ¥ | C6 0 C8 > C10 M c6 <0.5 3 %
Dehydrogenase Deficiency(MCAD) c8 <0.5
c10 <0.5
X13 | Carnitine Palmitoyl Transferase Foagk 2 & 224 2z | Higher: CO M co0 <70 3 =
Deficiency Type 1l (CPT-I) % - A
X14 | Carnitine Palmitoyl Transferase pakEepEtaZx | C16° C18 0 C18:1 nM cle <7.0 3=
Deficiency Type Il (CPT-II) 5% = 4] c18 <2.3
C18:1 <3.2
x15 | Primary carnitine deficiency (PCD) | 7 % [+ ¢ d&4 7 ¢ CO(lower) uM #:C0 >11 3%
iH#:Cc0 >8.5
x16 | Glutaric Aciduria type 1 (GA-I) N e g ¥ - A C5DC pM Cc5DC <0.3 3=
X17 | Glutaric Aciduria type 1l (GA-II) i A N C4:C5: C8 uM c4 <0.8 3
C14 > C16 c5 <0.6
c8 <0.5
cl4 <0.75
Ccl6 <7.0
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a3 ;2 R 2 Fr e x| 3T RF 3 4 prax
*¥18 | Methylmalonic Acidemia (MMA) | ° A5 - fx g C3: C3/C2 M Cc3 <5.5 3=
¥19 | Propionic Acidemia (PA) F s c3/c2 <0.3 3 =
*¥20 | Isovaleric Acidemia (IVA) R AR C5 pM ¥? 1 <0.6 3=
%3 30 <2.5
*22 | 3-Hydroxy-3-Methylglutaric 3-# 3 -3-7 A - | C50H uM C50H <0.8 3=
Aciduria (HMG) e e
*40 | Holocarboxylase synthetase > ¥ ivpF & = fisak | CSOH pM C50H <0.8 3=
deficiency (HCSD) ZJE
it g AT REBRAP P EfE FriRie ¥ 2L %R 4 Bk
*27 | Congenital Hypothyroidism A x 4w ;}Hﬁ{ TSH Mu/mL | A 0 <7.5 3=
(CHT) oA MO ik <7.0
*28 | Congenital Adrenal Hyperplasia | £ % 25 ¢ R 17-OHP ng/mL  |g»s :<7.5 3=
(CAH) H 2R 5 A& 1 <50
*29 |Gucose-6-Phosphate TE R G6PD u/dL g :>26.5 3=
Dehydrogenase Deficiency 3 @ fEat L 4+ 1 >36.5
(G6PDD)
*30 | Galactosemia (GAL) L Total Galactose mg/dL 4%+ <13.5 3=
e L <20
[l pEHEP v A P Rie Hix 5T E 3F 2 pF %
31 | Pompe’s Disease Be bR GAA umo’l At CGAA>2.1 |7 =
(a-Glucosidase) /L/hr ¥ GAA>1.0
32 | Fabry’s Disease N GLA umol .5 4 >4.0 7 =
(a-Galactosidase) /L/hr L4 >5.5
M9 2 >3.0
~4>3.0
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LB | pIEIEP ¥ A FEb AR ¥ >4 %7 3R 4 pEaT
33 | Gaucher Disease B2 g ABG umol o >2.3 7 =
( B-Glucocerebrosidase) /L/hr A >1.1
34 | MPS 1 (Hurler Syndrome) Z5pEEy 1A IDUA pmo1 it >1.8 7=
(x-L-iduronidase) /L/hr i >0.9
38 | MPS 2 (Hunter Syndrome) F5pEry 27 128 pmo ¥ 0 >3.0 7 =
(Iduronate-2-sulfatase) /L/hr i >1.0
42 | MPS 4A (Hunter Syndrome) 65 PR % 4A 3 GALNS umoT % >0.4 7 =
/L/hr iF# 0 >0.2
43 | MPS 6 (Hunter Syndrome) SRS 67 ARSB umoT ¥ 1 >2.0 7 =
/L/hr AF# © >1.0
44 | Late infantile neuronal ceroid gaagy Ay ey | TPP1 umol % >6.0 7 =
lipofuscinosis type 2 (CLN2) o et /L/hr 4 ¢ >3.0
35 | Severe Combined g4 £ A4 £4# | TREC copies/ |>25 7 =
Immunodeficiency (SCID) ZE ©L
36 | Adrenoleukodystrophy (ALD) E s Bﬁ'&’«’&%é (4 C26:0LPC M <0.6 7=
% & JE
37 | Biotinidase deficiency (BD) el ST R Biotinidase U A ¥ 1 >65 7 =
A - >50
39 | Spinal Muscular Atrophy (SMA) A8 X %5k | SMN2 / SMN(1+2) N/A <0.85 10 =
45 | Duchenne Muscular Dystrophy }Jg« e 4 x| CK-MM ng/mL | & * <750 7 =
(DMD) 5 A <650
A & - <300
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