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Each chiid and family is unique; therefore, these Recommendations for Preventive
Pediatric Health Care are designed for the care of children whao are receiving
competent parenting, have no manifestations of any important health problems, and
are growing and developing in satistactory fashion. Additional visits may become
necessary if circumstances suggest vanations from normal.

Develapmental, psychosocial, and chronic diseasa issues for children and
adolescents may require frequent counseling and treatment visits separate from
preventiva care visits.

These guidelines represent a consensus by the American Academy of Pediatrics
(AAP) and Bright Futures. The AAP continues to emphasize the great importance of
cantinuity of care in comprehensive health supervision and the need to avoid
fragmentation of care.

The recommendations i this statement o not mdicale an exchsme course of Treatment or standard of medical
cark. Vanatans, takiog mta account ndvidual cycumstancos, may be appropnats,
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SACHDNC Recommended Uniform Screening Panel’

CORE ? CONDITIONS ?
(as of February 2010)

Metabolic Disorder Endocrine | Hemoglobin Other
AC%Z‘S Core Condition P—— Fatty acid — Disorder Disorder | Disorder
condition | SX9at0n ) Chisorders
PROP Propionic academia
MUT Methyimalonic acidemia
(methyimalonyl-CoA mutase)
Cbl A,B g\izgmg::;omc acidemia (cobalamin
IVA Isovaleric acidemia
3.MCC ;I\rnii:gx::cyrotonyl-CoA carboxylase
HMG 3-Hydroxy-3-methyglutaric aciduria
MCD ‘Holocarboxylase synthase deficiency
BKT B-Ketothiolase deficiency
GA1 Glutaric acidemia type |
CUD Carnitine uptake defect/carnitine
i transport defect
MCAD ::hd;g?;;::;::(;):fﬁ;ﬁcy
VLCAD | (o rogenase deficieney
LonaD | Lendlaln S raronyoey on
TFP Trifunctional protein deficiency
ASA Argininosuccinic aciduria
CIT | Citrullinemia, type |
MSUD Maple syrup urine disease
HCY Hoinocystinuria
PKU Ciassic phenylketonuria
TYR I Tyrosinemia, type |
CH Primary congenital hypothyroidism
CAH Congenital adrenal hyperplasia
Hb 8§ | §,S disease (Sickie cell anemia)
S/?L?’h S, feta-thalassemia
Hb S/C | S5,C disease
BIOT Biotinidase deficiency
GALT | Classic galactosemia
SCID ‘Srsr\:‘eurs oc;zrf?;:‘: :‘ es
CF Cystic fibrosis
Hearing loss

HEAR

1. The selection of these cond

itions is based on the report "“Newborn Screening: Towards a Uniform Screening Panel and System. Genet

Med. 2008; 8(5) Suppl: $12-5252" as authored by the American College of Medical Genetics (ACMG) and commissioned by the Health
Resources and Services Administration (HRSA).
2. Disorders that should be included in every Newborn Screening Program

3. The Nomenclature for Conditions is based on the report “Naming and Counting Disorders (Conditions)

Panels” Pediatrics 2006; 117 (5) Suppl: §308-5314

Included in Newborn Screening




SACHDNC Recommended Uniform Screening Panel’
SECONDARY? CONDITIONS *
{(as of February 2010)

Metabolic Disorder Hemoglobin Other
ACMG - Disorder Disorder
Code | Secondary Condition Organic Fatty acid Amfno
acid oxidation acid

condition | disorders | disorders

Methylmalonic acidemia with

CbiC,D homocystinuria
MAL Malonic acidemia
iBG Isabutyryiglycinuria

2MBG 2-Methyibutyrylglycinuria
IMGA 3-Methylglutaconic aciduria

2M3HBA | 2-Methyi-3-hydroxybutyric aciduria
Short-chain acyl-CoA
dehydrogenase deficiency
Medium/short-chain L-3-
M/SCHAD | hydroxyaci-CoA

dehydrogenase deficiency

GA2 Glutaric acidemia type I
Medium-chain ketoacyl-CoA

SCAD

MCAT thiclase deficiency
2,4 Dienoyl-CoA reductase
DE RED deficiency
CPTIA Carmt!ne palmitoyltransferase type
| deficiency
Carnitine palmitoyltransferase type
CPTH L
1l deficiency
CACT Car'ni'tine acylcarnitine translocase
deficiency

ARG Argininemia
ciTh Citrullinemia, type il

MET Hypermethioninemia

H-PHE Benign hyperphenylalaninemia

BIOPT Biopterin defect in cofactor
{BS) biosynthesis

BIOPT Biopterin defect in cofactor
(REG) regeneration

TYR Tyrosinemia, type !l
TRY i Tyrosinemia, type I}l

Var Hb Various other hemagiobinopathies

GALE Galactoepimerase deficiency

GALK Galactokinase deficiency

T-cell related lymphocyte
deficiencies

The selection of these conditions is based on the report “Newborn Screening: Towards a Uniform Screening Panel and System. Genet
Med. 2006; 8(5) Suppl: 512-S252" as authored by the American College of Medical Genetics (ACMG) and commissioned by the Health
Resources and Services Administration (HRSA).

Disorders that can be detected in the differential diagnosis of a core disorder

The Nomenciature for Conditions is based on the report “Naming and Counting Disorders (Conditions) Inciuded in Newborn Screening
Panels” Pediatrics 2006; 117 (5) Supp!: S308-5314





