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Objectives

e Understand current newborn screening
e Traditional vs. Expanded Screening

e Know how to interpret an expanded
newborn screen

e Know how to organize the confirmatory
testing

e Know some of the limitations to screening

e Improve your comfort in addressing the
family's concerns
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Q: Why do Non-selective
Screening of Newborns?

e These conditions are important public health
ISsues
— ‘Reasonable’ prevalence
— Cost to society if not screened or treated
 Monetary
* Resources
e Prevention of Irreversible disease
manifestations
— mental retardation, disability or death

e Prompt institution of therapy improves
outcome
— Treatment is less expensive than the care of the untreated

individual
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Texas Expansion

« HB 790 - three years ago
— To the ACMG list of 29 (or an equivalent)

e Started December 2006
e Newer technology

e Now DSHS screens for 27
disorders

— Hearing screening is at birth institution
— Cystic fibrosis not yet included
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ACMG/March of Dimes
Prio) 4 0H 2o B tfers for NBS

3-Methylcrotonyl-CoA carboxylase
deficiency (3MCC)

3-OH 3-CH3 glutaric aciduria (HMG)

Argininosuccinic acidemia (ASA)
Beta-ketothiolase deficiency (BKT)
Biotinidase deficiency (BIOT)
Carnitine uptake defect (CUD)
Citrullinemia (CIT)

Congenital adrenal hyperplasia
(CAH)

Congenital hypothyroidism
(HYPOTH)

Cystic fibrosis (CF)
Galactosemia (GALT)

Glucose-6-phosphate
dehydrogenase deficiency (G6PD)

Glutaric acidemia type | (GA 1)
Hb S/Beta-thalassemia (Hb S/Th)
Hb S/C disease (Hb S/C)

Hearing loss

Homocystinuria (HCY)

Isovaleric academia (IVA)
Long-chain L-3-OH acyl-CoA
dehydrogenase deficiency (LCHAD)
Maple syrup urine disease (MSUD)

Medium chain acyl-CoA dehydrogenase
deficiency (MCAD)

Methylmalonic acidemia (Chl A,B)

Methylmalonic acidemia (mutase
deficiency) (MUT)

Multiple carboxylase deficiency (MCD)
Phenylketonuria (PKU)

Propionic acidemia (PROP)

Sickle cell anemia (SCA)
Trifunctional protein deficiency (TFP)

Very long-chain acyl-CoA
dehydrogenase deficiency (VLCAD)

Tyrosinemia type | (TYR )



New Disorder Groupings

e Expanded group of Amino Acid Diseases
— Phenylketonuria
— Argininosuccinic acidemia (ASA)
— Citrullinemia (CIT)
— Homocystinuria (HCY)
— Tyrosinemia type | (TYR I)
— Maple syrup urine disease (MSUD)

e New group of Organic Acid Disorders
e New group of Fatty Acid Disorders

e New / expanded group of Miscellaneous
Other Screened Disorders
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Organic acid diseases

3-Methylcrotonyl-CoA carboxylase deficiency
(BMCC)

3-hydroxy-3-methylglutaric aciduria (HMG)
Beta-ketothiolase deficiency (BKT)

Glutaric acidemia type | (GA 1)

Isovaleric acidemia (IVA)

Methylmalonic acidemia (Cbl A,B)

Methylmalonic acidemia (mutase deficiency)
(MUT)

Multiple carboxylase deficiency (MCD)
Propionic acidemia (PROP)
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Fatty Acid Oxidation
Disorders

e Carnitine uptake defect (CUD)
e Long-chain L-3-OH acyl-CoA
dehydrogenase deficiency (LCHAD)

e Medium chain acyl-CoA dehydrogenase
deficiency (MCAD)

e Trifunctional protein deficiency (TFP)

e Very long-chain acyl-CoA dehydrogenase
deficiency (VLCAD)
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New Technology

Tandem Mass Spectrometry (MS/MS)
— Two mass spectrometers in line

— Separates and quantitates compounds

— Detects mass(es) of their ionic fragments
Rapid multiple analytes from a single
machine

— Often 2-4 min/specimen

— Easily automated

Low false negative rate

Not a 1:1 match of analyte to disease

— Elevated C5-OH carnitine seen in seven disorders
» Beta-ketothiolase d., Biotinidase d., Holocarboxylase d., HMG-CoA lyase d.,
» 2Me3Hydroxybutyric acidemia, 3MeGlutaconic acidemia, 3MeCrotonyl carboxylase d.
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New Disorders = New
Jargon

e Acylcarnitines
— Fatty acid or fatty acid-like molecule
— Linked to an amino acid derivative

— Usually referred to by the carbon chain length
e C3 = propionyl
e Cl4:1 = tetradecaneyl

— Used to denote metabolites found in the
chromatogram

— Are the first clue to abnormalities which may
represent disease
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Interpreting a NBS

report

e Added sections

e AmMIino acids
— Normal or named elevations
— Possible disorder listed

e Acylcarnitine profile
— Identify the abnormal chemical species
— Possible disorders listed
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Texas Department of State Health Services
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1-588-9637111
TEXAS DEPARTMENT OF STATE HLTH SERVICES — 00000001 -
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1100 W 48™ ST
AUSTIN, TX 78758

MEWBORMN SCREENING REPORT

Patients Mame: SMITH TEXAN Labaratany Humber: o007 D23 4558
Mathers Mame: Fom Seral Ma: D5-0277 536

_ Date Collected: D11 152007
Date of Birn: Ma2007 Date A T o 07
Medical Record: Date Reported:
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TUTORIAL: A web-based tutorial {free CME) on the Texas MES Expansion ks avallable at fpoieheatinziace com.

24-HOUR, 7-DAY RESULT ACCESS [nnl nciuding ie expansion fests) Is avallable via the Vol RESPONSE SySIEM (VRS)

Call 1-363-963-T111 ext E38E or e-mall |abappsupport@dshs state txus 1o abtaln a PIN and Instructions.
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HEMOS LOBMOSATHIES: hciding Hb 858 Kb 5905, Hb S-Bate hileiasnita

For more Information, pleass refer to hitp:/iwww. dehe stais.tx. usilab/newbornacrsening sbim Page 1of 1







Normal Results

e First Screen Normal
— Do the second screen

e First AND Second Screen Normal

— Document in your record and let family know
that the required screening was normal
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The Abnormal Screen

e What Is the abnormality?

— Endocrine: Refer appropriately
« Some are emergencies

— Hematologic: Refer appropriately
— Metabolic: Evaluate the patient now
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What to do

e Algorithmic approach

e Even a short delay may harm an
Infant

e Follow the ACT sheet and algorithm
— Find the patient
— Evaluate the patient
— Obtain labs
— Speak with a metabolic geneticist
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D S I I S Mewborn Screening ACT Sheet

Elevated C8 with Lesser Elevations of Ct and C10 Acylearnitine
AC T S h e e tS Medium-Chain Acyl-CoA Dehydrogenase Deficiency (MCAD)
Differential Diagnoesis: Medium-chain acyl-Cof dehydrogenase deficiency (MCALY).

Condition Description: MCAD deficiency is a fatty acid coddation (FAQ) disorder. FAO occurs during
prolonged fasting andfor periods of increased energy demands (fever, stress) when energy production

relies increasingly on fat metabolism. In an FAD disorder, fatty acids and potentially toxic derivatives
W h at A n a I yte accumulate becanse of a deficiency in one of the mitochondrial FAD enmymes.

Medical Emergency: Talie the Following IMMEDIATE Actions

Comntact family to inferm them of the newbom scraening result and ascertain clinical status (poor
faeding, vomiting, lethargy).

nsult with pediatric metabolic specialist. (See attached list.)
Evaluata the newbom (poor feeding, lethargy, hypotonia, hepatomeagaly).

If signs are present or infant is ill, inftiate emergency treatment with IV glucose. Transport to
haespital for further treatment in consultation with metabolic specialist,

If infant is nommal, initiate timely confimatory /diagnostic testing, as recommendead by specialist.

Initial testing: plasma acylcamitine profile; urine acylglycines; wrine organic acids and plasma
camitine levals,

PCP’s Actions

Repeat newbom screan if the second screen has not been done,

Educate family about need for infant to aveid fasting. Even if mildly ill, immediate treatment with
IV glucose is nesded.

Diagnostic
Evaluations

Report findings to newbom scresning program.

Diagnestic Evaluation: Plasma acylcarnitine analysis will show elevated octanoylcarnitine (C8), Uldne
acylglyrcines will show elevated hexanoylglycine. Diagnosis is confittned by mutation analysis of the
MCAD gene.

Clinical Considerations: MCAD deficiency is usually asymptomeatic in the newhbormn, although it can

A A present acutely in the necnate with hypoglycemia, metabaolic acidosis, hyperammonemia, and

I n I Ca hepatomegaly. MCAD deficiency is associated with high mortality unless treated promptly; milder
variants exist. Hallmark features include vomiting, lethargy, and hypoketotic hypoglycemia. [tisa
significant cause of sudden death.

Snapshot UM

Emergancy Trestment Protocal
bt v hildrenshospital. orgfneweanglandeons ortiumy NB S/ MCADD. tm|

Gene Tests

hitpeffwne. genetestaong/sardet/ ac cess M b= gene eling ce S te=gt&i d=RRR51 & key=MNex T Dbt P2 Kfg rg=8fcn=y&fe=01 Sfilonam
ez profiles/meadi ndes kiml

More

hitpzffghr.nlm nih.gov/condition=med umchai nacyl cosnmymeade hy drogenased sficiensy
STAR G FELSI

I n fo r m atl O n hitt e/ e nerwvbsarnseraeni ng.info/ Prof sty sciddisorders/MCADD. him
bt pedAweae newebornaeraeni ng.infof Parerts fatty a ciddsorders MCAD DL bl

Dlizekei mer: Thiz infwrmafinn iz adoptnd om Erwican Col lege of Wodical Gmatics wbesiin ACT sheste, i farver. e mg, serl e e s ok i 2 20T eondiim- s shyie- fnkz bim 10E



" oy C8 Elevated +
AlgOrlth mS ﬁ LesserEIevati:::c?fCE and C10

Flow Diagram format

Actions
in shaded boxes

Plasma AC (C8) — high
Urine OA — Normal/high dicarboxylic acids
Urine AG — high hexanoylglycine
Results
in Unshaded box

@CAD DeficiencD

http://www.acmg.net/resources/policies/ACT/condition-analyte-links.htm




Newborn Screening Directory
1-800-252-8023

e Case Management Extensions

e General Information 2129

e Congenital Adrenal Hyperplasia (CAH) 2819
e Congenital Hypothyroidism 3666

e Galactosemia 6827

e Hemoglobinopathies 6832

e Phenylketonuria (PKU) 6827

e Biotinidase Deficiency 2071

e Fatty Acid Disorders, Organic Acid Disorders,
Amino Acid Disorders 7715
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Admission or Confirmatory
Testing

e Some NBS values will be very high

— Metabolic Emergencies requiring immediate
admission
 Intravenous fluids
« May require specialized medications
e Many values will require repeat testing, or
— Acylcarnitine profile
— Urine organic acids
— Plasma amino acids
— Ammonia
— Urine Orotic Acid

I enter of central texas
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Who Is going to become
11

e Timing: days, weeks or never

e |f days, then rapid turn-around and
diagnosis needed

e If weeks, consistent with model of
screening from PKU

e |[f nhever, can we select those who
may ever get ill?
— What criteria?
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Now What Do | Do?

e |[nfant looks well
— Information to parents

e Confirmatory testing results back

— Normal results?

e Good except for some Fatty Acid Oxidation
Defects as normalization can occur

— Abnormal ... But not the same as the NBS

— Abnormal and the same as the NBS
 May need repeat or additional testing
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Incomplete Evaluations

e Very Long Chain Acyl-CoA Dehydrogenase
— Second screen is normal
— But 2 known mutations found

e 1 of 2 recommended tests obtained
— Miss a diagnhosis
e | ab does not look for a metabolite

— Know what the reference lab detects
e Succinylacetone in Tyrosinemia, type |
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Incomplete Evaluations 2

e Lab can do the test
— Thelir reference ranges are non-neonatal
— “Book” reference ranges
— Limited numbers of neonates
— Preterm vs. term infants
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Information without
ANswers

e Abnormal screen: elevated tyrosine
— Repeat screen - same result

e DDX:
— Tyrosinemia, type |
— Tyrosinemia, Type Il or Il
— Transient tyrosinemia of the neonate
— Liver disease including hyperbilirubinemia

— Feeding practices (excessive protein intake)
— Other
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Elevated Tyrosine

e Exclude other causes of liver damage
e Get urine for succinylacetone
e Tyrosine level as plasma amino acids

e |f succinylacetone Is negative, may
take weeks to resolve the issue

e There may be no disease!
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Clinical Judgment vs.
NBS

NBS will detect

— most of the severe or moderate cases of
screened disorders

NBS will not detect
— non-screened disorders

— all mild cases of a disorder (later
presentations)

NBS may not give an answer until after the
iInfant is ill

— critical window of time

Physicians must still recognize and treat the
iInfant with an IEM
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Timing of Samples

e Preterm infants
— Transfusions alter results
e Galactosemia
e Biotinidase
— Nutrition
e TPN and Carnitine
—Carnitine palmitoyl transferase type |
e [Fed or fasted

— Need protein intake for metabolites to
accumulate iIn some disorders

— 48hr vs 24hr of age samples
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Resources for You and
Parents

Screening Technology and Research in Genetics:
STAR-G

— HRSA funded multi-state consortium with
consumer input

http://www.newbornscreening.info/index.html

Description of newborn screening process
‘Parent fact’ sheets for each disorder
Overview of Genetics/Genes/Inheritance
Glossary of screening terms, amino acid, etc.
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NEWRBORN SOBREENING TEST:
For Ypur Baby'y Health

NBS Brochure
Texas DSHS

Taxas Dapartmant of Stste Haalth Sarvicas
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WHT 15 MY BABY TESTED ¥

+ Kawkorn Scossning i omm of cha meca Lmpocom
chingy dona for your mew baby's bealch,

+ W wmat all e wbcrra becauss o fow whe look hashby
have o rame birch dafaci or discadar.

: [Fwe Eured i exrly, we an halp prevent mricas problarma,
nch wrmannl rewdion, ke, or desh.

Hiow 15 MY BANY TESTEDF

Two scmarnn xrs mguired. Tha wain sre doorm ming
drepaed blesd eaban Ereom your haby's beala1o 2
doryn wfoer birih in the heapinl end agein a7 1o g
days of age Ln your doceoc’s cdfeon or clinic, Soma

oo may nat givs cros rerka.
BoT we'vE REVER HAT ANY BIRTH DEFEITS
IH OUR FAMILY...

+Muny o iha babia boon with thes problemas sre
Fromn hashby famibian.

+Einm tbew dimederyxm ooty common, tha
chxncm xm good tha your child o KOT bhres ons.

MY BABY SEEMS FINE.
ART THE TESTS STILL BEEDEDY

+ Wan Mou babins wich chasn diorders keok hasbhy
ac birch. Many daorders can'c ke sesn.

/

>

+1F chn rrwbarn. screan shows o problem, your baby's
docror will ke slerwd 1o do more waiing o nan

spacial csimane.

IF My BARY FAS ONE OF THESE OISDORDERS,
0N [T BE QUEEDY

Wk car'e curs chass conditiona, Fonsarly imscmen:
mray prwnt or conirol serioas heakh preblem.

Ir MORETESTING MUST BE DONE, DOES THAT
MEAK THAT MY BANY HAD & PROBLEMY

: Mo, An skbnzrmal newkorn eresn only shows cha
o For more coscivgr. Thils does BOT maan the m
anpbing wesng. [ fun s pour taby nesdoes
b cesind sguin vo donble-chack or ponith pecblama.
+ I pzar baby's i 1 unoeal for s second cima |, cha
desor map stam cramibng your baby ;o onm or send
you 1o ade<ror who spacialises in che diaorder for

oo ceing.

How ou¥ [ MELP THE DOOTOR TO HELF MY BARYF

r. Maks surm your baby s comed befome ke orahe
lomven cba Borpicsl. Yoo sheald be piven s Jorm
from your baby's firmtacoren. Taka 1bils form amd
yeur baby 1o pour desror or clinic for s mcond e
w17 oz 24 daye of age.

%. Your deszor may ik pon ez bring bn your baby
for mom waing. Do @ gadly! ¥ reur ohild hoa o
Aimzrdar, fantacilon cun b wry Loporomit,

%- Ble aure to pivs your coroece addoman and phons
number o the horpial or decior. B pon den'c have
» pheaen, Joves ibe number of o friend, rdhibw, oo
ren ghber with the docrer or hoepicl.

4. Hyom mew scon sdw e yonr baby bbeoen, b year
doceer mowright swsy. Than, Eyoor child resdues e
mmed agwini, your docmr will krcw wheem 1o oesch pou.

Baruredur, iape i aw axryinpariand

UNIVERSITY

oT EXAS
PHYSICIANS

CENTRAL TEXAS

dell children’s

medical center of central texas
A member of the @) Seton Family of Hospitals




Hoja informativa sobre el sxamen médico del recién nacido State M ate r i al S

Insuficiencia de acil-CoA deshidrogenasa de cadena media

S0 a5 la MCAD?
LaMOAD & un tipo de alteracidn de lo ocidnciin da o
freidos progon. Las parsoras con MOAD tienca difizekad
pars degmdar (o digarir) las grasss y canvarlirlas an
energis para al arganisme.

iCudl es | causa de la MCADT

Las enzimas ayeden s inieiar ks coeceicmas quimices

on ol ismia. La MCAD euanda ls anzima
dﬂnmwwﬁﬂ-tnl -:lwl'u"l.:%;n-mu da cwlarm
madis” exd wusants o 1o funeican. Exta anzing degrade
chartas grasss da low limeatas quo comemos pam
carrartirlas an erargis. También degredn lo grea ya
almesnads en el cnarpe,

i0uS sintomas o problemas produce la MCAD?
[T i mfonms oo R e P Mo o ar Far sl cLEas
i eRformoy g o8 BRonl de molar por b padnes, §
LaMOAD puwdk cansarperiodos da enfermadad
llamad e erisis matnbélizes. Los nifics con MCAD &
manedo muestran sinbomas por primem vez encr las
B masas y Lo 2 o da edad. Algence da Jos primercs
indiziae de uns erisis malabélicn son:

demasindo st

eambice da condeeie [por ej, larar sin metio )

icrilnbilidsd

falln de wpetiio
i une erisis matnbibcs no s traa, on nifie eon MOAD
prada desarollr:

prablamrs respirstarios

eonve bivaos

retras) meakal

parilisis cerehral

eomea, qea a vaee lewm ol meane

iCudl es el tracamlenmo parm la MCAD?

A manedo s¢ waan loe siguieniey trotamie ntos pars les
nifias can MCAD:

1. Na dajar pazar nucho tianpo sin coner — [ bebés
¥ lez nifos pequefics coa MOAD necsesitin comer
a neiuds pam eviler un bajn del enionr e lo
saagre o una orisis metabilicn. ¥a debea pasar mis
de | o 6 horee sin comer. Aljuaos beb & necesitan
oomer indluso més seguide. Es inporieabe que [os
bebeis reviban alimenio durnte | nocke. §ino se
despierinn solos, es nevesario d las
ﬁmwh:.l’.ﬁ nifias mumw e
nesesilar m refrigerio con almidén (el como pea,

(MCAD, laz siglas comesponden a nombres aminglés) i n S p a n i S h

oerenles, wrroe) antes de irse a dormir y oo dumnce
la 0 b, Tamibién pueden aeeeitar ingeric otro

Foigerio pents o entan e manuan u Fact Sheets and NBS Brochures

parn ln noche. Los dietistas saben oudles wom los
alimentos cormectos para cads caen. La mayverd
bz ndoles ceabes y pdultos can MCAD pueden p
12 horas sia comer sin problenas, cuando =std
bien. Las denis trutamienios, deben continnm
de porvidn

Z Diwly —a veres se poonseje uia dicte haja en g
y ika en carbohidralos (o omo verdmre, fies

i cereales), Su cielisin puesde crear m phin de 51 M1 BEBE TIENE ALCUMA DE ESTAS
alimentaciin con el tipa y In canlidad correcte ENFERMEDADES, jFUEDE CURARSEY
Em‘_ quesn h-'F' nereska Pwde 0l i N podemos curar sieas snlrmedades, pero ol rasa-
s hjo nesesits aknia canbio en ladiels. EiSNED BEPan e Pus di vicar o conwolar problemas
A L-osrniting - & akjunos nifos 1= Jes puede rece grinvi da sahud.
hﬂm I:l:i ﬂﬂ&:‘;:“ﬂu :;? ) ) 51 5E DEBEN REALTZAR MAS PEUEBAS,
;ﬂwé@ La Lerniting h:rbug'u wjuds 4POR QUE LE HACEN EXAMENES A MI BEBET ASICNIFICA QUE MI EEBE TIENE UN PROBLEMA®
cuerpo o elininar Js residuos dodinoe. + Elsmuman midics para los mcién nacidos & ane + Mo, Un pealado sncrmal en 6l smmen de un meidn
[ — ndar i Lo mds imporeaness para s dabad 96 su babi. ratido sl indica la seosidad de heser mas prusbas,
5 = o mid o . » Elassmmar scl s & oo dos o v ciin nacsdos Esto WO imnplica que higa un problima. el sgnifua
d-:i::ﬁl[nlnrlm: e ermared s 20 bije tange Ly porque alpunics deellos, a pesar de s an aspecee qui hiry e v paeir las prusbas pars weifear por
. sabadabla, pued.eu B Bl n]guun alkeracidn o didecen "‘E"-‘"-‘d-“““ si hury Jk"‘“ I_-‘“-"M“m'-
Ealtn de I-Fi\‘:"I:'I:III i conginite rara, + Bislmsuhado del szamen de i bebd es anormal pes
::H_::u 8 o camadiade mafa + La deweecitn semprans ipads & vitar problemas sipatida wz, ¢l midico poeds inicir de inmediats
“mikas graves comne el e menral, snfermedades crdnica Ul RS para du bebd o indicarls qoi wa s un
dierren o Lo Pauers. s pacialists en eieas enbermiededas para qui le haga
uns indeoeidin i proebas.
fiabeo ACOOMO LE HACEN ESTE EXAMEN A MI BEBE? P

aCDMD PUEDD ASISTIR AL MEDICO FARA QUE

S mequieren dod eipod Je dmlmenes, Esvos s hacen @
AYUDE A MI BEREY

Las parsanas can MCAD daban comar s alimasi

can nbnidén y babar mis liquidas durania cunky smtripinido unas poeas di sangee del eaddn de in baba, &
cafarmeded —surque mo teagan hanbre—o pedr primero 1 & 2 dias despods del nacimisets, y &l sgunde L. A pivese da Qe Je hugan Lo proebas a su bebi aneed
sufrie van bajn dol szioaron J sangre o una erisis &n b oheing de sumibdies 0 én una clinizcaalos 7a d salir del hospital. Le deban dar una forma con las
matabsilice. Cnanda asifn enfenmas, ks nifis 1 r4 diss despuis de haber nacido. Alruncs de saecs princeras sximenes di su bebd. Duoige de 7 & L4 dias da
menede no desent ecer. &i o niegan o comar o sxbmnenes pusdin dar msuhados fakios yen sseos cases vacide, i aa babe yeata forma al midico ol clinica
pradon hoserd, podris ser 1o v larlos on algunos satudios serin repetidos. para qué Je hagan wna segunds prosba.
hosgital pars. eritsr problamas. 1JSTED 5B FRECUNTABRA: ;PERO COMO? NADIE 2. Bu mdico podria pedicls que Devs 2 su bebé para
EN NUESTRA FAMILIA HA TENIDO FROBLEMAS hacerls e prusbas. Enss cue, jlivwlo pronte! Sisa
CONCENTTOE. .. hijo e uns enfrmedad, & astuar ripidamanes puede

ST LT red Tibd .
» Mackios de los bebds que nesen con sdeas o e

enfirenedudes viensn de familiss saludables. 5. Asigraress Je darde su dire ceidn y namere de welidona
correeesd al hmpiuluz]n:.éd.u.' 2o, BiBo tene ekfono,

i al hica Piu] o al mddico el norere de z:b‘.u amige,
familiar o weine,

+ Dada qoe seeas enbirmedades no son Muy cotinaed,
lo s probable és gue i bebd N0 Ly padecca,

M1 BEBE SE VE MUY BIEM. ,5]:'2 TODAS PFORMAS

i 4. Siwm mud.nemeguida eras &l nacimisnes do su bebd,
ES NECEEARID REALIZAR LAS FRUEBASY

mmumqul.ode e disko & du mddico, Asi, 8ida Zh.ijc-
» Bi. La moaporis di Los bebds con st enkirme dade decuiios mads prosbas, su médico sebrd dénde lealzark.
seven saludables al nacer, qui muchas de ellas o

Becuily, 5 i vy iyl
gt widibled i i i e o iy

+ Bielsmamen del reciin nacido Mmusdira goe hay on
probliona, s akreard ol rddico di s bebd para qua
vialice TS procbis o s W EREUE D spiesial.



March of Dimes
Resources

e A Parents Guide to Newborn Screening
— 5 minutes long DVD (English and Spanish)

— Also as streaming video from the
Pregnancy/Newborn section

— www.marchofdimes.com
— WWWw.nhacersano.org

e Or from DSHS

http://www.dshs.state.tx.us/newborn/expandparent.shtm
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Starting a discussion with parents:

# Trrwes ParesTts Wasnt To Kxow
ARCOUT NEWBORN SCREENING
Fram Thesir Eﬂﬁ_}', Hual'dh Pn;lj’qp'l;nml

t. Tha Taxm Mawkarn Screening Fropram checkaall
zerwt-oen babien f2r 27 maow disardars. Tha sersaning

vamcy xra very i mpercsni for your haby's haakh.

M

. Babla with thas Jiscadars may look baaehy m
bisch. Many dliordsrs can's b i,

Surd o prabhons, such s swncd snardacies,
Alveiai, s ek, map ke provicesd 1 wa Foaed da
dlszadaen rlghs sway.

4. Mawkcons am fiee cand Lo 3 deye sfwo biledh
beifen ey b avw b ezapieal and aguin ax 7 42 a4
dapi of s in chade dowiea’s offion oo dinle.

s

. To do des paar, o b ahih profisalon d will cdes s fow
dropu o hlosd fram your haky's besl.

[

+ Waur baby's haalsh. prcduisiznad o cha haiplml
will par o copy o che s pemmbi . Call pous babip's
bt adehs porcdsaniend 1 p oo wonld lks oo 1alk sk
chei ol

9. Boima babbi may el secm wau, You will b
wezcifen d if youn baby o sds m o ceis.

Eigoay mmporsant o pour Baby fojpe these ey gaiciiy

+ I yom hasw mwars o ke, pou cancall pous
baky'i bk prcfaiilonel or du Tizss Dapanmemt
=F Sran Haahb Sarmici - Muowhiors 8 oo lng

Frograra coll-dres ac 3 -BO & -2 3- 305] an. 3549,

1

HNEWEBORN BOREENING

AS “1 1

1ok Rereremce To NEWBoRN
rEERING DisoRoERs

Biotinidas Daficioncg (BLOT) BIOT L an sy
ok ety it s L abesan 3 Ln. B0, 000 e cotai
and can miule bo s, baariag lo, sed dek in
o ki Traatrasce 4 alsvpls and dnsclwe daily
o af iacin,

Conganital hdrans] Hyparplada (CAH) CAH e
comend by i sned an shern paaduscicn of -
taln sl borrmcs i, Th o comm o oyp i
arcmd by nurwhcan s ndeg dnabo o §n 200
b oo, Ealy davsccion can prewmne daath in baps
and givli seed sz wml i i iala. T

Lauvah s Lidd congg hcomcse ou pl scirmsc chacags .

Conganital Hypethyroldiam (CH) [ qoas <o
abane preduclon of thyvald b el dn CH
and 4 po s dnabon | ln §, 500 sawt-cons. Theeedd
hormars paplas sw e durapy bspon e © sk of
i camn paant sl and growd seodaan.

ol e b (GALT) Faibuw 10 sw csholias tha milk
wgar galactos sanhs o GALT and scoum bn sk

1 Ln 30, 000 Theu clamiteal foam Juracnd
by vt v o, s g i b i 10 caaaais, Livis
elribasais, et nml mardacen, snd'cs denh. Toa-
et allodn awn gulacion Brom b dise, ueally by
wbiierin g oy For wdlk o duee.

WHAT PARENTS WANT TO ENOW
ABOUT NEWBOERN SCEEENING

From Their Hu{j': Health Care f'rqft::ic-ald

Homcopeinuria (HCY) HOY 0 cansed by an.
ampma defecinasy chae Blechs cha nanholiem of
=0 amine acdd chaicen boad io manosl reiacdacicn,
cacecporcain, snd other problema i kfiunds cecied
and uncmsind. The incidenscs b spprozimacsly 1 in
%50, 000 .5, rawb-crna. Tresuma noomay inechea
dincary ard i} L |

Mapls Sprup Urins Dissase (MU0 MILUT doa
dalincx in the war chai ke hody maubolbes cerialn
xmino acids xnd i peesene Ln sbeae 1o 300,000
UL 5. st Earky d ion amd with
incary miricriznn can paven deack xnd svees
wrancsl reiacdsilzn, Thar o sn incovesed ciskin
Manrnonice,

Mad i Chain heyl-Cok Dabydrs gansss (M CATO
Dhacficlaney The mo comnen dancder o cha way
ik body matsh oliven fuicy scidadn called MICAD
deficincy. Undacecwd, i1 can causs sudde v danik.
Tewacrent losimpls xed inclades snrnring oepaler
food ineska. The incidencs from rawborn scrsening
innce yor known, botie cheaghn 1o be appreximacdy
1in 15,000 raborna,

Dhar Fauy Acid Oxidacion { EAD) Discodars
Besides MCAT deficieney, othar FAD duorders sy

tad o ek gh e wkorn ing. Thay xra
wually dassribed in cacegories bawd on cha Jengeh
o tha Fxity acid. bad. Und d and d

iby can causs miswre, coma, snd eeen deach, The
inciden can of varicm FAD discrden sme nec Imown.
alxecn di In wnly mosncly chae sucly dewccion through

rawkorn scresning b coourmd.

Fhamnylleionuria (PEL) dn engmme defect thae

Pr hol o phanylal . &n sminc acid
110 bruin devel=p Lo knswn s FXKU. h
cccurs ln approximaly 1 Lo evacy 15,000 0.8,
- . Und l and 4 with x apeeial

e, PEL Jesdu o irreve rathle maninl seoerdarion.
Perionaof Evrcpaan dascent arw ax Locransed risk.

What Parenty Want tg Knge

Bickla Call Disenms (81C1) Sickls =2l snamis
{HE-EE-Dissnsa) 1o tha meoar commen 30D
and cowaan clopped blecd vamals resolilng o
sovars pain and cthar seeere haahh problemn.
Dikar common $CHa kncluds HE-E2C-Dilmam
and vari chal s, Mawk Emaning
dataces sbone 1 dn 3, 500 nawkornnwith SC0
annually. Farions of Afrizan or Medimrcsnaen
descanc are ot xn dncomssed riak

Tyrominamis {TYREL) Paopl with tyrosinamia
hars probloms bevaking down an smino scld
exlled tyrewing, whizh iv=na of ke building
blzcks of proiain, I noc crasied, e condlilen
cxnmy srrars llvar dissse and zibar mriow
haesbh probbeme. Toosima o consiss of madicnicn
ard a dime kew o eyroadira, Tha anbmswd incldancs
Lot cumn inavery o200, 0023 live birtha,

Orgunie Acid (04} Disarders Organis
scldamiss are & growp of maisbolic dlsorders
chae land 12 baild wp of orpanic s=idein tha
blod snd wrine and may be decscied in
nawborn serssning chezaph analynin of
scplzarniine profilas. Rescriciing proain in
tha dise snd mpphmanocon wich visming
andfzr exeniclra san diminlak ympeom,
Becansw nawhorn scrsening for chase disordar
iy ralucivaly raw, che dagma of cccurmnes in
nawhorns o noe et kncwn.

Trea Cpels Dimorders {UCD0 A UCD s
gprrmcls diasrdar cuusnd by a de Bchncy =f ona
of cha araymas maponsible for Temering
smmonls from iha Blood scoe ame. Scarm UG
mup ba deracend sn 0 part =f smvborn sersaning.
Thay s characiscied by smizwres, pocr muscls
eona, eesplrsisey dinraan, snd esme, and
rarule In dasch if bft undeisceed ind uniresiad.
Becanss nawborn scrsning for chas disordar
iy ralucivaly raw, che dagma of cccurmnes in
navborns o noc et kncwn.



Help for Brief Discussions:

4 Trowes ParewTs Want To Kxow
AnouT NEWBORN SOREENING
Fram Thuir Baby's Healh Professignal

t. Tha Tazm Mawkorn Screening Frogram chackn all
reewboorn babie for &7 mare dispdare. The scossning
cemt are vy impereen for pour buby's heakh.

%, Bablas with dhses diecadics map look baalchy a1
hioch. Blany hiordscs can't b s,

§. Samiom probhoe, sudh w swncd sossdicisa,
e, ze dusck, map b pravsnned U we P du
dlazadurs nighs swsy.

wk cerad L duye afss bleth
- iheap b s ke hecapdeal and wpuin a
4 s 4n: chescir dieziaa’ Py

s alch, st F pon wonld les ek koo

. Bcrmes babbss mmay maed secos weu. Yom will b
seccifend i yous bhaby o deds mors ceis.
& i oy decrtan £ o nonar Balor fo e Bl At g W

B. I yon haw mears qaescices, pou con sl poas
b aky's beaalh porcfalonal ar da Tazes Dapartmmnt
of S Elaahib Summion - Muwh arn 8 crsming
Fro grars. ooll - fras ax 1 -B00-53- 805 a1, 3139,

BN EIRNRN

N

SO N

Lo

Screening is required

Infant is generally healthy
at birth

Serious consequences
Tested at 1-2 and 7-14 D
Blood sample from the heel

Results go to MD and birth
hospital

Retesting may be needed

For more information: call
your PCP or Department of
State Health Services

e A
dell children’s ESHVSEIANS

medical center of central texas

CENTRAL TEXAS
A member of the @) Seton Family of Hospitals



Resources for the MD

e New Iinformation on the DSHS website
— www.dshs.state.tx.us/newborn/default.shtm
— ACT and FACT sheets
— CME for an education module
* http://txhealthsteps.com/

e AAP

— www.medicalhomeinfo.org/screening/newborn.html
— Link to an overview of many of the disorders
www.dshs.state.tx.us/newborn/pdf/AAPFactSheets.pdf

e National Newborn Screening and Genetic

Resource Center
— http://genes-r-us.uthscsa.edu/
— Links to states NBS programs & to the ACT sheets

‘) s UNIVERSITY
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Summation

More disorders: individually rare

New methods — same specimens

New Information

New potential problems

Resources available on line and In print

Texas DSHS Site:

— www.dshs.state.tx.us/newborn/default.shtm
— Consultants
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