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m Biotinidase
m Hemoglobinopates

m Congenital adrenal NY@eE@sasia (CAH)
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testing costs
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= Follow-up
m Regional Timeline
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INFANT HEALTH CARE: Newborn testing to
expand

Mandate calls for screening for 19 additional disorders

By JOELLE BABULA
REVIEW-JOURNAL

State officials hope new
testing procedures will reduce
incidents of death and severe
mental retardation among
Nevada newborns.

Currently, state law mandates

that all newborns are tested y NE“FS REIE&SE
_ - within hours or days of birth N R Sl

Registered nurse Susan Brinker . wo g o A . LrRL -?'\I EPAR TAMERS HLUMA

squeezes blood from the heel of 1- for six disorders, including SO0 Scarmae St NE £25

day-old Mckayla Rose Williams on sickle cell disease and (S SR - :'"Lh.m.f:".-liﬂl.ypfa e ——

Wednesday at MountainView hypothyroidism.

Hospital.

Photo by Clint Karlsen.

A state mandate that takes Ty, 13,2000
effect next month will require the use of emerging technology to test

Contact: Bonnie Widerborg (503) T31-4180
newborns for an additional 19 birth disorders.

Technical conface: Miclaed Skeels, FhuD., 503=129=5682

Newharn scracaing expunnds; babies aee fested for 20 more copaitiogs

Public Health Lab to expand newborn screening

A muother wha appearad before an Oregan legislative committes last year had 2
carnpelling message: You can't save my baby, Nikki Hiatt told lawmakers, but you can
z3ve athers in the future,
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m Diagnosed cacESHSS
m Representing 12NgiEi2islic itions



e Citrullinemia



m Fatty acio@i
e CPT 1
o Carnitine trainsj
« MCAD
« SCAD
* VLCAD
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] LR (Y —Inside DHS
L L L—}-— U I_l_ | About DHS | Data | Forms | Jobs | Local Offices | News | Policies | Publications | Training
— |

y¥ Oregon Department of Human Services
| § h .
124y X Public health laboratory

DHS home | Public Health | Laboratory | Newborn Screening

BiARCHl Newborn Screening

. =4 Newborn screening

The Northwest Regional Newborn Screening Program conducts

P An overview screening of all infants to prevent mental retardation and premature
: death in children through early detection and treatment of genetic

- A Expanded screening disorders by:

i ‘1 Newborn screening kit

’E;::r&ques‘t + Screening for congenital hypothyroidism, galactosemia,

',iapractitioner's manual phenylketonuria (PKU), biotinidase deficiency, maple syrup urine

disease (MSUD), congenital adrenal hyperplasia (CAH),

EgDiWrdﬂﬁ hemoglobinopathies (eg, sickle cell disease), selected amino acid
disorders, urea cycle disorders, organic acidemias and fatty acid
oxidation disorders.

Practitioner's Manual 2 g
rE———— Expanded Newborn Screening Disorders

The Northwest Regional Newhorn Screening Program (MWRNSP) tests for these
disorders using Tandem Mass Spectrometry (MS/MS). Newhom screening by
Tandem Mass Spectrometry (MS/MS) is an effective tool to detect serious and life
threatening metahaolic disorders in newborns.

Below is the Northwest Regional Mewbomn Screening Program's list of expanded
newhorn screening disorders,

4 Fact Sheets o—— FaCt S h eetS




#fiact sheets

Urea Cycle Disorders 7o

= Arginase Deficiency
» Argininosuccinate lyase deficiency (A5A)
« Citrullinemia

o Classic Cibrulinemia

o Citrullinemia Type 11

Organic Acidemias (i

Clazzification:

Bt deficiency

a, Typa [ {glutaryl-CoA dehydrogenase defciancy )

Crmetic

Infrrmaden-

lutaric aciduw
HMG-Cod [vase deficiency [3-hydroxy-3-methylglutaryl-Coa lyase deficiency)
Isobubyryl ¢ rogenass
Tsouale oA dehwvdrogenase deficiency (Isovaleric acidemia)
Malgnic :

Enciency

Maple Syrup Uring Diseasa

Methylmalonic acidemia (MMA)

a  Mathylmalonc aciduria

& & & & & & &

witamin B-12 respensive

Dieaze
Informacon:

e deficiency
¥ ase deficency

3-methylorotonyl-Cos carboxylase deficiency
F-methylglutaconyl-CoA hydratase deficiency

I-methylglutacony|-Cof a YPE I

3-methylglutaconyl-Cos acidu

3-methylglutacony|-Cof acic
i-mathylglut Cod aciduriz

duria TY

anyi-

Fatty Acid Oxidation Disorders 1w

« Carmitine uptake/transporter defects
g Carnibinge-acylcarmbing translocase deficiency

] transporter defect

5 ine palmitowl transferasa [ deficiancy (CPT 1)

a  Carniting | tramsfe ICiency [:'_I"T 1Ty

Glutari . Typa 11 (mulbple acyl-CoA dehydrogenase deficiency

[(MADD}}

Very long chain acyl-Cos dehydrogenase deficiency (VLCADD)

hain L-3 hydroxyacyl-CoA dehydrogenasa deficiancy (LCHADD)

Medium chain acyl-Cos dehydrogenase deficiency (MCADD)

iy l-Cod dehydrogenase deficiency (SCADD)

A

Shaort

Diroeaze Name:

MEDIUM CHAIN ACYL-CoA DEHYDROGENASE

DEFICIENCY
[ACATM DEFICIENCY; MCAD DEFICIENCY; MCADD DEFICIENCY)

Famy Acid Culdalins Diserdis

Inheriramee: Ailzdssmil fedeshive

Populatios Incidence: 115,000

Erknic Incidemce: Approtimately 1770 carroer rade; incidemos bigher i Hofthers
Eundpesni and [F2 Cilcien

Gene & Locatom: ACADRL 1531

BlAG camry ARSI, =

srvalation and enoiber privale mo

Commen Muration: s for the AESG

OMILL # 2201430; *E0T008

Typically 24 mostha, wiriahle sven withiz family mem®aer wuth identizal
Bene sulalhen s fun fasge oss permatal 85 wdull. MTUADD =ay poconl
Tire ibarid 3% oof BI08 deallo

Symprom Juoset

Symproms:

disalelity, musele weakerean, failure b feive and carbral pabiy

Phrysical Findings: o petivulis physical Grdings o dysmerphiss

Trextment: Treatmenl i3 wemple wnd cfFecive: sl Gaating G more then & hix e indeal
12 houra in obder patienta [ = mpeitsve thal ghaccse suppl Lon
waded diring tined of il A lengitde clirecal bemelil
Nty with RACADT deliciensy has el

been proven, Bl severnl 5
Tinlrrgplepilay L cogiest The chservel secendiey cursilne deliciensy sl 1o
efthisice The elifneaten of 1061e melibaliles

[ b 500G wies ustrentod  hlotabolic epiandes can caise

Natural Hiztory
develeprmental and phrysacal delivs Bim hygogly cemia and liver msul

witheur
treacment:







