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PANEL HIERARCHY
LOINC# LOINC Name R/O/C Cardinality Data Type Ex. UCUM Units
54089-8 Newborn screening panel American Health Information Community (AHIC)
57128-1 Newborn Screening Report summary panel R 1.1
57721-3 Reason for lab test in Dried blood spot R 1.1 CE
57718-9 Sample quality of Dried blood spot R 1.1 CE
57130-7 Newborn screening report - overall interpretation C l.n CE
57131-5 Newborn conditions with positive markers [Identifier] in Dried blood spot R l.n CE
57720-5 Newborn conditions with equivocal markers [Identifier] in Dried blood spot R l.n CE
57724-7 Newborn screening short narrative summary (6] 0.1 FT
57129-9 Full newborn screening summary report for display or printing (6] 0..1 FT
57719-7 Conditions tested for in this newborn screening study [Identifier] in Dried blood spot R l.n CE
57717-1 Newborn screen card data panel
57716-3 State printed on filter paper card [Identifier] in NBS card R ST
8339-4 Body weight Measured --at birth R NM g
58229-6 Body weight Measured --when specimen taken (6] NM g
57715-5 Birth time R ™
57722-1 Birth plurality of Pregnancy R CE
57714-8 Obstetric estimation of gestational age R NM wk
57713-0 Infant NICU factors that affect newborn screening interpretation R l.n CE
67703-9 Other infant NICU factors that affect newborn screening interpretation C 0..n X
67706-2 Maternal factors that affect newborn screening interpretation from mother (6} 0..n CE
67707-0 Other maternal factors that affect newborn screening interpretation from mother C 0..n TX
67704-7 Feeding types R 1.n CE
67705-4 Other feeding types C 0..n TX
62317-3 Date of last blood product transfusion (6] 0..1 DTM
58232-0 Hearing loss risk indicators [Identifier] C l.n CE
57712-2 Mother's education (6] 0.1 CE
57723-9 Unique bar code number of Current sample R ST
57711-4 Unique bar code number of Initial sample C ST
62323-1 Post-discharge provider ID [Identifier] C 0..1 TX
62324-9 Post-discharge provider name in Provider C 0..1 TX
62325-6 Post-discharge provider practice ID C 0..1 TX
62326-4 Post-discharge provider practice name C 0..1 X
62327-2 Post-discharge provider practice address C 0.1 X
62328-0 Post-discharge provider practice telephone number in Provider C 0..1 ™N
62329-8 Birth hospital facility ID [Identifier] in Facility C 0..1 X
62330-6 Birth hospital facility name C 0.1 TX
62331-4 Birth hospital facility address C 0..1 TX
62332-2 Birth hospital facility phone number in Facility C 0.1 N
57794-0 Newborn screening test results panel in Dried blood spot C
53261-4 Amino acid newborn screen panel C NM/ST
46733-2 Amino acidemias newborn screen interpretation C CE
57710-6 Amino acidemias newborn screening comment/discussion C TX
57793-2 Amino acidemia disorder suspected [Identifier] in Dried blood spot C CE
46746-4 Phenylketonuria and variants/Biopterin defects newborn screen interpretation C CE
58231-2 Phenylketonuria and variants/Biopterin defects newborn screening C X
comment/discussion
46743-1 Maple syrup urine disease newborn screen interpretation C CE
58230-4 Maple syrup urine disease newborn screening comment/discussion C TX
47539-2 3-Methylhistidine [Moles/volume] in Dried blood spot C NM/ST  umol/L
53232-5 5-Oxoproline+Pipecolate [Moles/volume] in Dried blood spot C NM/ST umol/L
53394-3 5-Oxoproline+Pipecolate/Phenylalanine [Molar ratio] in Dried blood spot C NM/ST {Ratio}
53150-9 Alanine+Beta Alanine+Sarcosine [Moles/volume] in Dried blood spot C NM/ST umol/L
53393-5 Alloisoleucine+Isoleucine+Leucine+Hydroxyproline+Valine/Phenylalanine+Tyrosine C NM/ST {Ratio}
[Molar ratio] in Dried blood spot
53152-5 Alloisoleucine+Isoleucine+Leucine+Hydroxyproline [Moles/volume] in Dried blood C NM/ST  umol/L
spot
53153-3 Alloisoleucine+Isoleucine+Leucine+Hydroxyproline/Phenylalanine [Molar ratio] in  C NM/ST {Ratio}
Dried blood spot
53154-1 Alloisoleucine+Isoleucine+Leucine+Hydroxyproline/Alanine [Molar ratio] in Dried C NM/ST {Ratio}
blood spot
47562-4 Arginine [Moles/volume] in Dried blood spot C NM/ST umol/L
53398-4 Arginine/Phenylalanine [Molar ratio] in Dried blood spot C NM/ST {Ratio}
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Argininosuccinate [Moles/volume] in Dried blood spot

Argininosuccinate/Arginine [Molar ratio] in Dried blood spot

Asparagine+Ornithine [Moles/volume] in Dried blood spot

Asparagine+Ornithine/Serine [Molar ratio] in Dried blood spot

Asparagine+Ornithine/Phenylalanine [Molar ratio] in Dried blood spot

Aspartate [Moles/volume] in Dried blood spot

Citrulline [Moles/volume] in Dried blood spot

Citrulline/Arginine [Molar ratio] in Dried blood spot

Citrulline/Phenylalanine [Molar ratio] in Dried blood spot

Citrulline/Tyrosine [Molar ratio] in Dried blood spot

Glutamate [Moles/volume] in Dried blood spot

Glycine [Moles/volume] in Dried blood spot

Histidine [Moles/volume] in Dried blood spot

Homocitrulline [Moles/volume] in Dried blood spot

Lysine [Moles/volume] in Dried blood spot

Methionine [Moles/volume] in Dried blood spot

Methionine/Alloisoleucine+Isoleucine+Leucine+Hydroxyproline [Molar ratio] in

Dried blood spot

Methionine/Phenylalanine [Molar ratio] in Dried blood spot C

Phenylalanine [Moles/volume] in Dried blood spot C

Phenylalanine/Tyrosine [Molar ratio] in Dried blood spot C

Proline [Moles/volume] in Dried blood spot C

Proline/Phenylalanine [Molar ratio] in Dried blood spot C

Serine [Moles/volume] in Dried blood spot C

Succinylacetone [Moles/volume] in Dried blood spot C

Threonine [Moles/volume] in Dried blood spot C

Tryptophan [Moles/volume] in Dried blood spot C

Tyrosine [Moles/volume] in Dried blood spot C

Valine [Moles/volume] in Dried blood spot C

Valine/Phenylalanine [Molar ratio] in Dried blood spot C

Acylcarnitine newborn screen panel C
C
C
C
C
C
C
C
C
C
C
C
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Acylcarnitine newborn screen interpretation

Acylcarnitine newborn screening comment/discussion

Fatty acid oxidation newborn screen panel

Fatty acid oxidation defects newborn screen interpretation

Fatty acid oxidation conditions suspected [Identifier] in Dried blood spot

Fatty acid oxidation defects newborn screening comment/discussion

Carnitine free (C0) [Moles/volume] in Dried blood spot

Carnitine free (C0)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot
Malonylcarnitine (C3-DC) [Moles/volume] in Dried blood spot

Carnitine free (C0)/Stearoylcarnitine (C18) [Molar ratio] in Dried blood spot
Carnitine free (C0)/Palmitoylcarnitine (C16)+Stearoylcarnitine (C18) [Molar ratio] in
Dried blood spot

Carnitine.free (C0)+Acetylcarnitine (C2)+Propionylcarnitine (C3)+Palmitoylcarnitine C
(C16)+Oleoylcarnitine (C18:1)+Stearoylcarnitine (C18)/Citrulline [Molar ratio] in
Dried blood spot

Acetylcarnitine (C2) [Moles/volume] in Dried blood spot C
Butyrylcarnitine+Isobutyrylcarnitine (C4) [Moles/volume] in Dried blood spot C
Butyrylcarnitine+Isobutyrylcarnitine (C4)/Acetylcarnitine (C2) [Molar ratio] in Dried C

blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Propionylcarnitine (C3) [Molar ratio] in ~ C

Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Octanoylcarnitine (C8) [Molar ratio] in

Dried blood spot

3-Hydroxybutyrylcarnitine (C4-OH) [Moles/volume] in Dried blood spot C

Hexanoylcarnitine (C6) [Moles/volume] in Dried blood spot C

3-Hydroxyhexanoylcarnitine (C6-OH) [Moles/volume] in Dried blood spot C

Glutarylcarnitine (C5-DC) [Moles/volume] in Dried blood spot C

Octenoylcarnitine (C8:1) [Moles/volume] in Dried blood spot C
C
C
C
C

@]

Octanoylcarnitine (C8) [Moles/volume] in Dried blood spot

Octanoylcarnitine (C8)/Acetylcarnitine (C2) [Molar ratio] in Dried blood spot
Octanoylcarnitine (C8)/Decanoylcarnitine (C10) [Molar ratio] in Dried blood spot
3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC) [Moles/volume] in
Dried blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3- C
DC)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood spot
3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC)/Decanoylcarnitine C
(C10) [Molar ratio] in Dried blood spot

Decadienoylcarnitine (C10:2) [Moles/volume] in Dried blood spot C
Decenoylcarnitine (C10:1) [Moles/volume] in Dried blood spot C
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X
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TX
NM/ST
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NM/ST
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NM/ST
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45197-1
53182-2
53183-0

53403-2
53184-8
53185-5
53186-3

45200-3
45199-7
53188-9
53189-7
53190-5
53191-3
53192-1
53193-9

53194-7
53195-4

53196-2
53197-0
50281-5
53198-8
53199-6
50121-3
50125-4
53201-0

45217-7
53202-8
53241-6
53400-8
50109-8
50113-0
50132-0
57085-3
46744-9
57791-6
57708-0
50157-7
53237-4
53160-8
53161-6
53162-4
53163-2
54462-7
67708-8

53164-0
53166-5
53167-3
53168-1
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53170-7
45207-8
67701-3
67710-4
67711-2

45216-9
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Decanoylcarnitine (C10) [Moles/volume] in Dried blood spot
3-Hydroxydecenoylcarnitine (C10:1-OH) [Moles/volume] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH) [Moles/volume]
in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10- C
OH)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/3- C
Hydroxyisovalerylcarnitine (C5-OH) [Molar ratio] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/Octanoylcarnitine C
(C8) [Molar ratio] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10- C
OH)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot
Dodecenoylcarnitine (C12:1) [Moles/volume] in Dried blood spot
Dodecanoylcarnitine (C12) [Moles/volume] in Dried blood spot
3-Hydroxydodecenoylcarnitine (C12:1-OH) [Moles/volume] in Dried blood spot
3-Hydroxydodecanoylcarnitine (C12-OH) [Moles/volume] in Dried blood spot
Tetradecadienoylcarnitine (C14:2) [Moles/volume] in Dried blood spot
Tetradecenoylcarnitine (C14:1) [Moles/volume] in Dried blood spot
Tetradecanoylcarnitine (C14) [Moles/volume] in Dried blood spot
Tetradecenoylcarnitine (C14:1)/Acetylcarnitine (C2) [Molar ratio] in Dried blood
spot
Tetradecenoylcarnitine (C14:1)/Dodecenoylcarnitine (C12:1) [Molar ratio] in Dried C
blood spot
Tetradecenoylcarnitine (C14:1)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood C
spot
3-Hydroxytetradecadienoylcarnitine (C14:2-OH) [Moles/volume] in Dried blood spot C
3-Hydroxytetradecenoylcarnitine (C14:1-OH) [Moles/volume] in Dried blood spot ~ C
3-Hydroxytetradecanoylcarnitine (C14-OH) [Moles/volume] in Dried blood spot C
Palmitoleylcarnitine (C16:1) [Moles/volume] in Dried blood spot C
Palmitoylcarnitine (C16) [Moles/volume] in Dried blood spot C
C
C
C
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C
C
C
C
C
C
C
C

3-Hydroxypalmitoleylcarnitine (C16:1-OH) [Moles/volume] in Dried blood spot
3-Hydroxypalmitoylcarnitine (C16-OH) [Moles/volume] in Dried blood spot
3-Hydroxypalmitoylcarnitine (C16-OH)/Palmitoylcarnitine (C16) [Molar ratio] in
Dried blood spot

Linoleoylcarnitine (C18:2) [Moles/volume] in Dried blood spot

Oleoylcarnitine (C18:1) [Moles/volume] in Dried blood spot

Stearoylcarnitine (C18) [Moles/volume] in Dried blood spot

Stearoylcarnitine (C18)/Propionylcarnitine (C3) [Molar ratio] in Dried blood spot
3-Hydroxylinoleoylcarnitine (C18:2-OH) [Moles/volume] in Dried blood spot
3-Hydroxyoleoylcarnitine (C18:1-OH) [Moles/volume] in Dried blood spot
3-Hydroxystearoylcarnitine (C18-OH) [Moles/volume] in Dried blood spot

Organic acid newborn screen panel

Organic acidemias newborn screen interpretation

Organic acidemia conditions suspected [Identifier] in Dried blood spot

Organic acidemias defects newborn screening comment/discussion

Acetylcarnitine (C2) [Moles/volume] in Dried blood spot

Acrylylcarnitine (C3:1) [Moles/volume] in Dried blood spot

Propionylcarnitine (C3) [Moles/volume] in Dried blood spot

Propionylcarnitine (C3)/Methionine [Molar ratio] in Dried blood spot
Propionylcarnitine (C3)/Carnitine.free (C0) [Molar ratio] in Dried blood spot
Propionylcarnitine (C3)/Acetylcarnitine (C2) [Molar ratio] in Dried blood spot
Malonylcarnitine (C3-DC) [Moles/volume] in Dried blood spot

Malonylcarnitine (C3-DC)+3-Hydroxybutyrylcarnitine (C4-OH) [Moles/volume] in
Dried blood spot

Propionylcarnitine (C3)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot ~ C
Butyrylcarnitine+Isobutyrylcarnitine (C4) [Moles/volume] in Dried blood spot C
Butyrylcarnitine+Isobutyrylcarnitine (C4)/Acetylcarnitine (C2) [Molar ratio] in Dried C
blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Propionylcarnitine (C3) [Molar ratio] in ~ C
Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Octanoylcarnitine (C8) [Molar ratio] in C
Dried blood spot
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Tiglylcarnitine (C5:1) [Moles/volume] in Dried blood spot C
Glutarylcarnitine (C5-DC) [Moles/volume] in Dried blood spot C
Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-OH)/Palmitoylcarnitine

(C16) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-OH) [Moles/volume] in
Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-OH)/Octanoylcarnitine
(C8) [Molar ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5) [Moles/volume] in Dried blood spot C

NM/ST
NM/ST
NM/ST

NM/ST

NM/ST

NM/ST

NM/ST

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST

NM/ST

NM/ST

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST

CE

CE

X

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST

NM/ST
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53238-2
53239-0
53240-8
53401-6

50106-4
53171-5

53172-3
53178-0
53402-4
53179-8

45222-7
67709-6

53181-4
53183-0
53403-2
53184-8
53185-5
53186-3

53187-1
53165-7
54078-1
46769-6
57707-2
54083-1
2077-6
48633-2
54076-5
57086-1
46758-9
57706-4
53347-1
53338-0
38473-5
53336-4
53341-4
53343-0
53345-5
54090-6
46762-1
57705-6
31144-9
29575-8
54079-9
46737-3
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54084-9
33288-2
42906-8

40842-7
54081-5
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Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Carnitine.free (C0) [Molar ratio] in C
Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Acetylcarnitine (C2) [Molar ratio] in C
Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Propionylcarnitine (C3) [Molar C
ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Octanoylcarnitine (C8) [Molar ratio] C
in Dried blood spot

3-Hydroxyisovalerylcarnitine (C5-OH) [Moles/volume] in Dried blood spot C
3-Hydroxyisovalerylcarnitine (C5-OH)/Carnitine.free (C0) [Molar ratio] in Dried C
blood spot

3-Hydroxyisovalerylcarnitine (C5-OH)/Octanoylcarnitine (C8) [Molar ratio] in Dried C
blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC) [Moles/volume] in C
Dried blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3- C
DC)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood spot
3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC)/Decanoylcarnitine C
(C10) [Molar ratio] in Dried blood spot

Methylmalonylcarnitine (C4-DC) [Moles/volume] in Dried blood spot C
Methylmalonylcarnitine (C4-DC)+3-Hydroxyisovalerylcarnitine (C5-OH)
[Moles/volume] in Dried blood spot

Methylmalonylcarnitine (C4-DC)/3-Hydroxyisovalerylcarnitine (C5-OH) [Molar C
ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH) [Moles/volume] C
in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10- C
OH)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/3- C

Hydroxyisovalerylcarnitine (C5-OH) [Molar ratio] in Dried blood spot
Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/Octanoylcarnitine C
(C8) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10- C
OH)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot
Methylglutarylcarnitine (C6-DC) [Moles/volume] in Dried blood spot
Formiminoglutamate [Moles/volume] in Dried blood spot

Cystic fibrosis newborn screening panel

Cystic fibrosis newborn screen interpretation

Cystic fibrosis newborn screening comment/discussion

CFTR gene mutations found [Identifier] in Dried blood spot Nominal

Chloride [Moles/volume] in Sweat

Trypsinogen I Free [Mass/volume] in Dried blood spot

Endocrine newborn screening panel

Congenital adrenal hyperplasia newborn screening panel

Congenital adrenal hyperplasia newborn screen interpretation

Congenital adrenal hyperplasia newborn screening comment/discussion
11-Deoxycorticosterone [Mass/volume] in Dried blood spot

11-Deoxycortisol [Mass/volume] in Dried blood spot

17-Hydroxyprogesterone [Mass/volume] in Dried blood spot
17-Hydroxyprogesterone+Androstenedione/Cortisol [Mass ratio] in Dried blood spot
21-Deoxycortisol [Mass/volume] in Dried blood spot

Androstenedione [Mass/volume] in Dried blood spot

Cortisol [Mass/volume] in Dried blood spot

Thyroid newborn screening panel

Congenital hypothyroidism newborn screen interpretation

Congenital hypothyroidism newborn screening comment/discussion

Thyroxine (T4) [Mass/volume] in Dried blood spot

Thyrotropin [Units/volume] in Dried blood spot

Galactosemia newborn screening panel

Galactosemias newborn screen interpretation

Galactosemias newborn screening comment/discussion

Galactose [Mass/volume] in Dried blood spot

Galactose 1 phosphate uridyl transferase [Presence] in Dried blood spot

Galactose 1 phosphate uridyl transferase [Enzymatic activity/volume] in Dried blood
spot

Galactose 1 phosphate [Mass/volume] in Dried blood spot

Hemoglobinopathies newborn screening panel

Hemoglobin pattern in Dried blood spot by Electrophoresis

Hemoglobin pattern in Dried blood spot by HPLC

Hemoglobin pattern in Dried blood spot by Isoelectric focusing

Hemoglobin A/Hemoglobin.total in Dried blood spot

oNoNoNoNoNoNoNoNoRoNoNoNoNoNoNoNoNoNoNoNoNoNoNoNe!

[oNoNoNe!

oNoNoNoNONe!
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NM/ST
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NM/ST
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NM/ST

NM/ST
NM/ST
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X
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CE

TX
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NM/ST
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NM/ST
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X
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54089-8

54069-0
54073-2
54070-8
54071-6
54074-0
54068-2
56476-5
46740-7
57703-1
64116-7
64122-5

64117-5
64118-3
64119-1
64120-9
64121-7
54082-3
57702-3
57701-5
54086-4
54087-2
54088-0
54111-0
57700-7
54109-4
54108-6
54106-0
57087-9
46761-3
57699-1
38478-4
58091-0
58089-4
58090-2
33287-4
62300-9
62301-7
62303-3
62302-5
62304-1
62305-8
62306-6
55908-8
62307-4
62308-2
62309-0
62310-8
62311-6
62312-4
62313-2
55917-9
62315-7
62318-1
62319-9
62316-5
63414-7
63415-4
63416-2
55827-0
62333-0
62321-5
62322-3
62320-7
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Hemoglobin Barts/Hemoglobin.total in Dried blood spot

Hemoglobin C/Hemoglobin.total in Dried blood spot

Hemoglobin D/Hemoglobin.total in Dried blood spot

Hemoglobin E/Hemoglobin.total in Dried blood spot

Hemoglobin F/Hemoglobin.total in Dried blood spot

Hemoglobin O - Arab/Hemoglobin.total in Dried blood spot
Hemoglobin S/Hemoglobin.total in Dried blood spot

Hemoglobin disorders newborn screen interpretation

Hemoglobin disorders newborn screening comment/discussion
Hemoglobin observations newborn screening panel

Hemoglobins that can be presumptively identified based on available controls in
Dried blood spot

Most predominant hemoglobin in Dried blood spot

Second most predominant hemoglobin in Dried blood spot

Third most predominant hemoglobin in Dried blood spot

Fourth most predominant hemoglobin in Dried blood spot

Fifth most predominant hemoglobin in Dried blood spot

Infectious diseases newborn screening panel

Infectious diseases newborn screen interpretation

Infectious diseases newborn screening comment/discussion

HIV 1+2 IgG Ab [Presence] in Dried blood spot

Toxoplasma gondii IgG Ab [Presence] in Dried blood spot
Toxoplasma gondii IgM Ab [Presence] in Dried blood spot

Newborn hearing loss panel

Hearing loss newborn screening comment/discussion

Newborn hearing screen - right

Newborn hearing screen - left

Newborn hearing screen method

Biotinidase newborn screening panel

Biotinidase deficiency newborn screen interpretation

Biotinidase deficiency newborn screening comment/discussion
Biotinidase [Presence] in Dried blood spot

Glucose-6-Phosphate dehydrogenase newborn screen panel
Glucose-6-Phosphate dehydrogenase newborn screen interpretation
Glucose-6-Phosphate dehydrogenase newborn screening comment/discussion
Glucose-6-Phosphate dehydrogenase [Presence] in Dried blood spot
Lysosomal storage disorders newborn screening panel

Lysosomal storage disorders newborn screen interpretation

Lysosomal storage disorders newborn screening comment-discussion
Lysosomal storage disorders suspected [Identifier] in Dried blood spot
Fabry disease newborn screening panel

Fabry disease newborn screen interpretation

Fabry disease newborn screening comment-discussion

Alpha galactosidase A [Enzymatic activity/volume] in Dried blood spot
Krabbe disease newborn screening panel

Krabbe disease newborn screen interpretation

Krabbe disease newborn screening comment-discussion
Galactocerebrosidase [Enzymatic activity/volume] in Dried blood spot
Gaucher disease newborn screening panel

Gaucher disease newborn screen interpretation

Gaucher disease newborn screening comment-discussion

Acid beta glucosidase [Enzymatic activity/volume] in Dried blood spot
Niemann Pick disease A/B newborn screening panel

Niemann Pick disease A/B newborn screen interpretation

Niemann Pick disease A/B newborn screening comment-discussion
Acid sphingomyelinase [Enzymatic activity/volume] in Dried blood spot
Pompe disease newborn screening panel

Pompe disease newborn screen interpretation

Pompe disease newborn screening comment-discussion

Acid alpha glucosidase [Enzymatic activity/volume] in Dried blood spot
Severe combined immunodeficiency (SCID) newborn screening panel
Severe combined immunodeficiency newborn screen interpretation
Severe combined immunodeficiency newborn screening comment-discussion

T-cell receptor excision circle [#/volume] in Dried blood spot by Probe &amp; target

amplification method

oNoNoNoNoNoNoNOoNe!

[oNoNoNoNoNo N

C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C
C

NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
NM/ST
CE

X

CE

CE
CE
CE
CE
CE

CE
X
ST
ST
ST

X
CE
CE
CE

CE
X
ST

CE
X
ST

CE
X
CE

CE
X
NM/ST
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54089-8

Selected information about each LOINC that is part of this panel

57128-1 Newborn Screening Report summary panel

CARDINALITY
1.1

57721-3 Reason for lab test in Dried blood spot

CARDINALITY
1.1

NORMATIVE ANSWER LIST: NBS reason / Reason for NBS
SEQ# Answer

1 Initial screen
2 Subsequent screen - required by law
3 Subsequent screen - required by protocol
4 Subsequent screen - for clarification of initial results (not by law or protocol)
5 Subsequent screen - reason unknown
6 No sample collected due to parental refusal
57718-9 Sample quality of Dried blood spot

CARDINALITY
1.1

NORMATIVE ANSWER LIST: NBS quality / NBS sample quality
SEQ# Answer
Acceptable

—_

No sample received

Specimen quantity insufficient for testing

Specimen appears scratched or abraded

Specimen not dry before mailing

Specimen appears supersaturated

Specimen appears diluted, discolored or contaminated

Specimen exhibits serum rings

N=le IR B N I VS I )

Specimen appears clotted or layered
No blood

—_
(=)

11 Sample too old

57130-7 Newborn screening report - overall interpretation

CONDITION FOR INCLUSION
If the state reports a summary impression.

CARDINALITY
l.n

EXAMPLE ANSWER LIST: NBS_imp / Newborn Screening interpretation
SEQ# Answer
All screening is normal for the conditions tested

Screen is borderline for at least one condition

Not normal requiring further filter paper testing for at least one condition

Not normal requiring immediate non-filter paper follow-up for at least one condition
Screening not done due to parental refusal

One or more tests pending

~N N R W N =

Specimen unsatisfactory for at least one condition

57131-5 Newborn conditions with positive markers [Identifier] in Dried blood spot

CARDINALITY

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B
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Answer ID
LA12421-6

LA12425-7
LA12426-5
LA12427-3
LA16473-3
LA14132-7

Answer ID
LA12432-3

LA12433-1
LA12443-0
LA12682-3
LA12683-1
LA12684-9
LA12685-6
LA12686-4
LA12435-6
LA12687-2
LA12441-4

Answer ID
LA12428-1

LA12429-9
LA12430-7
LA12431-5
LA14133-5
LA16204-2
LA16205-9
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54089-8

l.n

NORMATIVE ANSWER LIST: NBS conditions / Newborn screen conditions

SEQ#

0

O 0 N9 AN kAW N =

DR B R A DR A DR R R DWW W W W W W LW W RN NN RN RN NN N s = e e e e e e e e
S & ® U3 R LN~ SV ®»AANDEORL =~ S VO ®AIDO RO~ O 0 ® O A WD~ O

Answer

None
HEAR
2M3HBA
2MBG
3-MCC
3-MCC (mat)
3MGA
5-0XO
ARG

ASA
BIOPT-BS
BIOPT-REG
BKT
CACT
CBL A
CBLB
CBLC
CBL D
CBLE
CBL G
CIT-I
CIT-II

CPS
CPT-Ia
CPT-1I
CUD

CUD (mat)
De-Red

E3

EMA
FIGLU
GA-1

GA-1 (mat)
GA-2

HCY

HHH

HIS

HMG
H-PHE
Hyper LYS
Hyper ORN
Hyper VAL
IBG

IVA
LACTIC
LCHAD
MAL
MCAD
MCD
MCKAT
MET

Global ID

15188001
791000124107
445596006
13144005
206001006
297235006
39112005
23501004
41013004
237914002
58256000
237953006
238003000
73843004
82245003
74653006
31220004
360373000
237938003
398680004
30529005
62522004
238001003
238002005
21764004
206001006
444944006
29914000
811000124106
59761008
76175005
206001006
22886006
11282001
30287008
410058007
410059004
68528007
58558003
314467007
47719001
445571008
87827003
190882007
307127004
124594007
128596003
360369003
124265004
43123004

Global ID Global ID Code
Code System Code System OID

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
sct

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
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Answer ID

LA137-2

LA12463-8
LA12464-6
LA12465-3
LA12466-1
LA12467-9
LA12468-7
LA12469-5
LA12470-3
LA12471-1
LA12472-9
LA12473-7
LA12474-5
LA12475-2
LA12476-0
LA12477-8
LA12478-6
LA12479-4
LA12480-2
LA12481-0
LA12482-8
LA12483-6
LA12484-4
LA12485-1
LA12486-9
LA12487-7
LA12488-5
LA12489-3
LA12490-1
LA12491-9
LA12492-7
LA12493-5
LA12494-3
LA12495-0
LA12496-8
LA12497-6
LA12498-4
LA12499-2
LA12500-7
LA12501-5
LA12502-3
LA12503-1
LA12504-9
LA12505-6
LA12506-4
LA12507-2
LA12508-0
LA12509-8
LA12510-6
LA12511-4
LA12512-2
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51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
7
73
74
75
76
77
78
79
80
81
82
83
84
85
86
87
88
89
90
91
92
93
94
95
96
97
98
99

100

101

102

103

104
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MSUD

MTHFR

MUT

NKHG

OH PRO

OTC

PC

PKU

PRO 1

PROIT

PROP

SCAD

SCHAD

SUCLA2

TFP

TYR-1

TYR-II

TYR-III

VLCAD

BIO

CAH

CF

CH

CH2

G6PD

GALE

GALK

GALT

Hb C-carrier

Hb D-carrier

Hb E-carrier

Hb O-Arab carrier

Hb S (sickle)-carrier
Hb C-disease

Hb C beta-thalassemia
Hb D-disease

Hb D beta-thalassemia
Hb beta zero-thalassemia
Hb E-disease

Hb E beta-thalassemia
Hb SS-disease (sickle cell anemia)
Hb S beta-thalassemia
Hb SC-disease

Hb SD-disease

Hb SE-disease

Hb S O-Arab disease
Hb S plus Hb other than A,C,D,E,O-Arab disease
Hb disease other than A, C, D, E, H,O-Arab, S
Hb carrier other than C, D, E, S ,0-Arab
HIV

SCID

TBG

TOXO

CIT-I or CIT-II or ASA

27718001
41797007
124680001
237939006
25739007
80908008
87694001
7573000
61071003
124177001
69080001
124166007
237998000
445275003
237999008
410056006
4887000
415764005
237997005
8808004
124214007
190905008
190268003
82598004
62403005
8849004
124302001
398664009
76050008
7391009
46248003

16402000
51053007
61777009

47047009
86715000
25065001
234392002
127040003
127041004
35434009
25472008
47024008
127048005
23269001
80141007
123773003
52079000
31323000
237544006
73893000

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

SCT
SCT
SCT

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
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LA12513-0
LA12514-8
LA12515-5
LA12516-3
LA12517-1
LA12518-9
LA12519-7
LA12520-5
LA12521-3
LA12522-1
LA12523-9
LA12524-7
LA12525-4
LA12526-2
LA12527-0
LA12528-8
LA12529-6
LA12530-4
LA12531-2
LA12532-0
LA12533-8
LA12537-9
LA12538-7
LA12539-5
LA12540-3
LA12541-1
LA12542-9
LA12543-7
LA12602-1
LA12603-9
LA12604-7
LA12605-4
LA12606-2
LA12607-0
LA12608-8
LA12609-6
LA12610-4
LA12611-2
LA12612-0
LA12613-8
LA12614-6
LA12615-3
LA12616-1
LA12617-9
LA12618-7
LA12619-5
LA12620-3
LA12621-1
LA12622-9
LA12565-0
LA12566-8
LA12567-6
LA12568-4
LA12569-2
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16652001
237968007
192782005
190794006
58459009
48553001
80141007

SCT
SCT
SCT
SCT
SCT
SCT
SCT

Newborn conditions with equivocal markers [Identifier] in Dried blood spot

54089-8
105 HCY or MET or CBL C
106 PKU or BIPT-BS or BIOPT-REG or H-PHE
107 TYR-1 or TYR-II or TYR-III
108 CPT-II or CACT
109 LCHAD or TFP
110 MCAD or SCAD or GA-2(MADD)
111 SCAD or EMA or IBG or GA-2 (MADD)
112 2M3HBA or BKT-2
113 IVA or 2MBG or GA-2 or EMA
114 PROP or CBL A or CBL B or MUT or CBL C or
MCD
115 3-MCC or 3-MCC (mat) or 3MGA or BKT or HMG
or MCD or BIO
116 CUD or CUD (mat) or CPT-Ia
117 GA-1 or GA-2
118 GLA
119 GAA
120 GALC
121 GBA
122 ASM
123 Hb H-disease
124 Hemoglobinopathies
57720-5
CARDINALITY
1.n

NORMATIVE ANSWER LIST: NBS conditions / Newborn screen conditions

SEQ#

O 00 9 N L kW NN = O

[ NS ST S T NS R N R S R e e e e e e
L A W NN = O 0 0N R W N = O

Answer

None
HEAR
2M3HBA
2MBG
3-MCC
3-MCC (mat)
3MGA
5-0XO
ARG

ASA
BIOPT-BS
BIOPT-REG
BKT
CACT
CBL A
CBLB
CBLC
CBLD
CBLE
CBL G
CIT-1
CIT-II
CPS
CPT-Ia
CPT-II
CUD

Global ID

15188001
791000124107
445596006
13144005
206001006
297235006
39112005
23501004
41013004
237914002
58256000
237953006
238003000
73843004
82245003
74653006
31220004
360373000
237938003
398680004
30529005
62522004
238001003
238002005
21764004

Global ID Global ID Code
Code System Code System OID

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
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LA12570-0
LA12571-8
LA12572-6
LA12573-4
LA12574-2
LA12575-9
LA12576-7
LA12577-5
LA12578-3
LA12579-1

LA12915-7

LA12916-5
LA12917-3
LA14036-0
LA14037-8
LA14038-6
LA14039-4
LA14040-2
LA16007-9
LA16207-5

Answer ID

LA137-2

LA12463-8
LA12464-6
LA12465-3
LA12466-1
LA12467-9
LA12468-7
LA12469-5
LA12470-3
LA12471-1
LA12472-9
LA12473-7
LA12474-5
LA12475-2
LA12476-0
LA12477-8
LA12478-6
LA12479-4
LA12480-2
LA12481-0
LA12482-8
LA12483-6
LA12484-4
LA12485-1
LA12486-9
LA12487-7

10/20/2011



54089-8

26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
4
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
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CUD (mat)
De-Red

E3

EMA
FIGLU
GA-1
GA-1 (mat)
GA-2
HCY
HHH

HIS

HMG
H-PHE
Hyper LYS
Hyper ORN
Hyper VAL
IBG

IVA
LACTIC
LCHAD
MAL
MCAD
MCD
MCKAT
MET
MSUD
MTHFR
MUT
NKHG
OH PRO
OTC

PC

PKU
PRO1
PRO1II
PROP
SCAD
SCHAD
SUCLA2
TFP
TYR-1
TYR-II
TYR-III
VLCAD
BIO

CAH

CF

CH

CH2
G6PD
GALE
GALK
GALT

Hb C-carrier

206001006
444944006
29914000
811000124106
59761008
76175005
206001006
22886006
11282001
30287008
410058007
410059004
68528007
58558003
314467007
47719001
445571008
87827003
190882007
307127004
124594007
128596003
360369003
124265004
43123004
27718001
41797007
124680001
237939006
25739007
80908008
87694001
7573000
61071003
124177001
69080001
124166007
237998000
445275003
237999008
410056006
4887000
415764005
237997005
8808004
124214007
190905008
190268003
82598004
62403005
8849004
124302001
398664009
76050008

SCT
SCT
SCT
sct

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

Page 10 of 43

LA12488-5
LA12489-3
LA12490-1
LA12491-9
LA12492-7
LA12493-5
LA12494-3
LA12495-0
LA12496-8
LA12497-6
LA12498-4
LA12499-2
LA12500-7
LA12501-5
LA12502-3
LA12503-1
LA12504-9
LA12505-6
LA12506-4
LA12507-2
LA12508-0
LA12509-8
LA12510-6
LA12511-4
LA12512-2
LA12513-0
LA12514-8
LA12515-5
LA12516-3
LA12517-1
LA12518-9
LA12519-7
LA12520-5
LA12521-3
LA12522-1
LA12523-9
LA12524-7
LA12525-4
LA12526-2
LA12527-0
LA12528-8
LA12529-6
LA12530-4
LA12531-2
LA12532-0
LA12533-8
LA12537-9
LA12538-7
LA12539-5
LA12540-3
LA12541-1
LA12542-9
LA12543-7
LA12602-1
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80 Hb D-carrier 7391009 SCT
81 Hb E-carrier 46248003 SCT
82 Hb O-Arab carrier
83 Hb S (sickle)-carrier 16402000 SCT
84 Hb C-disease 51053007 SCT
85 Hb C beta-thalassemia 61777009 SCT
86 Hb D-disease
87 Hb D beta-thalassemia 47047009 SCT
88 Hb beta zero-thalassemia 86715000 SCT
89 Hb E-disease 25065001 SCT
90 Hb E beta-thalassemia 234392002 SCT
91 Hb SS-disease (sickle cell anemia) 127040003 SCT
92 Hb S beta-thalassemia 127041004 SCT
93 Hb SC-disease 35434009 SCT
94 Hb SD-disease 25472008 SCT
95 Hb SE-disease 47024008 SCT
96 Hb S O-Arab disease 127048005 SCT
97 Hb S plus Hb other than A,C,D,E,O-Arab disease 23269001 SCT
98 Hb disease other than A, C, D, E, H,0-Arab, S 80141007 SCT
99 Hb carrier other than C, D, E, S ,0-Arab 123773003 SCT
100 HIV 52079000 SCT
101 SCID 31323000 SCT
102 TBG 237544006 SCT
103 TOXO 73893000 SCT
104 CIT-I or CIT-II or ASA
105 HCY or MET or CBL C
106 PKU or BIPT-BS or BIOPT-REG or H-PHE
107 TYR-1 or TYR-II or TYR-III
108 CPT-II or CACT
109 LCHAD or TFP
110 MCAD or SCAD or GA-2(MADD)
111 SCAD or EMA or IBG or GA-2 (MADD)
112 2M3HBA or BKT-2
113 IVA or 2MBG or GA-2 or EMA
114 PROP or CBL A or CBL B or MUT or CBL C or
MCD
115 3-MCC or 3-MCC (mat) or 3MGA or BKT or HMG
or MCD or BIO
116 CUD or CUD (mat) or CPT-Ia
117 GA-1 or GA-2
118 GLA 16652001 SCT
119 GAA 237968007 SCT
120 GALC 192782005 SCT
121 GBA 190794006 SCT
122 ASM 58459009 SCT
123 Hb H-disease 48553001 SCT
124 Hemoglobinopathies 80141007 SCT
57724-7 Newborn screening short narrative summary
CARDINALITY
0..1
57129-9 Full newborn screening summary report for display or printing
CARDINALITY
0..1
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LA12603-9
LA12604-7
LA12605-4
LA12606-2
LA12607-0
LA12608-8
LA12609-6
LA12610-4
LA12611-2
LA12612-0
LA12613-8
LA12614-6
LA12615-3
LA12616-1
LA12617-9
LA12618-7
LA12619-5
LA12620-3
LA12621-1
LA12622-9
LA12565-0
LA12566-8
LA12567-6
LA12568-4
LA12569-2
LA12570-0
LA12571-8
LA12572-6
LA12573-4
LA12574-2
LA12575-9
LA12576-7
LA12577-5
LA12578-3
LA12579-1

LA12915-7

LA12916-5
LA12917-3
LA14036-0
LA14037-8
LA14038-6
LA14039-4
LA14040-2
LA16007-9
LA16207-5
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Conditions tested for in this newborn screening study [Identifier] in Dried

54089-8
57719-7
blood spot
CARDINALITY
1.n

NORMATIVE ANSWER LIST: NBS conditions tested / Newborn screen conditions tested for

Global ID
Code System

SEQ#

0

O 0 N AN kAW N =

N N N S T S T T T T T T T T S S R S T N O N N T s = T
O R WK =~ O 0V WO R OO =~ O 0V ®O R WN = O LV OO A WN — O
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Answer

Hemoglobin C crystals
HEAR
2M3HBA
2MBG
3-MCC
3-MCC (mat)
3MGA
5-0XO
ARG

ASA
BIOPT-BS
BIOPT-REG
BKT
CACT
CBL A
CBLB
CBLC
CBL D
CBLE
CBL G
CIT-I
CIT-II

CPS
CPT-Ia
CPT-1I
CUD

CUD (mat)
De-Red

E3

EMA
FIGLU
GA-1

GA-1 (mat)
GA-2

HCY

HHH

HIS

HMG
H-PHE
Hyper LYS
Hyper ORN
Hyper VAL
IBG

IVA
LACTIC
LCHAD

Global ID

15188001
791000124107
445596006
13144005
206001006
297235006
39112005
23501004
41013004
237914002
58256000
237953006
238003000
73843004
82245003
74653006
31220004
360373000
237938003
398680004
30529005
62522004
238001003
238002005
21764004
206001006
444944006
29914000
811000124106
59761008
76175005
206001006
22886006
11282001
30287008
410058007
410059004
68528007
58558003
314467007
47719001
445571008
87827003
190882007
307127004

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
sct

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

Code System OID

Page 12 of 43

Code Answer ID

LA11231-0
LA12463-8
LA12464-6
LA12465-3
LA12466-1
LA12467-9
LA12468-7
LA12469-5
LA12470-3
LA12471-1
LA12472-9
LA12473-7
LA12474-5
LA12475-2
LA12476-0
LA12477-8
LA12478-6
LA12479-4
LA12480-2
LA12481-0
LA12482-8
LA12483-6
LA12484-4
LA12485-1
LA12486-9
LA12487-7
LA12488-5
LA12489-3
LA12490-1
LA12491-9
LA12492-7
LA12493-5
LA12494-3
LA12495-0
LA12496-8
LA12497-6
LA12498-4
LA12499-2
LA12500-7
LA12501-5
LA12502-3
LA12503-1
LA12504-9
LA12505-6
LA12506-4
LA12507-2
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54089-8

46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82
83
84
85
86
87
88
89
90
91
92
93
94
95
9
97
98
99
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MAL

MCAD

MCD

MCKAT

MET

MSUD

MTHFR

MUT

NKHG

OH PRO

OTC

PC

PKU

PRO 1

PROII

PROP

SCAD

SCHAD

SUCLA2

TFP

TYR-1

TYR-II

TYR-III

VLCAD

BIO

CAH

CF

CH

CH2

G6PD

GALE

GALK

GALT

Hb C-carrier

Hb D-carrier

Hb E-carrier

Hb O-Arab carrier

Hb S (sickle)-carrier
Hb C-disease

Hb C beta-thalassemia
Hb D-disease

Hb D beta-thalassemia
Hb beta zero-thalassemia
Hb E-disease

Hb E beta-thalassemia
Hb SS-disease (sickle cell anemia)
Hb S beta-thalassemia
Hb SC-disease

Hb SD-disease

Hb SE-disease

Hb S O-Arab disease
Hb S plus Hb other than A,C,D,E,O-Arab disease
Hb disease other than A, C, D, E, H,O-Arab, S
Hb carrier other than C, D, E, S ,0-Arab

124594007
128596003
360369003
124265004
43123004
27718001
41797007
124680001
237939006
25739007
80908008
87694001
7573000
61071003
124177001
69080001
124166007
237998000
445275003
237999008
410056006
4887000
415764005
237997005
8808004
124214007
190905008
190268003
82598004
62403005
8849004
124302001
398664009
76050008
7391009
46248003

16402000
51053007
61777009

47047009
86715000
25065001
234392002
127040003
127041004
35434009
25472008
47024008
127048005
23269001
80141007
123773003

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

SCT
SCT
SCT

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
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LA12508-0
LA12509-8
LA12510-6
LA12511-4
LA12512-2
LA12513-0
LA12514-8
LA12515-5
LA12516-3
LA12517-1
LA12518-9
LA12519-7
LA12520-5
LA12521-3
LA12522-1
LA12523-9
LA12524-7
LA12525-4
LA12526-2
LA12527-0
LA12528-8
LA12529-6
LA12530-4
LA12531-2
LA12532-0
LA12533-8
LA12537-9
LA12538-7
LA12539-5
LA12540-3
LA12541-1
LA12542-9
LA12543-7
LA12602-1
LA12603-9
LA12604-7
LA12605-4
LA12606-2
LA12607-0
LA12608-8
LA12609-6
LA12610-4
LA12611-2
LA12612-0
LA12613-8
LA12614-6
LA12615-3
LA12616-1
LA12617-9
LA12618-7
LA12619-5
LA12620-3
LA12621-1
LA12622-9
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Hb H-disease

Hemoglobinopathies

Newborn screen card data panel

52079000
31323000
237544006
73893000
16652001
237968007
192782005
190794006
58459009
48553001
80141007

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

State printed on filter paper card [Identifier]| in NBS card

Body weight Measured --at birth

Body weight Measured --when specimen taken

Birth time

Birth plurality of Pregnancy

NORMATIVE ANSWER LIST: Pleurality / Birth pleurality

Answer
Singleton

Twins

Triplets
Quadruplets
Quintuplets
Sextuplets
Septuplets
Octuplets or more

Unknown plurality

Obstetric estimation of gestational age

Infant NICU factors that affect newborn screening interpretation

54089-8
100 HIV
101 SCID
102 TBG
103 TOXO
104 GLA
105 GAA
106 GALC
107 GBA
108 ASM
109
110
57717-1
57716-3
8339-4
58229-6
57715-5
57722-1
SEQ#
1
2
3
4
5
6
7
8
9
57714-8
57713-0
CARDINALITY
l.n

NORMATIVE ANSWER LIST: NBS events / Clinical events that affect NBS interpretation

SEQ#

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B

~N N R W N =

Answer
None

Infant in ICU at time of specimen collection

Any blood product transfusion (including ECMO)

Dopamine
Topical iodine

Parenteral steroid treatment

Systemic antibiotics before newborn screening specimen

Code

O 0 9 AN W kAW

Page 14 of 43

LA12565-0
LA12566-8
LA12567-6
LA12568-4
LA14036-0
LA14037-8
LA14038-6
LA14039-4
LA14040-2
LA16007-9
LA16207-5

Answer ID
LA12411-7

LA12412-5
LA12413-3
LA12414-1
LA12415-8
LA12416-6
LA12453-9
LA12913-2
LA12914-0

Answer ID
LA137-2

LA12419-0
LA12417-4
LA16923-7
LA16924-5
LA16925-2
LA12420-8
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8 Meconium ileus or other bowel obstruction LA16927-8
9 Other LA46-8
67703-9 Other infant NICU factors that affect newborn screening interpretation

CONDITION FOR INCLUSION

Use this term to give additional detail if you select answer “Other” (LA46-8) for Infant NICU factors that affect newborn screening interpretation
(57713-0).

CARDINALITY
0..n

67706-2 Maternal factors that affect newborn screening interpretation from mother

CARDINALITY
0..n

NORMATIVE ANSWER LIST: MaternalFactors / Maternal health factors affecting NBS interpretation

SEQ# Answer Answer ID
1 None LA137-2
2 HELLP syndrome LA16928-6
3 Fatty liver of pregnancy LA16929-4
4 Packed red blood cell (PRBC) transfusion LA16930-2
5 Steroid treatment LA16931-0
6 Thyroid treatment (including propylthiouracil (PTU), methimazole (Tapazole), or past LA16932-8

treatment with radioactive iodine (I-131))
7 TPN LA12418-2
8 Other LA46-8
67707-0 Other maternal factors that affect newborn screening interpretation from
mother

CONDITION FOR INCLUSION
Use this term to give additional detail if you select answer “Other” (LA46-8) for Maternal factors that affect newborn screening interpretation (67706-
2).

CARDINALITY
0..n

67704-7 Feeding types

CARDINALITY
1.n

NORMATIVE ANSWER LIST: FeedingType / Feeding types

SEQ# Answer Answer ID
1 Breast milk LA16914-6
2 Lactose formula LA16915-3
3 Lactose free formula (including soy or hydrolyzed) LA14041-0
4 NPO LA16917-9
5 TPN LA12418-2
6 Carnitine LA16918-7
7 MCT (medium-chain triglyceride) oil LA16919-5
8 IV dextrose LA16920-3
9 Other LA46-8

10 Unknown LA4489-6
67705-4 Other feeding types

CONDITION FOR INCLUSION
Use this term to give additional detail if you select answer “Other” (LA46-8) for Feeding Types (67704-7).

CARDINALITY
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0.n
62317-3 Date of last blood product transfusion
CARDINALITY
0..1
58232-0 Hearing loss risk indicators [Identifier]|

CONDITION FOR INCLUSION
Required if the newborn hearing testing is included in the delivered package

CARDINALITY
1.n

NORMATIVE ANSWER LIST: NBS_hear_risk / Newborn hearing risk factors

SEQ# Answer Answer ID
1 None LA137-2
2 Caregiver concern about hearing LA12667-4
3 Family Hx of hearing loss LA12668-2
4 ICU stay > 5 days LA12669-0
5 ECMO LA12670-8
6 Assisted ventilation LA12671-6
7 Ototoxic medication use LA12672-4
8 Exchange transfusion for Hyperbilirubinemia LA12673-2
9 In utero infection(s) LA12674-0
10 Craniofacial anomalies LA12675-7
11 Physical findings of syndromes that include hearing loss LA12681-5
12 Syndromes associated with hearing loss LA12676-5
13 Neurodegenerative disorders LA12677-3
14 Postnatal infections LA12678-1
15 Head trauma LA12679-9
16 Chemotherapy LA6172-6
57712-2 Mother's education
CARDINALITY
0..1

NORMATIVE ANSWER LIST: Education / Level of education

SEQ# Answer Answer ID

1 8th grade/less LA36-9
2 9th - 12th grade, no diploma LA12456-2
3 High school graduate or GED completed LA12457-0
4 Some college credit but no degree LA12458-8
5 Associate degree (e.g., AA, AS) LA12459-6
6 Bachelor’s degree (e.g., BA, AB, BS) LA12460-4
7 Master’s degree (e.g., MA, MS, MEng, MEd, MSW, MBA) LA12461-2
8 Doctorate (e.g., PhD, EdD) or Professional degree (e.g., MD, DDS, DVM, LLB, JD) LA12462-0
9 Unknown LA4489-6

57723-9 Unique bar code number of Current sample

57711-4 Unique bar code number of Initial sample

62323-1 Post-discharge provider ID [Identifier]

CARDINALITY
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54089-8

0..1
62324-9 Post-discharge provider name in Provider
CARDINALITY
0..1
62325-6 Post-discharge provider practice ID
CARDINALITY
0..1
62326-4 Post-discharge provider practice name
CARDINALITY
0..1
62327-2 Post-discharge provider practice address
CARDINALITY
0.1
62328-0 Post-discharge provider practice telephone number in Provider
CARDINALITY
0..1
62329-8 Birth hospital facility ID [Identifier] in Facility
CARDINALITY
0..1
62330-6 Birth hospital facility name
CARDINALITY
0..1
623314 Birth hospital facility address
CARDINALITY
0..1
62332-2 Birth hospital facility phone number in Facility
CARDINALITY
0..1
57794-0 Newborn screening test results panel in Dried blood spot
53261-4 Amino acid newborn screen panel
46733-2 Amino acidemias newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation
SEQ# Answer
Normal

Borderline

Not normal requiring further filter paper testing for at least one condition

AW oD =

Not normal requiring immediate non-filter paper follow-up for at least one condition
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Answer ID
LA6626-1

LA4259-3
LA12430-7
LA12431-5
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54089-8
5 One or more tests pending
6 Specimen unsatisfactory for at least one condition
57710-6 Amino acidemias newborn screening comment/discussion
57793-2 Amino acidemia disorder suspected [Identifier| in Dried blood spot
NORMATIVE ANSWER LIST: NBS AA susc / Newborn screening amino acidemias suspected
SEQ# Answer Global ID Global ID Global ID Code
Code System Code System OID
1 None
2 CIT-I or CIT-II or ASA
3 HCY or MET or CBL C
4 PKU or BIPT-BS or BIOPT-REG or H-PHE
5 TYR-1 or TYR-II or TYR-III
6 MSUD 27718001 SCT
7 ARG 23501004 SCT
8 ASA 41013004 SCT
9 CPS 62522004 SCT
10 CIT-1 398680004 SCT
11 CIT-1I 30529005 SCT
12 E3 29914000 SCT
13 BIOPT-BS 237914002 SCT
14 BIOPT-REG 58256000 SCT
15 Hyper ORN 314467007 SCT
16 MET 43123004 SCT
17 HHH 30287008 SCT
18 H-PHE 68528007 SCT
19 PROI 61071003 SCT
20 PROII 124177001 SCT
21 CBLE 360373000 SCT
22 MTHFR 41797007 SCT
23 NKHG 237939006 SCT
24 OTC 80908008 SCT
25 PKU 7573000 SCT
26 5-0XO0 39112005 SCT
27 PC 87694001 SCT
28 TYR-1 410056006 SCT
29 TYR-II 4887000 SCT
30 TYR-III 415764005 SCT
31 Hyper VAL 47719001 SCT
46746-4 Phenylketonuria and variants/Biopterin defects newborn screen
interpretation
NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation
SEQ# Answer
1 Normal
2 Borderline
3 Not normal requiring further filter paper testing for at least one condition
4 Not normal requiring immediate non-filter paper follow-up for at least one condition
5 One or more tests pending
6 Specimen unsatisfactory for at least one condition
58231-2 Phenylketonuria and variants/Biopterin defects newborn screening
comment/discussion
file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B

LA16204-2
LA16205-9

Answer ID

LA137-2

LA12569-2
LA12570-0
LA12571-8
LA12572-6
LA12513-0
LA12470-3
LA12471-1
LA12484-4
LA12482-8
LA12483-6
LA12490-1
LA12472-9
LA12473-7
LA12502-3
LA12512-2
LA12497-6
LA12500-7
LA12521-3
LA12522-1
LA12480-2
LA12514-8
LA12516-3
LA12518-9
LA12520-5
LA12469-5
LA12519-7
LA12528-8
LA12529-6
LA12530-4
LA12503-1

Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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54089-8

46743-1

Maple syrup urine disease newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

58230-4

47539-2

53232-5

53394-3

53150-9

53393-5

53152-5

53153-3

53154-1

47562-4

53398-4

53062-6

53200-2

53155-8

SEQ#

Answer
Normal

Borderline
Not normal requiring further filter paper testing for at least one condition
Not normal requiring immediate non-filter paper follow-up for at least one condition

One or more tests pending

AN W AW N =

Specimen unsatisfactory for at least one condition

Maple syrup urine disease newborn screening comment/discussion

3-Methylhistidine [Moles/volume] in Dried blood spot

5-Oxoproline+Pipecolate [Moles/volume] in Dried blood spot

5-Oxoproline+Pipecolate/Phenylalanine [Molar ratio] in Dried blood spot

Alanine+Beta Alanine+Sarcosine [Moles/volume] in Dried blood spot

Alloisoleucine+Isoleucine+Leucine+Hydroxyproline+Valine/Phenylalanine+Tyrosine
[Molar ratio] in Dried blood spot

Alloisoleucine+Isoleucine+Leucine+Hydroxyproline [Moles/volume] in Dried
blood spot

Alloisoleucine+Isoleucine+Leucine+Hydroxyproline/Phenylalanine [Molar
ratio] in Dried blood spot

Alloisoleucine+Isoleucine+Leucine+Hydroxyproline/Alanine [Molar ratio] in
Dried blood spot

Arginine [Moles/volume] in Dried blood spot

Arginine/Phenylalanine [Molar ratio] in Dried blood spot

Argininosuccinate [Moles/volume] in Dried blood spot

Argininosuccinate/Arginine [Molar ratio] in Dried blood spot

Asparagine+Ornithine [Moles/volume] in Dried blood spot
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Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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54089-8

53395-0

53396-8

47573-1

42892-0

54092-2

53157-4

53399-2

47623-4

47633-3

47643-2

53158-2

47689-5

47700-0

53397-6

53156-6

29573-3

35572-7

47732-3

53392-7

Asparagine+Ornithine/Serine [Molar ratio] in Dried blood spot

Asparagine+Ornithine/Phenylalanine [Molar ratio] in Dried blood spot

Aspartate [Moles/volume] in Dried blood spot

Citrulline [Moles/volume] in Dried blood spot

Citrulline/Arginine [Molar ratio] in Dried blood spot

Citrulline/Phenylalanine [Molar ratio] in Dried blood spot

Citrulline/Tyrosine [Molar ratio] in Dried blood spot

Glutamate [Moles/volume] in Dried blood spot

Glycine [Moles/volume] in Dried blood spot

Histidine [Moles/volume] in Dried blood spot

Homocitrulline [Moles/volume] in Dried blood spot

Lysine [Moles/volume]| in Dried blood spot

Methionine [Moles/volume] in Dried blood spot

Methionine/Alloisoleucine+Isoleucine+Leucinet+Hydroxyproline [Molar ratio]
in Dried blood spot

Methionine/Phenylalanine [Molar ratio] in Dried blood spot

Phenylalanine [Moles/volume] in Dried blood spot

Phenylalanine/Tyrosine [Molar ratio] in Dried blood spot

Proline [Moles/volume] in Dried blood spot

Proline/Phenylalanine [Molar ratio] in Dried blood spot
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47742-2 Serine [Moles/volume] in Dried blood spot

53231-7 Succinylacetone [Moles/volume] in Dried blood spot
47784-4 Threonine [Moles/volume] in Dried blood spot

53159-0 Tryptophan [Moles/volume] in Dried blood spot
35571-9 Tyrosine [Moles/volume] in Dried blood spot

47799-2 Valine [Moles/volume] in Dried blood spot

53151-7 Valine/Phenylalanine [Molar ratio] in Dried blood spot
58092-8 Acylcarnitine newborn screen panel

58088-6 Acylcarnitine newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID

1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9

58093-6 Acylcarnitine newborn screening comment/discussion

57084-6 Fatty acid oxidation newborn screen panel

46736-5 Fatty acid oxidation defects newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID
1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9
57792-4 Fatty acid oxidation conditions suspected [Identifier] in Dried blood spot
NORMATIVE ANSWER LIST: NBS FA susc / Newborn screening fatty acid oxidation defects suspected
SEQ#  Answer Global ID Global ID Global ID Code Answer ID
Code System Code System OID
1 None LA137-2
2 CPT-Ia 238001003 SCT LA12485-1
3 CUD 21764004 SCT LA12487-7
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54089-8

57709-8

38481-8

53233-3

54462-7

53234-1

53235-8

53236-6

50157-7

53166-5

53167-3

53168-1

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B

CPT-II or CACT

LCHAD or TFP

MCAD 128596003 SCT
MCAD or SCAD or GA-2(MADD)

SCAD or EMA or IBG or GA-2 (MADD)

VLCAD 237997005 SCT
De-Red 444944006 SCT
CACT 238003000 SCT
CPT-II 238002005 SCT
GA-2 22886006 SCT
LCHAD 307127004 SCT
CUD (mat) 206001006 SCT
MCKAT 124265004 SCT
SCAD 124166007 SCT
SCHAD 237998000 SCT
TFP 237999008 SCT
CUD or CUD (mat) or CPT-Ia

GA-1 or GA-2

Fatty acid oxidation defects newborn screening comment/discussion

Carnitine free (C0) [Moles/volume] in Dried blood spot

Carnitine free (C0)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot

Malonylcarnitine (C3-DC) [Moles/volume] in Dried blood spot

Carnitine free (C0)/Stearoylcarnitine (C18) [Molar ratio] in Dried blood spot

Carnitine free (C0)/Palmitoylcarnitine (C16)+Stearoylcarnitine (C18) [Molar
ratio] in Dried blood spot

Carnitine.free (C0)+Acetylcarnitine (C2)+Propionylcarnitine (C3)
+Palmitoylcarnitine (C16)+Oleoylcarnitine (C18:1)+Stearoylcarnitine
(C18)/Citrulline [Molar ratio] in Dried blood spot

Acetylcarnitine (C2) [Moles/volume] in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4) [Moles/volume] in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Acetylcarnitine (C2) [Molar ratio]
in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Propionylcarnitine (C3) [Molar
ratio] in Dried blood spot
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LA12573-4
LA12574-2
LA12509-8
LA12575-9
LA12576-7
LA12531-2
LA12489-3
LA12475-2
LA12486-9
LA12495-0
LA12507-2
LA12488-5
LA12511-4
LA12524-7
LA12525-4
LA12527-0
LA12916-5
LA12917-3
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54089-8

53169-9

50102-3

45211-0

53173-1

45207-8

53174-9

53175-6

53176-4

53177-2

53178-0

53402-4

53179-8

53180-6

45198-9

45197-1

53182-2

53183-0

53403-2

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Octanoylcarnitine (C8) [Molar
ratio] in Dried blood spot

3-Hydroxybutyrylcarnitine (C4-OH) [Moles/volume] in Dried blood spot

Hexanoylcarnitine (C6) [Moles/volume] in Dried blood spot

3-Hydroxyhexanoylcarnitine (C6-OH) [Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC) [Moles/volume] in Dried blood spot

Octenoylcarnitine (C8:1) [Moles/volume] in Dried blood spot

Octanoylcarnitine (C8) [Moles/volume] in Dried blood spot

Octanoylcarnitine (C8)/Acetylcarnitine (C2) [Molar ratio] in Dried blood spot

Octanoylcarnitine (C8)/Decanoylcarnitine (C10) [Molar ratio] in Dried blood
spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC)
[Moles/volume] in Dried blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-
DC)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood
spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-
DC)/Decanoylcarnitine (C10) [Molar ratio] in Dried blood spot

Decadienoylcarnitine (C10:2) [Moles/volume] in Dried blood spot

Decenoylcarnitine (C10:1) [Moles/volume] in Dried blood spot

Decanoylcarnitine (C10) [Moles/volume] in Dried blood spot

3-Hydroxydecenoylcarnitine (C10:1-OH) [Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)
[Moles/volume] in Dried blood spot
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54089-8

53184-8

53185-5

53186-3

45200-3

45199-7

53188-9

53189-7

53190-5

53191-3

53192-1

53193-9

53194-7

53195-4

53196-2

53197-0

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood
spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/3-
Hydroxyisovalerylcarnitine (C5-OH) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Octanoylcarnitine (C8) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot

Dodecenoylcarnitine (C12:1) [Moles/volume] in Dried blood spot

Dodecanoylcarnitine (C12) [Moles/volume] in Dried blood spot

3-Hydroxydodecenoylcarnitine (C12:1-OH) [Moles/volume] in Dried blood
spot

3-Hydroxydodecanoylcarnitine (C12-OH) [Moles/volume] in Dried blood spot

Tetradecadienoylcarnitine (C14:2) [Moles/volume] in Dried blood spot

Tetradecenoylcarnitine (C14:1) [Moles/volume] in Dried blood spot

Tetradecanoylcarnitine (C14) [Moles/volume] in Dried blood spot

Tetradecenoylcarnitine (C14:1)/Acetylcarnitine (C2) [Molar ratio] in Dried
blood spot

Tetradecenoylcarnitine (C14:1)/Dodecenoylcarnitine (C12:1) [Molar ratio] in
Dried blood spot

Tetradecenoylcarnitine (C14:1)/Palmitoylcarnitine (C16) [Molar ratio] in
Dried blood spot

3-Hydroxytetradecadienoylcarnitine (C14:2-OH) [Moles/volume] in Dried
blood spot

3-Hydroxytetradecenoylcarnitine (C14:1-OH) [Moles/volume] in Dried blood
spot
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54089-8

50281-5

53198-8

53199-6

50121-3

50125-4

53201-0

45217-7

53202-8

53241-6

53400-8

50109-8

50113-0

50132-0

57085-3

46744-9

3-Hydroxytetradecanoylcarnitine (C14-OH) [Moles/volume] in Dried blood
spot

Palmitoleylcarnitine (C16:1) [Moles/volume] in Dried blood spot

Palmitoylcarnitine (C16) [Moles/volume] in Dried blood spot

3-Hydroxypalmitoleylcarnitine (C16:1-OH) [Moles/volume] in Dried blood
spot

3-Hydroxypalmitoylcarnitine (C16-OH) [Moles/volume] in Dried blood spot

3-Hydroxypalmitoylcarnitine (C16-OH)/Palmitoylcarnitine (C16) [Molar
ratio] in Dried blood spot

Linoleoylcarnitine (C18:2) [Moles/volume] in Dried blood spot

Oleoylcarnitine (C18:1) [Moles/volume] in Dried blood spot

Stearoylcarnitine (C18) [Moles/volume] in Dried blood spot

Stearoylcarnitine (C18)/Propionylcarnitine (C3) [Molar ratio] in Dried blood
spot

3-Hydroxylinoleoylcarnitine (C18:2-OH) [Moles/volume] in Dried blood spot

3-Hydroxyoleoylcarnitine (C18:1-OH) [Moles/volume] in Dried blood spot

3-Hydroxystearoylcarnitine (C18-OH) [Moles/volume] in Dried blood spot

Organic acid newborn screen panel

Organic acidemias newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

57791-6

SEQ#

Answer
Normal

Borderline
Not normal requiring further filter paper testing for at least one condition
Not normal requiring immediate non-filter paper follow-up for at least one condition

One or more tests pending

AN W A W N =

Specimen unsatisfactory for at least one condition

Organic acidemia conditions suspected [Identifier] in Dried blood spot
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54089-8

NORMATIVE ANSWER LIST: NBS OA susc / Newborn screening organic acidemias suspected

SEQ#

AN AW N =

~

9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26

27

57708-0

50157-7

53237-4

53160-8

53161-6

53162-4

53163-2

54462-7

Answer

None

2M3HBA or BKT-2

GA-1

IVA or 2MBG or GA-2 or EMA
MAL

PROP or CBL A or CBL B or MUT or CBL C or
MCD

2M3HBA
2MBG
HMG
3-MCC
BKT
EMA
FIGLU
IBG

IVA
3-MCC (mat)
CBL A
CBLB
MUT
CBLC
CBL D
MCD
LACTIC
PROP
SUCLA2

3-MCC or 3-MCC (mat) or 3MGA or BKT or HMG

or MCD or BIO
GA-1 or GA-2

Global ID

76175005

124594007

791000124107
445596006
410059004
13144005
237953006
811000124106
59761008
445571008
87827003
206001006
73843004
82245003
124680001
74653006
31220004
360369003
190882007
69080001
445275003

Global ID
Code System

SCT

SCT

SCT
SCT
SCT
SCT
SCT
sct

SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT
SCT

Organic acidemias defects newborn screening comment/discussion

Acetylcarnitine (C2) [Moles/volume] in Dried blood spot

Acrylylcarnitine (C3:1) [Moles/volume] in Dried blood spot

Propionylcarnitine (C3) [Moles/volume] in Dried blood spot

Propionylcarnitine (C3)/Methionine [Molar ratio] in Dried blood spot

Global ID
Code System OID

Propionylcarnitine (C3)/Carnitine.free (C0) [Molar ratio] in Dried blood spot

Propionylcarnitine (C3)/Acetylcarnitine (C2) [Molar ratio] in Dried blood

spot

Malonylcarnitine (C3-DC) [Moles/volume] in Dried blood spot
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Code

Answer ID

LA137-2

LA12577-5
LA12493-5
LA12578-3
LA12508-0
LA12579-1

LA12464-6
LA12465-3
LA12499-2
LA12466-1
LA12474-5
LA12491-9
LA12492-7
LA12504-9
LA12505-6
LA12467-9
LA12476-0
LA12477-8
LA12515-5
LA12478-6
LA12479-4
LA12510-6
LA12506-4
LA12523-9
LA12526-2
LA12915-7

LA12917-3
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54089-8

67708-8

53164-0

53166-5

53167-3

53168-1

53169-9

53170-7

45207-8

67701-3

67710-4

67711-2

45216-9

53238-2

53239-0

53240-8

53401-6

Malonylcarnitine (C3-DC)+3-Hydroxybutyrylcarnitine (C4-OH)
[Moles/volume] in Dried blood spot

Propionylcarnitine (C3)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood
spot

Butyrylcarnitine+Isobutyrylcarnitine (C4) [Moles/volume] in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Acetylcarnitine (C2) [Molar ratio]
in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Propionylcarnitine (C3) [Molar
ratio] in Dried blood spot

Butyrylcarnitine+Isobutyrylcarnitine (C4)/Octanoylcarnitine (C8) [Molar
ratio] in Dried blood spot

Tiglylcarnitine (C5:1) [Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC) [Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-
OH)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-OH)
[Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxyhexanoylcarnitine (C6-
OH)/Octanoylcarnitine (C8) [Molar ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5) [Moles/volume] in Dried
blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Carnitine.free (C0) [Molar
ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Acetylcarnitine (C2) [Molar
ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Propionylcarnitine (C3)
[Molar ratio] in Dried blood spot

Isovalerylcarnitine+Methylbutyrylcarnitine (C5)/Octanoylcarnitine (C8)
[Molar ratio] in Dried blood spot
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54089-8

50106-4

53171-5

53172-3

53178-0

53402-4

53179-8

45222-7

67709-6

53181-4

53183-0

53403-2

53184-8

53185-5

53186-3

53187-1

3-Hydroxyisovalerylcarnitine (C5-OH) [Moles/volume] in Dried blood spot

3-Hydroxyisovalerylcarnitine (C5-OH)/Carnitine.free (C0) [Molar ratio] in
Dried blood spot

3-Hydroxyisovalerylcarnitine (C5-OH)/Octanoylcarnitine (C8) [Molar ratio]
in Dried blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-DC)
[Moles/volume] in Dried blood spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-
DC)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood
spot

3-Hydroxyoctanoylcarnitine (C8-OH)+Malonylcarnitine (C3-
DC)/Decanoylcarnitine (C10) [Molar ratio] in Dried blood spot

Methylmalonylcarnitine (C4-DC) [Moles/volume] in Dried blood spot

Methylmalonylcarnitine (C4-DC)+3-Hydroxyisovalerylcarnitine (C5-OH)
[Moles/volume] in Dried blood spot

Methylmalonylcarnitine (C4-DC)/3-Hydroxyisovalerylcarnitine (C5-OH)
[Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)
[Moles/volume] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Butyrylcarnitine+Isobutyrylcarnitine (C4) [Molar ratio] in Dried blood
spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-OH)/3-
Hydroxyisovalerylcarnitine (C5-OH) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Octanoylcarnitine (C8) [Molar ratio] in Dried blood spot

Glutarylcarnitine (C5-DC)+3-Hydroxydecanoylcarnitine (C10-
OH)/Palmitoylcarnitine (C16) [Molar ratio] in Dried blood spot

Methylglutarylcarnitine (C6-DC) [Moles/volume] in Dried blood spot
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54089-8

53165-7

54078-1

46769-6

Formiminoglutamate [Moles/volume] in Dried blood spot

Cystic fibrosis newborn screening panel

Cystic fibrosis newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ#

57707-2

54083-1

2077-6

48633-2

54076-5

57086-1

46758-9

Answer
1 Normal

Borderline
Not normal requiring further filter paper testing for at least one condition
Not normal requiring immediate non-filter paper follow-up for at least one condition

One or more tests pending

(o NV I SV )

Specimen unsatisfactory for at least one condition

Cystic fibrosis newborn screening comment/discussion

CFTR gene mutations found [Identifier] in Dried blood spot Nominal

Chloride [Moles/volume| in Sweat

Trypsinogen I Free [Mass/volume] in Dried blood spot

Endocrine newborn screening panel

Congenital adrenal hyperplasia newborn screening panel

Congenital adrenal hyperplasia newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ#

57706-4

53347-1

53338-0

38473-5

Answer
1 Normal

Borderline
Not normal requiring further filter paper testing for at least one condition
Not normal requiring immediate non-filter paper follow-up for at least one condition

One or more tests pending

(o NNV I SV N S

Specimen unsatisfactory for at least one condition

Congenital adrenal hyperplasia newborn screening comment/discussion

11-Deoxycorticosterone [Mass/volume] in Dried blood spot

11-Deoxycortisol [Mass/volume] in Dried blood spot

17-Hydroxyprogesterone [Mass/volume] in Dried blood spot
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Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9

Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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54089-8

53336-4

53341-4

53343-0

53345-5

54090-6

46762-1

17-Hydroxyprogesterone+Androstenedione/Cortisol [Mass ratio] in Dried

blood spot

21-Deoxycortisol [Mass/volume] in Dried blood spot

Androstenedione [Mass/volume] in Dried blood spot

Cortisol [Mass/volume] in Dried blood spot

Thyroid newborn screening panel

Congenital hypothyroidism newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

57705-6

31144-9

29575-8

54079-9

46737-3

SEQ#

AN AW N =

Answer
Normal

Borderline

Not normal requiring further filter paper testing for at least one condition

Not normal requiring immediate non-filter paper follow-up for at least one condition
One or more tests pending

Specimen unsatisfactory for at least one condition

Congenital hypothyroidism newborn screening comment/discussion

Thyroxine (T4) [Mass/volume] in Dried blood spot

Thyrotropin [Units/volume] in Dried blood spot

Galactosemia newborn screening panel

Galactosemias newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

57704-9

54084-9

33288-2

SEQ#

1

(o NV I SV )

Answer
Normal

Borderline

Not normal requiring further filter paper testing for at least one condition

Not normal requiring immediate non-filter paper follow-up for at least one condition
One or more tests pending

Specimen unsatisfactory for at least one condition

Galactosemias newborn screening comment/discussion

Galactose [Mass/volume] in Dried blood spot

Galactose 1 phosphate uridyl transferase [Presence] in Dried blood spot
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Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9

Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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42906-8 Galactose 1 phosphate uridyl transferase [Enzymatic activity/volume] in
Dried blood spot
40842-7 Galactose 1 phosphate [Mass/volume]| in Dried blood spot
54081-5 Hemoglobinopathies newborn screening panel
54103-7 Hemoglobin pattern in Dried blood spot by Electrophoresis
NORMATIVE ANSWER LIST: Hb band / Screening hemoglobin band patterns
SEQ# Answer Answer ID
1 Hb F,A (normal) LA11974-5
2 Hb F,A,C LA11976-0
3 Hb F,A,D LA11977-8
4 Hb F,AE LA11978-6
5 Hb F,A,0-Arab LA12060-2
6 Hb F,A,S LA11979-4
7 HbF,C LA11980-2
8 HbF,CA LA11981-0
9 HbF,D LA11982-8
10 Hb F,D,A LA11983-6
11 Hb F Only LA11984-4
12 Hb F.E LA11985-1
13 Hb F.E,A LA11986-9
14 Hb F,S LA11987-7
15 Hb F,S,A LA11988-5
16 Hb F,S,C LA11989-3
17 Hb F,S,D LA11990-1
18 Hb F.S,E LA11991-9
19 Hb F,S,0-Arab LA11992-7
20 Hb F,S and other than A,C,D, E, O-Arab LA11993-5
21 Hb F, and other than A,C,D,E, S,0-Arab LA11994-3
22 Hb F,A and other than C,D, E, S, O-Arab LA12057-8
23 Hb F,A, C and other than D, E, S, O-Arab LA12968-6
24 Hb F,A, D and other than C, E, S, O-Arab LA12970-2
25 Hb F,A, E and other than C,D, S, O-Arab LA12971-0
26 Hb F,A, S and other than C,D, E, O-Arab LA12972-8
27 Hb F,A, O-Arab and other than C,D, E, S LA12973-6
28 Hb F,A, Barts LA12974-4
29 Hb Barts, F, A LA12975-1
30 Hb Barts, F, A, plus any other band(s) LA12976-9
31 Hb F,A,C, Barts LA12977-7
32 Hb F,A,D, Barts LA12978-5
33 Hb F,A,E, Barts LA12979-3
34 Hb F,A,O-Arab, Barts LA12980-1
35 Hb F,A,S, Barts LA12981-9
36 Hb F,C, Barts LA12982-7
37 Hb F,C,A, Barts LA12983-5
38 Hb F,D, Barts LA12984-3
39 Hb F,D,A , Barts LA12985-0
40 Hb F Only, Barts LA12986-8
41 Hb F,E,Barts LA13017-1
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54089-8
42 Hb F,S,Barts
43 Hb F,S,C,Barts
44 Hb F,S,D, Barts
45 Hb F,S,E, Barts
46 Hb F,S,0-Arab, Barts
47 Hb F,S and other than A,C,D, E,O-Arab plus Barts
48 Hb F, and other than A,C,D,E,O-Arab,S plus Barts
49 Hb F,A and other than C,D, E, S, O-Arab plus Barts
59 Hb A (normal)
60 Hb A,C
61 Hb A,D
62 Hb AE
63 Hb A,0-Arab
64 Hb A,S
65 HbC
66 Hb D
67 HbD,A
68 Hb E
69 Hb E,A
70 Hb S
71 Hb S,A
72 Hb S,C
73 Hb S,.D
74 Hb S,E
75 Hb S,0-Arab
76 Hb S and other than A,C,D, E,O-Arab
77 Variant other than A,C,D,E,O-Arab,S
78 Hb A and other than C,D, E, S, O-Arab
79 Other pattern (not described above)
54104-5 Hemoglobin pattern in Dried blood spot by HPLC
NORMATIVE ANSWER LIST: Hb band / Screening hemoglobin band patterns
SEQ# Answer
1 Hb F,A (normal)
2 Hb F,A,C
3 Hb F,A,D
4 HbF,AE
5 Hb F,A,O-Arab
6 HbF.A,S
7 Hb F,C
8 Hb F,C,A
9 HbF,D
10 Hb F,D,A
11 Hb F Only
12 Hb F.E
13 Hb F,E,A
14 Hb F,S
15 Hb F,S,A
16 HbF,S,C
17 Hb F,S,.D
18 Hb F,S,E
19 Hb F,S,0-Arab
20 Hb F.,S and other than A,C,D, E, O-Arab
21 Hb F, and other than A,C,D,E, S,0-Arab
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LA13018-9
LA13019-7
LA12990-0
LA12991-8
LA12992-6
LA12993-4
LA12994-2
LA12995-9
LA12996-7
LA12997-5
LA12998-3
LA12999-1
LA13000-7
LA13001-5
LA13002-3
LA13003-1
LA13004-9
LA13005-6
LA13006-4
LA13007-2
LA13008-0
LA13009-8
LA13010-6
LA13011-4
LA13012-2
LA13013-0
LA13014-8
LA13015-5
LA13016-3

Answer ID
LA11974-5

LA11976-0
LA11977-8
LA11978-6
LA12060-2
LA11979-4
LA11980-2
LA11981-0
LA11982-8
LA11983-6
LA11984-4
LA11985-1
LA11986-9
LA11987-7
LA11988-5
LA11989-3
LA11990-1
LA11991-9
LA11992-7
LA11993-5
LA11994-3
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22 Hb F,A and other than C,D, E, S, O-Arab
23 Hb F,A, C and other than D, E, S, O-Arab
24 Hb F,A, D and other than C, E, S, O-Arab
25 Hb F,A, E and other than C,D, S, O-Arab
26 Hb F,A, S and other than C,D, E, O-Arab
27 Hb F,A, O-Arab and other than C,D, E, S
28 Hb F,A, Barts
29 Hb Barts, F, A
30 Hb Barts, F, A, plus any other band(s)
31 Hb F,A,C, Barts
32 Hb F,A,D, Barts
33 Hb F,A,E, Barts
34 Hb F,A,0-Arab, Barts
35 Hb F,A,S, Barts
36 Hb F,C, Barts
37 Hb F,C,A, Barts
38 Hb F,D, Barts
39 Hb F,D,A , Barts
40 Hb F Only, Barts
41 Hb F.E,Barts
42 Hb F,S,Barts
43 Hb F,S,C,Barts
44 Hb F,S,D, Barts
45 Hb F,S.E, Barts
46 Hb F,S,0-Arab, Barts
47 Hb F,S and other than A,C,D, E,O-Arab plus Barts
48 Hb F, and other than A,C,D,E,O-Arab,S plus Barts
49 Hb F,A and other than C,D, E, S, O-Arab plus Barts
59 Hb A (normal)
60 Hb A,C
61 Hb AD
62 Hb ALE
63 Hb A,0-Arab
64 Hb A,S
65 HbC
66 Hb D
67 HbD,A
68 Hb E
69 Hb E,A
70 Hb S
71 Hb S,A
72 Hb S,C
73 Hb S,.D
74 Hb S,E
75 Hb S,0-Arab
76 Hb S and other than A,C,D, E,O-Arab
77 Variant other than A,C,D,E,O-Arab,S
78 Hb A and other than C,D, E, S, O-Arab
79 Other pattern (not described above)
54105-2 Hemoglobin pattern in Dried blood spot by Isoelectric focusing
NORMATIVE ANSWER LIST: Hb band / Screening hemoglobin band patterns
SEQ# Answer
1 Hb F,A (normal)
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LA12057-8
LA12968-6
LA12970-2
LA12971-0
LA12972-8
LA12973-6
LA12974-4
LA12975-1
LA12976-9
LA12977-7
LA12978-5
LA12979-3
LA12980-1
LA12981-9
LA12982-7
LA12983-5
LA12984-3
LA12985-0
LA12986-8
LA13017-1
LA13018-9
LA13019-7
LA12990-0
LA12991-8
LA12992-6
LA12993-4
LA12994-2
LA12995-9
LA12996-7
LA12997-5
LA12998-3
LA12999-1
LA13000-7
LA13001-5
LA13002-3
LA13003-1
LA13004-9
LA13005-6
LA13006-4
LA13007-2
LA13008-0
LA13009-8
LA13010-6
LA13011-4
LA13012-2
LA13013-0
LA13014-8
LA13015-5
LA13016-3

Answer ID
LA11974-5
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O 9 AN kAW

—_ = =
N = O

Hb F,A,C

Hb F,A,D

Hb F,AE

Hb F,A,O-Arab

Hb F,A,S

HbF,C

Hb F,C,A

Hb F,D

Hb F,D,A

Hb F Only

Hb F,E

Hb F.E,A

Hb F,S

Hb F,S,A

Hb F,S,C

HbF,S,D

Hb F,S,E

Hb F,S,0-Arab

Hb F,S and other than A,C,D, E, O-Arab
Hb F, and other than A,C,D,E, S,0-Arab
Hb F,A and other than C,D, E, S, O-Arab
Hb F,A, C and other than D, E, S, O-Arab
Hb F,A, D and other than C, E, S, O-Arab
Hb F,A, E and other than C,D, S, O-Arab
Hb F,A, S and other than C,D, E, O-Arab
Hb F,A, O-Arab and other than C,D, E, S
Hb F,A, Barts

Hb Barts, F, A

Hb Barts, F, A, plus any other band(s)
Hb F,A,C, Barts

Hb F,A,D, Barts

Hb F,A,E, Barts

Hb F,A,O-Arab, Barts

Hb F,A,S, Barts

Hb F,C, Barts

Hb F,C,A, Barts

Hb F,D, Barts

Hb F,D,A , Barts

Hb F Only, Barts

Hb F.E,Barts

Hb F,S,Barts

Hb F,S,C,Barts

Hb F,S,D, Barts

Hb F,S.E, Barts

Hb F,S,0-Arab, Barts

Hb F,S and other than A,C,D, E,O-Arab plus Barts
Hb F, and other than A,C,D,E,O-Arab,S plus Barts
Hb F,A and other than C,D, E, S, O-Arab plus Barts
Hb A (normal)

Hb A,C

Hb A,D

Hb AE

Hb A,O-Arab

Hb A,S
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LA11976-0
LA11977-8
LA11978-6
LA12060-2
LA11979-4
LA11980-2
LA11981-0
LA11982-8
LA11983-6
LA11984-4
LA11985-1
LA11986-9
LA11987-7
LA11988-5
LA11989-3
LA11990-1
LA11991-9
LA11992-7
LA11993-5
LA11994-3
LA12057-8
LA12968-6
LA12970-2
LA12971-0
LA12972-8
LA12973-6
LA12974-4
LA12975-1
LA12976-9
LA12977-7
LA12978-5
LA12979-3
LA12980-1
LA12981-9
LA12982-7
LA12983-5
LA12984-3
LA12985-0
LA12986-8
LA13017-1
LA13018-9
LA13019-7
LA12990-0
LA12991-8
LA12992-6
LA12993-4
LA12994-2
LA12995-9
LA12996-7
LA12997-5
LA12998-3
LA12999-1
LA13000-7
LA13001-5
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54072-4

54069-0

54073-2

54070-8

54071-6

54074-0

54068-2

56476-5

46740-7

65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
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Hb C

HbD

Hb D,A

Hb E

HbE,A

Hb S

Hb S,A

Hb S,C

Hb S,.D

Hb S,E

Hb S,0-Arab

Hb S and other than A,C,D, E,O-Arab
Variant other than A,C,D,E,O-Arab,S
Hb A and other than C,D, E, S, O-Arab
Other pattern (not described above)

Hemoglobin A/Hemoglobin.total in Dried blood spot

Hemoglobin Barts/Hemoglobin.total in Dried blood spot

Hemoglobin C/Hemoglobin.total in Dried blood spot

Hemoglobin D/Hemoglobin.total in Dried blood spot

Hemoglobin E/Hemoglobin.total in Dried blood spot

Hemoglobin F/Hemoglobin.total in Dried blood spot

Hemoglobin O

- Arab/Hemoglobin.total in Dried blood spot

Hemoglobin S/Hemoglobin.total in Dried blood spot

Hemoglobin disorders newborn screen interpretation

NORMATIVE ANSWER LIST: Hb NBS Dx / Hemoglobin NBS diagnosis list

SEQ#

O 00 NN N W B W N =

[ —
No= O

Answer

Normal hemoglobins

Probable Hb C-carrier
Probable Hb D-carrier
Probable Hb E-carrier

Global ID Global ID Global ID
Code System Code System OID

165399006 SCT

Probable Hb O-Arab carrier
Probable Hb S (sickle)-carrier

Probable Hb C-disease

Probable Hb C beta-thalassemia

Probable Hb D-disease

Probable Hb D beta-thalassemia

Probable Hb beta zero-thalassemia

Probable Hb E-disease
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LA13002-3
LA13003-1
LA13004-9
LA13005-6
LA13006-4
LA13007-2
LA13008-0
LA13009-8
LA13010-6
LA13011-4
LA13012-2
LA13013-0
LA13014-8
LA13015-5
LA13016-3

Answer ID

LA11995-0
LA11996-8
LA11997-6
LA11998-4
LA12061-0
LA11999-2
LA12000-8
LA12001-6
LA12002-4
LA12003-2
LA12004-0
LA12005-7
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13
14
15
16
17
18
19
20
21
22

57703-1

64116-7

64122-5

Probable Hb E beta-thalassemia

Probable Hb SS-disease (sickle cell anemia)

Probable Hb S beta-thalassemia

Probable Hb SC-disease

Probable Hb SD-disease

Probable Hb SE-disease

Probable Hb S O-Arab disease

Probable Hb S plus Hb other than A,C,D,E,O-Arab disease
Probable Hb disease other than A, C, D, E, H,O-Arab, S
Probable Hb carrier other than C, D, E, S ,0-Arab

Hemoglobin disorders newborn screening comment/discussion

Hemoglobin observations newborn screening panel

Hemoglobins that can be presumptively identified based on available controls
in Dried blood spot

NORMATIVE ANSWER LIST: Hb types / Hemoglobin types

SEQ#

64117-5

Answer
1 Hb F
2 Hb A
3 Hb A - indeterminate
4 Hb A2
5 Hb A2 - elevated
6 Hb Bart's - low level
7 Hb Bart's - highly elevated
8 HbC
9 Hb Constant Spring
10 Hb D
11 Hb D-Punjab
12 Hb D/G
13 HbE
14 Hb G
15 Hb G-Philadelphia
16 Hb H
17 Hb Lepore Boston
18 Hb O-Arab
19 Hb S
20 Hb unidentified

Most predominant hemoglobin in Dried blood spot

NORMATIVE ANSWER LIST: Hb types / Hemoglobin types

SEQ#

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B

Answer
Hb F

Hb A

Hb A - indeterminate

Hb A2

Hb A2 - elevated

Hb Bart's - low level

Hb Bart's - highly elevated
HbC

Hb Constant Spring

Hb D

O 0 9 N AW N =

—_
(=}
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LA12006-5
LA12007-3
LA12008-1
LA12009-9
LA12010-7
LA12011-5
LA12012-3
LA12013-1
LA12014-9
LA12058-6

Answer ID
LA16208-3

LA16209-1
LA16210-9
LA16211-7
LA16212-5
LA16213-3
LA16214-1
LA13002-3
LA16215-8
LA13003-1
LA16216-6
LA16217-4
LA13005-6
LA16218-2
LA16219-0
LA16220-8
LA16221-6
LA16222-4
LA13007-2
LA16223-2

Answer ID
LA16208-3

LA16209-1
LA16210-9
LA16211-7
LA16212-5
LA16213-3
LA16214-1
LA13002-3
LA16215-8
LA13003-1
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64118-3

NORMATIVE ANSWER LIST: Hb types / Hemoglobin types

SEQ#

64119-1

NORMATIVE ANSWER LIST: Hb types / Hemoglobin types

SEQ#

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B

Second most predominant hemoglobin in Dried blood spot

O 0 9 AN kAW

Third most predominant hemoglobin in Dried blood spot

0 N AN AW N =

Hb D-Punjab

Hb D/G

Hb E

Hb G

Hb G-Philadelphia
Hb H

Hb Lepore Boston
Hb O-Arab

Hb S

Hb unidentified

Answer
Hb F

Hb A

Hb A - indeterminate
Hb A2

Hb A2 - elevated

Hb Bart's - low level
Hb Bart's - highly elevated
HbC

Hb Constant Spring
HbD

Hb D-Punjab

Hb D/G

Hb E

Hb G

Hb G-Philadelphia
Hb H

Hb Lepore Boston
Hb O-Arab

Hb S

Hb unidentified

Answer
Hb F

Hb A

Hb A - indeterminate
Hb A2

Hb A2 - elevated

Hb Bart's - low level
Hb Bart's - highly elevated
HbC

Hb Constant Spring
Hb D

Hb D-Punjab

Hb D/G

Hb E

Hb G

Hb G-Philadelphia
Hb H

Hb Lepore Boston
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LA16216-6
LA16217-4
LA13005-6
LA16218-2
LA16219-0
LA16220-8
LA16221-6
LA16222-4
LA13007-2
LA16223-2

Answer ID
LA16208-3

LA16209-1
LA16210-9
LA16211-7
LA16212-5
LA16213-3
LA16214-1
LA13002-3
LA16215-8
LA13003-1
LA16216-6
LA16217-4
LA13005-6
LA16218-2
LA16219-0
LA16220-8
LA16221-6
LA16222-4
LA13007-2
LA16223-2

Answer ID
LA16208-3

LA16209-1
LA16210-9
LA16211-7
LA16212-5
LA16213-3
LA16214-1
LA13002-3
LA16215-8
LA13003-1
LA16216-6
LA16217-4
LA13005-6
LA16218-2
LA16219-0
LA16220-8
LA16221-6
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18 Hb O-Arab LA16222-4
19 Hb S LA13007-2
20 Hb unidentified LA16223-2
64120-9 Fourth most predominant hemoglobin in Dried blood spot
NORMATIVE ANSWER LIST: Hb types / Hemoglobin types
SEQ# Answer Answer ID
1 Hb F LA16208-3
2 Hb A LA16209-1
3 Hb A - indeterminate LA16210-9
4 Hb A2 LA16211-7
5 Hb A2 - elevated LA16212-5
6 Hb Bart's - low level LA16213-3
7 Hb Bart's - highly elevated LA16214-1
8 Hb C LA13002-3
9 Hb Constant Spring LA16215-8
10 Hb D LA13003-1
11 Hb D-Punjab LA16216-6
12 Hb D/G LA16217-4
13 Hb E LA13005-6
14 Hb G LA16218-2
15 Hb G-Philadelphia LA16219-0
16 Hb H LA16220-8
17 Hb Lepore Boston LA16221-6
18 Hb O-Arab LA16222-4
19 Hb S LA13007-2
20 Hb unidentified LA16223-2
64121-7 Fifth most predominant hemoglobin in Dried blood spot
NORMATIVE ANSWER LIST: Hb types / Hemoglobin types
SEQ# Answer Answer ID
1 Hb F LA16208-3
2 Hb A LA16209-1
3 Hb A - indeterminate LA16210-9
4 Hb A2 LA16211-7
5 Hb A2 - elevated LA16212-5
6 Hb Bart's - low level LA16213-3
7 Hb Bart's - highly elevated LA16214-1
8 Hb C LA13002-3
9 Hb Constant Spring LA16215-8
10 Hb D LA13003-1
11 Hb D-Punjab LA16216-6
12 Hb D/G LA16217-4
13 Hb E LA13005-6
14 Hb G LA16218-2
15 Hb G-Philadelphia LA16219-0
16 Hb H LA16220-8
17 Hb Lepore Boston LA16221-6
18 Hb O-Arab LA16222-4
19 Hb S LA13007-2
20 Hb unidentified LA16223-2
54082-3 Infectious diseases newborn screening panel

file:///C:/RELMA 2 37 DEVELOPER 54089-8.html?sections=2000000040001B 10/20/2011



54089-8

57702-3

Infectious diseases newborn screen interpretation

Page 39 of 43

NORMATIVE ANSWER LIST: NBS Inf interp / Newborn screening infectious diseases interpretation

57701-5

54086-4

54087-2

54088-0

54111-0

57700-7

54109-4

SEQ#

Answer
1 Normal
2 Borderline
3 Suspect HIV
4 Suspect TOXO

Infectious diseases newborn screening comment/discussion

HIV 1+2 IgG Ab [Presence] in Dried blood spot

Toxoplasma gondii IgG Ab [Presence] in Dried blood spot

Toxoplasma gondii IgM Ab [Presence] in Dried blood spot

Newborn hearing loss panel

Hearing loss newborn screening comment/discussion

Newborn hearing screen - right

NORMATIVE ANSWER LIST: NB_hearing / Hearing screen results
SEQ#

54108-6

AN AW N =

Answer Global ID
Pass 164059009
Refer 183924009
Parental refusal 183949008
Attempted, but unsuccessful - technical fail 103709008
Not performed 262008008
Not performed, medical exclusion - not indicated 410534003

Newborn hearing screen - left

NORMATIVE ANSWER LIST: NB_hearing / Hearing screen results
SEQ#

54106-0

NORMATIVE ANSWER LIST: NB_hearing method / Hearing screen methods

AN R W N =

SEQ#

Answer Global ID
Pass 164059009
Refer 183924009
Parental refusal 183949008
Attempted, but unsuccessful - technical fail 103709008
Not performed 262008008
Not performed, medical exclusion - not indicated 410534003

Newborn hearing screen method

Answer
Automated auditory brainstem response

Auditory brain stem response
Otoacoustic emissions

Distortion product otoacoustic emisions

[ N S

Transient otoacoustic emissions

Global ID
Code System

SCT
SCT
SCT
SCT
SCT
SCT

Global ID
Code System

SCT
SCT
SCT
SCT
SCT
SCT

Global ID Code
Code System OID
Global ID Code
Code System OID
Code
AABR
ABR
OAE
DPOAE
TOAE
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Answer ID
LA6626-1

LA4259-3
LA12446-3
LA12447-1

Answer ID

LA10392-1
LA10393-9
LA6644-4
LA12408-3
LA7304-4
LA12409-1

Answer ID

LA10392-1
LA10393-9
LA6644-4
LA12408-3
LA7304-4
LA12409-1

Answer ID
LA10387-1

LA10388-9
LA10389-7
LA10390-5
LA10391-3
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6 Methodology unknown LA12406-7
57087-9 Biotinidase newborn screening panel
46761-3 Biotinidase deficiency newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID

1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9

57699-1 Biotinidase deficiency newborn screening comment/discussion

38478-4 Biotinidase [Presence] in Dried blood spot

58091-0 Glucose-6-Phosphate dehydrogenase newborn screen panel

58089-4 Glucose-6-Phosphate dehydrogenase newborn screen interpretation

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID
1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9
58090-2 Glucose-6-Phosphate dehydrogenase newborn screening comment/discussion
33287-4 Glucose-6-Phosphate dehydrogenase [Presence] in Dried blood spot
62300-9 Lysosomal storage disorders newborn screening panel
62301-7 Lysosomal storage disorders newborn screen interpretation
CARDINALITY
0..1

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID
1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9

62303-3 Lysosomal storage disorders newborn screening comment-discussion
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CARDINALITY
0..1

62302-5 Lysosomal storage disorders suspected [Identifier] in Dried blood spot

CARDINALITY
0..1

NORMATIVE ANSWER LIST: LDS / Lysosomal storage disorders

SEQ# Answer Global ID Global ID Global ID Code Answer ID
Code System Code System OID
1 GLA 16652001 SCT LA14036-0
2 GAA 237968007 SCT LA14037-8
3 GALC 192782005 SCT LA14038-6
4 ASM 58459009 SCT LA14040-2
5 GBA 190794006 SCT LA14039-4
62304-1 Fabry disease newborn screening panel
62305-8 Fabry disease newborn screen interpretation
CARDINALITY
0..1

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID
1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9
62306-6 Fabry disease newborn screening comment-discussion
CARDINALITY
0..1
55908-8 Alpha galactosidase A [Enzymatic activity/volume] in Dried blood spot
CARDINALITY
0..1
62307-4 Krabbe disease newborn screening panel
62308-2 Krabbe disease newborn screen interpretation
CARDINALITY
0..1

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer Answer ID
1 Normal LA6626-1
2 Borderline LA4259-3
3 Not normal requiring further filter paper testing for at least one condition LA12430-7
4 Not normal requiring immediate non-filter paper follow-up for at least one condition LA12431-5
5 One or more tests pending LA16204-2
6 Specimen unsatisfactory for at least one condition LA16205-9
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62309-0 Krabbe disease newborn screening comment-discussion
CARDINALITY
0..1
62310-8 Galactocerebrosidase [Enzymatic activity/volume] in Dried blood spot
CARDINALITY
0..1
62311-6 Gaucher disease newborn screening panel
623124 Gaucher disease newborn screen interpretation
CARDINALITY
0.1

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer
1 Normal
2 Borderline
3 Not normal requiring further filter paper testing for at least one condition
4 Not normal requiring immediate non-filter paper follow-up for at least one condition
5 One or more tests pending
6 Specimen unsatisfactory for at least one condition
62313-2 Gaucher disease newborn screening comment-discussion
CARDINALITY
0..1
55917-9 Acid beta glucosidase [Enzymatic activity/volume] in Dried blood spot
CARDINALITY
0.n
62315-7 Niemann Pick disease A/B newborn screening panel
62318-1 Niemann Pick disease A/B newborn screen interpretation
CARDINALITY
0..1

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer
1 Normal
2 Borderline
3 Not normal requiring further filter paper testing for at least one condition
4 Not normal requiring immediate non-filter paper follow-up for at least one condition
5 One or more tests pending
6 Specimen unsatisfactory for at least one condition
62319-9 Niemann Pick disease A/B newborn screening comment-discussion
CARDINALITY
0..1
62316-5 Acid sphingomyelinase [Enzymatic activity/volume] in Dried blood spot
CARDINALITY
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Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9

Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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0..1
63414-7 Pompe disease newborn screening panel
634154 Pompe disease newborn screen interpretation
CARDINALITY
0..n

NORMATIVE ANSWER LIST: NBS iterp / Newborn screening interpretation

SEQ# Answer
1 Normal
2 Borderline
3 Not normal requiring further filter paper testing for at least one condition
4 Not normal requiring immediate non-filter paper follow-up for at least one condition
5 One or more tests pending
6 Specimen unsatisfactory for at least one condition
63416-2 Pompe disease newborn screening comment-discussion
CARDINALITY
0.n
55827-0 Acid alpha glucosidase [Enzymatic activity/volume] in Dried blood spot
CARDINALITY
0..n
62333-0 Severe combined immunodeficiency (SCID) newborn screening panel
62321-5 Severe combined immunodeficiency newborn screen interpretation
CARDINALITY
0..1
62322-3 Severe combined immunodeficiency newborn screening comment-discussion
CARDINALITY
0..1
62320-7 T-cell receptor excision circle [#/volume] in Dried blood spot by Probe &
target amplification method
CARDINALITY
0..1
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Answer ID
LA6626-1

LA4259-3

LA12430-7
LA12431-5
LA16204-2
LA16205-9
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