Amino Acid Disorders

Disorder Name Disorders Marker (1st or 2nd) Normal Weight (<180 hours) LBW (<180 hours) 2180 Hours Sample
Analyte(s) Borderline Positive Borderline Positive Borderline Positive
Phenylketonuria/ PKU/ 285 with ratio 285 with ratio 285 with ratio
Primary Phe 2125 2173 2125
Hyperphenyl- Hyper-Phe 2105 no ratio 2105 no ratio 2105 no ratio
alaninemia 2’ marker |Phe/Tyr 21.30 21.30 21.30
<48 hours sample (Normal Birth
Weight)
Borderline Positive
Primary Leu 2170 with 2205 with 2270 with |2205 with 2215 with | 2295 with | 2225 with | 2265 with | 2265 with | 2300 with | 2130 with | 2170 with | 2220 with
Maple Syrup MSUD 20f2’'m 20f2’'m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m 20f2’m
Disease 2’ marker Leu/Phe 24.30 23.75 24.30 24.30 23.75 24.30 24.30 23.75 24.30 23.75 24.30 23.75 24.30
2’marker Leu/Ala 21.30 21.10 21.30 21.30 21.10 21.30 21.30 21.10 21.30 21.10 21.30 21.10 21.30
Homocystinuria 229 with 2’'m 236 with 2’'m 233 with 2’m
Hypermethioninemia HCU Primary Met 236 no 2’'m 252.0 241no2'm 2102 241no2'm 252.0
2’ marker |Met/Phe 20.75 20.75 20.75
TRV foimary  ryr >260 with 2'm 241;"":'“" >260 with 2'm 249;::’“" >260 with 2'm 2410 with 2'm
Tyrosinemia Primary SUAC 20.45 20.9 20.45 20.9 20.45 20.
TYRI 2’ marker |Tyr/Phe 26.4 6.4 26.4 6.4 26.4 >
Citrullinemia 236 with 2’'m 236 with 2’'m
Argininosuccinate 254 with no 2’m 254 with no 2’m
synthetase deficiency Primary Cit 266.9 266.9 254 with 2’m 267
cIT/crin
2’ marker |Cit/Arg 23.30 23.30 23.30
ASA Primary ASA 20.67 20.67 20.67
<8.00 with 2’'m <8.00 with 2’'m <9.3 with 2’m
Primary  |cit <5.00 no 2’m =4 <5.00 no 2’m =40 <6.0n0 2’m =430
Ornithine 2’ marker |Phe/Cit 210.9 210.9 210.9
Transcarbamylase oTC 2’ marker ]Ala/Cit 235 235 235
Deficiency 2’ marker |Val/Cit 233 233 233
2’ marker |Orn/Cit 212 212 212
Nonketotic - primary  |Gly 2965 with 2'm Elsg;r’m‘”"h 2965 with 2'm Elag;r’m‘”"h 2965 with 2'm >1365 with 2’m
2’'marker Val/Gly <0.15 <0.15 <0.15 <0.15 <0.15 <0.15
Primary  |Arg s52with2m | 27awithym | 28With | 252with | 274 with | 2108 with 286.0 with 2’m 2120 with 2’m
Argininemia ARG 2’'m 2’'m 2’m 2’m
2’ marker |Arg/Orn 21.00 20.70 21.00 21.00 20.70 21.00 21.00 20.70
Hyperornithinemia-
Hyperammonemia- HHH Primary Orn 2265 with 2’ m 2340 2265 with 2’'m 2340 2340 with 2’ m 2380
Homocitrullinuria
Syndrome 2’ marker ]|Orn/Cit 212 212 212




Organic Acid Disorders

Marker (1st or 2nd) Normal Weight (<180hours) ILBW (<180 hours) 2180 hours
Disorder Name Disorders
Analyte(s) Borderline Positive IBorderIine IPositive Borderline JPositive
24.5 with 2 of 24.5 with 2 23.10 with 2
Propionic acidemia ) 210.25 ) 210.25 ) 29.1
. 2’m of 2’m of 2’m
Primary c3 ) )
. . ; 29.09 no [29.09 with 2| 28.0 with 2
Methylmalonic acidemia 29.00n02’'m | 29.00 no2’'m ) ) 28.0no2'm )
2’m of 2’m pf2’m
MMA/PA 12" marker c3/c2 20.27 20.27 20.27 20.27 20.27 20.27
2’ marker c3/co 20.20 20.20 20.20 20.20 20.20 20.20
2’ marker c3/c16 22.33 22.33 22.33 22.33 22.33 22.33
2’ marker C3/Met 20.53 20.53 20.53 20.53 20.53 20.53
20.42 with 2’'m 20.42 with 2’'m 20.35 with 2’'m
Primary C3DC/C40H
20.63 20.63 20.49
Malonic aciduria MA C3DC-
2’ marker |C40H/ C5DC| 24.5 24.5 24.5
C60H
Revwvity confirmation* Revwvity confirmation* Revwvity confirmation*
. : B . . 20.66 with 20.50 with
Isovaleric acidemia IVA 20.50 with 2’m| 20.88 with 2'm 2m 2m
Primary c5 SO 21.2 SO 21.10
20.80 no 20.60 no
2-methylbutyl- 2MBG 20.60no2’'m | 21.10no2’'m , ,
2’'m 2’'m
CoA dehydrogenase 2’ marker c5/C2 20.03 20.03 20.03 20.03
Deficiency 2’ marker C5/Co 20.021 20.021 20.021 20.021
2’ marker c5/C3 20.24 20.24 20.24 20.24
20.17 with | 20.20 with | 20.17 with | 20.20 with
X 20.17 with 2’'m| 20.20 with 2’'m ) ) ) )
Primary C5-DC 2’'m 2’m 2’m 2’m
> > > > > >
Glutaric aciduria, type 1 GA1 20.34 20.40 20.34 20.40 20.26 20.29
C5DC-
2’ marker |C60H/ C3DC 21.3 21.3 21.3 21.3 21.3 21.3
C40H
3MCC/3HM 20.77 with 20.77 with
- |- 2 i Z
3-methylcrotonyl G/ 20.77 with 2’'m 2m 2”m
.. 20.90 no 20.90 no
CoA carboxylase deficiency 3MGA/MCD 20.90 no 2’'m i i
Primary C50H 21.29 2'm 21.29 2'm 213
3-hydroxy-3-methylglutaryl-
CoA lyase deficiency
3-methylglutaconic aciduria
Multiple carboxylase deficiency
2’ marker C50H/C8 213.23 213.23 213.23
2’ marker C50H/Co 20.02 20.02 20.02
Beta-ketothiolase deficiency BKT Primary C5:1 20.1 20.14 20.1 20.14 20.1 20.14




Fatty Acid Disorders

[marker (1st or 2nd) INormaI Weight (<180 hours) LBW (<180 hours) 2180 Hours Sample
Disorder Name Disorders
Analyte(s) IBorderIine Positive Borderline |Positive Borderline |Positive
<7.30 with 2 of <7.30 with 2 <7.30 with 2
. <10.2 with 2 of| 2’m <10.10 with of 2’m <10.10 with of 2’m
Primary co ) ) )
2’m 20f2’'m <5.60 no 20f2’'m <5.60 no
<5.60 no 2’'m , ,
Carnitine uptake defect Ccub Zim Zim
2’ marker CUD ratio <2.24 <2.24 <2.24 <2.24 <2.24 <2.24
2’ marker c2 <7.37 <7.37 <7.37 <7.37 <7.37 <7.37
2’ marker C3+C16 <1.97 <1.97 <1.97 <1.97 <1.97 <1.97
L 5 ) 5 , 273.0 with 290 with
Carnitine palmitoyl 273.0 with 2’m| 290 with 2’'m .
. 2’m 2’m 290 with
Primary co S 7m 2168
transferase deficiency, type 1A CPT1A 2112n02’'m 2134n02’'m B z’mno 2134 no 2’'m
1
2’marker co/icis 229 239 229 239 258
+C18)
20.86 with 20.60 with
Short chain acyl-CoA SCAD 20.86 with 2’'m 2'1:“ 2,’:"
Primary c4 21.72 21.72 21.29
21.03 no 20.86 no
dehydrogenase 21.03n02'm ) )
2'm 2'm
deficiency, Isobutyl-CoA dehydrogenase 2’ marker ca/c3 20.34 20.34 20.54
deficiency IBCD 2’ marker ca/c8 214.6 214.6 214.6
2’ marker ca/c2 20.06 20.06 20.06
M/SCHAD 20.42 with 2’'m 20.42 with 2’'m 20.35 with 2’'m
Primary C3DC_C40H
20.63 20.63 20.49
IMedium/short chain L-3-hydroxacyl-Malonic aciduria MA C3DC_C40H
2’ marker ]/C5DC_C60 24.5 24.5 24.5
H
Revvity confirmation* Rewvity confirmation* Rewvity confirmation*
20.27 with 20.3 with 20.26 with
Primary s ratio2’'m 503 ratio 2’'m 506 ratio2’m 503
, 20.40 no 20.40 no
20.3 no 2'm
2'm 2’'m
4 2 2 2
[Medium chain acyl-CoA dehydrogenase deficiency MCAD 2 marker cs/ci0 =068 =088 =588
2’ marker cs/c2 20.023 20.023 20.023
2’ marker cé 20.15 20.15 20.15
2’ marker C10:1 20.10 20.10 20.10
2’ marker C10 20.38 20.38 20.38
Dienoyl-CoA reductase deficiency DE-RED Primary C10:2 20.08 20.16 20.09 20.19 20.08 20.19
20.45 with
20.45 with 2’m >0.2 wi
Primary C14:1 2’m 20 22'r\:‘l|th
0.5n02'm 0.5n02'm
Very Long chain acyl-CoA dehydrogenase deficiency VLCAD 2’ marker C14:2 none 20.12 none 20.12 none 20.12
2’ marker |C14:1/C12:1 >1.90 21.90 21.71
2’ marker c14:1/c2 20.01 20.01 20.01
2’ marker C14:1/C16 20.11 20.11 20.11
Carnitine palmitoyl transferase deficiency, type 2 CPTII e DL BB
P Y ¥, SYP Primary 2nd Primary 2nd Primary
. . . Primary C16 ) 210.9 29.6 with 210.9 24.6 with 27.3
Carnitine/acylcarnitine translocase deficiency 29.6 with 2’m ) )
2’'m 2’'m
>
CcACT 2103 no m 210.3no
2'm
2’ marker C18 22.15 22.15 22.15
2’ marker C18:1 23.40 23.40 23.40
1 1
2’ marker CO/((;)6+C <3.43 <3.43 <3.43
1 18:1
Primary (C16+C18:1) 20.59 20.59 20.59
/c2
20.09 with 20.09 with
Trifunctional protein deficiency TFPD 20.09 with 2’'m 2,’:" 2,’:"
Primary C160H 20.2no2'm _ 20.2no2'm 050 20.2no02’'m
Long chain 3-hydroxyacyl-CoA 20.10no 2’'m - no . no
2'm 2'm
dehydrogenase deficiency LCHAD 2’ marker C160H/C16 20.03 20.03 20.03
2’ marker C180H 20.08 20.08 20.08
2’ marker C18:10H 20.13 20.13 20.13
Glutaric aciduria, type 2 GAII/MADD |Primary ca 21.03 21.72 21.03 21.72 20.60 21.29
dall 3
multiple acyl-CoA (needall3 | G ary cs 20.60 21.10 20.80 212 20.60 21.10
primary)
dehydrogenase deficiency Primary c8 20.3 20.6 20.30 20.6 20.26 20.6
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