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Learning Objectives

© Brief overview of the Newborn Screening (NBS) lab in Kentucky
@ Incidence Rates

© Newborn Screen Reports Portal
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Kentucky Department for Public Health

Mission and Vision in Action

Healthier People Our mission is to improve the health and safety

of people in Kentucky through prevention,

Healthier Communities. promotion and protection.

Promotion

Diabetes Prevention Immunizations Prescription Assistance
Disease Surveillance KEIS Public Health and Disaster Preparedness
Mobile Harm Reduction Smoking Cessation

Environmental Inspections
HANDS Newborn Screening WIC
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The Newborn Screening Laboratory in KY

© Location: Centralized Laboratory Facility in Frankfort

@ Annual Volume: Kentucky’s birth rate is
approximately 52,000 babies per year; ~180
specimens/day

© Days Performed: Monday-Saturday and all holidays
except Thanksgiving Day, Christmas Day, and New
Year’s Day
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Recommended Uniform Screening Panel (RUSP)

© RUSP: Disorders recommended by the Secretary of the Department of
Health and Human Services

36 Core disorders
26 Secondary disorders

@ It is recommended that every newborn be screened for all disorders on
the RUSP

© Kentucky Newborn Screening Statute is written to align with the
Recommended Uniform Screening Panel (RUSP)

https://www.hrsa.gov/advisory-committees/heritable-disorders/rusp

Kentucky Department for Public Health



https://www.hrsa.gov/advisory-committees/heritable-disorders/rusp

How Conditions are Added to the RUSP

© Adding a new condition to the RUSP is a multistep process: First, someone
nominates the condition to the RUSP. Any person or group(s) can do this
by completing a nomination package.

© The Advisory Committee on Heritable Disorders in Newborns and
Children (ACHDNC) meet regularly to discuss proposals from parent
advocates, organizations and experts in order to keep newborn screening
up to date. In addition, the Secretary of the U.S. Department of Health and
Human Services reviews the Committee’s recommendations.

© Disorders on the RUSP are chosen based on evidence that supports the
potential net benefit of screening, the ability of states to screen for the
disorder, and the availability of effective treatments.

Kentucky Department for Public Health



https://www.hrsa.gov/advisory-committees/heritable-disorders/index.html
https://www.hrsa.gov/advisory-committees/heritable-disorders/index.html

Steps for Adding a Condition to the RUSP

Steps for Adding a Condition to the Recommended Uniform Screening Panel (RUSP)

Step Description
HNominator submits a To start the process, a team of experts and stakeholders complete
% nomination package a nomination package and submit it to the Committee.*
The Committes reviews the nomination package. It considers
% Committee reviews the whether the package met the requirements and addressed kay
{{'_.'!.- nomination package guestions about the condition, screening process, and treatment.
_“" If the nomination package has met the requirements, a Committee

member presents a summary at a full Committee meeting.

The Committee reviews and discusses the nomination further. If
the nomination requirements are met, then the Committee will
vote on whether or not to mowe the condition forward for more
The Committee votes: review. If the full Committee review and discussion finds that the
nomination package does not meet requirements, the Committee
may choose mot to vote and ask the nominators to provide missing
infarmation and/or provide nominators with technical assistance
on developing the nomination package.

If the Committee wotes no, the condition does ot move forward.
No The Committee will explain what else is needed, and provide
technical assistance to the nominators

If the Committee wvotes yes, the condition moves forward for an

Ves evidence-based review.

In an evidence-based review, an external Evidence-Based Review

The ERG conducts an Group (ERG) gathers detailed data on how screening and
Evidence-Bazed Raview treatment for the condition affect newborns, the population, and
the public health system. The ERG prepares a final report and
presents it to the Committee.

The Committee considers The Committee reviews the ERG report, then discusses and rates

@ the svidanca the |.:Ia_t.a on three main p-:.:-ir.ts. sr:leer..ing henE!'lts, screening
feasibility, and state readiness to begin screening.

L The Committes votes: The Committes votes on whether to recommend adding the

[wena] nominated condition to the RUSP.

If the Committee wotes no, it does not recormmend adding the
No condition. The Committee will explain about what else is needed,
and provide technical assistance to the nominators.

Yes If the Committee wotes yes, it recommends adding the condition to
nﬂf the RLISP by sending a letter to the HHS Secretary.

HHS Sacretary responds The HHS Secretary reviews the Committee recommendation and
el decides whether or not to add the condition to the RUSP.

*The full mowne af the Commdtfee dwaleed ks the “Adwsory Commitier om Hentable Disoraers i Newboms aod Children.” The Consemer Suvde uees
the term “Committes™ fo refer fo this groun.

Diagram of Steps for Adding a Condition to the RUSP

Mominator submits a
nomination package

The Committee res
nomination package

&

The Committee votes  No . ends decision

— latter. Explains what
Yes additional information is
needed. Offers technical
aesistance.

up conducts an
ased review

evidence

Within 9 manths

= '; 1 The Committee votes No @

m Committes sends decision
lestbier, Explaing what
fes additional information is
needed, Offers technical
assistance.

The Committee makes a
recommendation

The HHS Secretary
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NBS Panel in Kentucky

= Fatty Acid Oxidation Disorders: = Amino Acid Disorders: = Lysosomal and Peroxisomal Disorders:

= Carnitine Uptake Defect (CUD)

Medium-chain Acyl-CoA Dehydrogenase Deficiency (MICADD)
Long-chain Hydroxyacyl-CoA Dehydrogenase Deficiency (LCHADD)
Trifunctional Protein Deficiency (TFP)

Very Long-chain Acyl-CoA Dehydrogenase Deficiency (VLCADD)
Short-chain Acyl-CoA Dehydrogenase Deficiency (SCADD)
Carnitine Acylcarnitine Translocase Deficiency (CACT)

Carnitine Palmitoyl Transferase 1 Deficiency (CPT-1)

Carnitine Palmitoyl Transferase 2 Deficiency (CPT-2)
Ethylmalonic Encephalopathy (EE)

Glutaric Acidemia Type 2 (GA-2)

2,4 Dienoyl-CoA Reductase Deficiency (DE RED)

Argininosuccinic Aciduria (ASA)
Citrullinemia (CIT-1)
Homocystinuria (HCY)

Maple Syrup Urine Disease (MSUD)
Phenylketonuria (PKU)
Tyrosinemia Type 1 (TYR-1)
Citrullinemia Type 2 (CIT-2)
Hypermethioninemia (MET)
Hyperphenylalaninemia (H-PHE)Tyrosinemia Type 2
(TYR-2)

Tyrosinemia Type 3 (TYR-3)
Arginase Deficiency (ARG)

Mucopolysaccharidosis (MPS-1,
Hurler’s Disease)

Pompe

Krabbe

X-linked adrenoleukodystrophy (X-
ALD)

= Other Disorders:

Cystic Fibrosis (CF)

Galactosemia (GAL)

Biotinidase Deficiency (BIOT)

Severe Combined Immunodeficiency

= Non-Ketotic Hyperglycinemia (NKHG) (SCID)
= Organic Acid Disorders: = Spinal Muscular Atrophy (SMA)
= 3-Methlycrotonyl-CoA Carboxylase Deficiency (3MCC)
= Glutaric Acidemia Type 1 (GA-1) = Endocrine Disorders: = Point of Care Testing:
= Beta-kethothiolase Deficiency (BKT) = Congenital Adrenal Hyperplasia (CAH) = (Critical Congenital Heart Defects
= Hydroxymethylglutaric Aciduria (HMG) = Congenital Hypothyroidism (TSH and T4) = Hearing
= [sovaleric Acidemia (IVA)
= Multiple Carboxylase Deficiency (MCD) = Hemoglobin Disorders:
= Methylmalonic Acidemia (MMA Cbl A form and MMA Cbl B form) = Hb S/Beta-thalassemia (HbS/Th) . .
= Methylmalonyl-CoA Mutase Deficiency (MUT) = Hb S/C Disease (Hb S/C) CO re CO n d Itions In BO | d
= Propionic Acidemia (PA) = Sjckle Cell Anemia (Hb S/S)
= 2-Methyl-3-Hydroxybutyric Aciduria (2M3HBA) = Various Hemoglobinopathies (includes Hb E)

= 2-Methylbutyryl-CoA Dehydrogenase Deficiency (2MBDH)

= 3-Methylglutaconic Aciduria (3MGA)

= Methylmalonic Acidemia (MMA Cbl C form and MMA Cbl D form)
= Malonic Acidemia (MAL)

= |sobutyryl-CoA Dehydrogenase Deficiency (IBG)

Kentucky Department for Public Health

55 disorders in total




Conditions

2015 True positive

2017 true positive

2018 true positive

2018 true positive

2020 troe positive

2021 true positive

Prevalence rate

Incidence Rate

3-BCC 1 2 o =] 2|5/252.508 1750502
ARG 1 0 o ] 0|1,252 508 17252 508
AEN o 1 1 ] 0|2,252 508 1/126,254
BIOT o 0 1 u] 1|2/7252 508 1/7126.254
BET 1 0 o ] 0|1,252 508 17252 508
CAH 4 1 4 1 6|16,/252, 508 1715 782
Chi A B o 0 o a 0

CF 12 27 1E 15 15|87/352, 508 172,902
CH A5 54 &6 53 A0|258,/252 508 1/973
L= o 0 o 1 1|27252 508 1/126,254
CPT-1a o 0 o a 1|1/252 508 1/252,508
CPT-11 o 0 o a 0

CuD o 0 o 2z 0|2,/252 508 17126254
EE o 0 o o] 0

G- 1 0 2 a 0|3,/252 508 1784, 169
GA-|] o 0 o o] 0

GALt 2 2 2 o 1|7/252 508 1736073
Hemao=lobin 15 31 12 25 16|99/252, 508 172,577
HCY 1 0 o o] 01,252 508 17252, 508
& & o 1 1 3 1|6/252 508 17492 085
ERABEE o 0 o o 1|2/208 QB4 1/126.254
LCHAD o 0 o 1 1|3/252.508 1782176
MCaAD 3 10 B < B|33/252. 508 1/7.652
MCD o 0 o e] 0

P51 1 1 1 1 0|4/258 084 174521
FISUD o 0 1 =] o|1,252.508 1/252,508
FIUT (RARAA) 2 1 2 1 0|6/252.508 17492 DES
NEHG o 1 o =] o|1,/252.508 1/252,508
oTC o 1 o ] 0|1,252 508 17252 508
PHE o 0 o ] 0

PELI 4 kel 3 x 11|29/352, 508 178,707
Pompe 3 & 1 7 2|20y298 084 1714 904
PROP 1 2 o 1 0|4,/252 508 163,127
SCAD 6 2 5 1 2|16/252, 508 1715 782
SCHAD o 0 o a 0

SCID 1 0 1 2z 3|7/252 508 1736073
SRAA M A PSA i & 7|15/114, 154 17,610
TrR-1 o 1 o o] 01,252 508 17252 508
Tr¥R-11 o 0 o 1 01,252 508 17252 508
VLCAD 1 1 2 o 1|5/252 508 1,750,502
MN-ALD HA 1 2 o 1|4/174, 568 1,43 642
Total True Positives 137 125 121

Bverage Troe Positives out of annual specimens 1 /0D 1400 1,300

2017: 52 012 initizl specimens
201E: 51,400 initial specimens
201%: 50_ 520 initial specimens
2030: 49 056 initial specimens
20Z1: 49 520 initial specimens

initial specimens

Kentucky Department for Public Health




Prevalence(2016-2021)

CH
Hemaoglobin
cF
mcAD |
PKU
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CAH
SCAD
sSMA |
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CIT
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D o ——

0.0002 0.0004 0.0006 0.00038 0.001
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Division of Laboratory Services
Kentucky Hospitals, Health Departments, and Birthing Facilities

KentuckyPublicHealth

Prevent. Promote. Protect.
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Bapist Health Corbin Corbin Whitiey Knox | St Claie Regional Medical Center  Morehead Rowan ai County. bia Adsic sl Ivine Estl Lewis Vanceburg Lewis Powell Stanton Barbourvile ARH Bourbourville Knox
Baptist Health LaGrange LaGrange Oldham StEizabeth Health Care Edgewood Kenton Allen County sille len Fleming Flemingsburg  Fleming Lesington Fayette Lexington Fayette Pulaski Somerset Pulaski Blanchfeld Community Hospital Fort Campbell  Chiistan
Baptist Heath Lexington Lexington yett Women's Hospital at St Joseph East  Lexington Fayette ‘Anderson County Lawrenceburg  Anderson loyd Prestonsburg Floyd Lincoln Stanford Lincoln Robersion M. Olivet Roberston Bourbon Community Hospital Paris ourbon
Bapist Health Louisville Jeffrson Stloseph London n Laurel Ashland-Boyd Ashland AshlancBoyd | Frankiin Frank Frankin Livingston Smithland Livingston fockaaste  MtVemon  Rockcastle Hardinsburg Breckinridge
st Health Madisonille opkins Stloseph Mount Stering Mount Stering  Montgomery alar LaCenter alard Fulton ickman Fulton Login sselille gan towan rehead  Rowan Prnceton cheell
Baptist Health Paducah MeCracken Stloseph Mount Stering Mount Sterng  Montgomen Banen Jasg Barren Fulton East Fulton Fulton Lovisvile Metro Health  Louisvlle Jeffrson Russel Jamestown  Russell Caroliton ol
Bapist Health Richmond Madis Stloseph Mount Steling MountStering  Montgomery ath Owingsville Bath allatin Warsan Gallatin Lyon i n Scott eorgetown S Marion Crittenden
Clark Regional Medical enter Clark Taylor Regional Hospital Campbeliile  Taylor Bell Pinevile Bell Garrard Lancaster Garrard tagoff Salyersille Magoffin Shelby Shelbyuille Somerset Pulaski
Ephraim NcDow: o Lincoln The Medicst Center ot Bowling Green  Bowlng Green  Warren Bell- Middlesboro Middiesboro Bell Grant Willamstown rant Madison Rich Madison Simpson nkdin Flemingsburg Fleming
Ephraim McDowel Regionl Boyle mmunity Ghsgow Barren Bowbon Paris Bourbon Grave tayfield Graves arion Lebanon rion Spencer  Taylorsile Bowling Green  Warten
Flaget Memoral Nelson Twin Lakes Regional Medical enter  Leitchfield Grayson Boyle Danville Boyle Grayson Leitchfield Grayson Marshall Bentor Marshall faren owiing Green Fort Knox Hardin
Frankfort Regional Mecdical Center Franklin UK Hospita Lexington Fayette Boone Florence oone Green Greensburg reen Martin Inez Martin Whitley Willamsburg Harrodsburg Merce
Georgetown Community Scot UofL. Hospital Louivile Jeferson Bracken Brooksvile Bracken Greenup. Greenup. Greenup Mason Maysuilie Mason Woodford  Versales Louisvile Jefferson
Baptist Health Hardin Hardin Whitesburg ARH Whit Letcher Breathitt Jackson Breathitt Hancock Hawesuile Hancodk McCreary Whitley City McCreary Teylor Campbelisile Louisvile Jeffrs
tlan ARH Hospital Harlan Willamson ARH/ Tug Valley SouthWillamson  Pike Breckinridge Hardinsburg Breckinridge Hardin Elizabethiown  Hardin L Ihoun Melean Todd Elton chsor Breathitt
Hartison Memorial Hospital Harrson Bullt Sheperdsvile  Bulit aran n Harlan reade Brndenburg  Meade Trimble Bedford Timble Hyden Lestie
Hazard ARH Regiona erry Butler Morgantown  Butier Harrison Cynthiana Hartison Menifee Frenchburg Menifee Union Morganfield  Union Morganfield Unior
Highlands ARH Regional Floyd a Princeton Caldwell rt Munfordille rt ercer Harodsburg  Mercer Washington  Springfield  Washington Tompkinsvil Monroe.
Jackson Purchase Medical Center raves Galloway Murma Calloway Henderson Henderson Henderson Metcatfe imonton Metclfe Wayne Monticelle  Wayne Hartfor Ohio
Jennie Stuart Medical C Chistian Gampbell Newport Cambpel Henry New Castie Henry Monroe. Tompkinsvile  Monroe Webster Dixon Webster sboto Medical Health System Muhlenburg  Greenil Mublenburg
King's Daugher Medical Center d Carlse Bardwell Carle Hickman Clinton Hickman Montgomery Stering Montgomery | Wolfe Campton Wolfe Paul B Hall Regional Medical Center Paintsville Johnson
Lake Cumberland Regional Pulaski Carroll Caroliton Caroll Hopkins Madisonvile Hopkins rgan West Liberty rgan Pineville Medical Center Pineville Bell
Lourdes McCracken Gy arer Jackson Nekee Jacksor Muhienburg CentralCity Mulhenburg Rockeaste Hospital M. Vemon Rockeastle
Advent Health Manchester Clay L sey Jessamine. Nicholasuile Jessamine elson Bardstonn elson Roederer Cormectional LaGrange Idham
Meadowview Regional Maton Chistan Hopkinsvile Chistan hnson Paintsuile hins Nicholas Carsle Nicholas Russell County Hospital RussellSprings  Russell
Henderson Clark Winchester Cark Kenton Covington Kenton hio frtor Ohio Samaritan Loxington Fayette
Middlesboro ARH Hospital Bell Clay Manche: Clay Knott Hindman oft Oldham LaGrange Okdham St Joseph M Lexingt Fayette
Murray Calloway Couty Calloway Tinton Albany Clinton Knox Barbourville Knox n i Owen St Mary and Elzabetl Louisvile Jefferson
Hospital Jeffrson Gritenden Marion Gritenden Laurel ndon Laurel Owsley. Booneville Owsle The Medical Center at Caverna ria C rt
Norton Chirens Hospital Jefferson umberland Burkesvile Cumberland arue Hodgenvile Larve Paducah McCracken Paducah McCracken T Samson Columbia Columbia ir
Norton Women and Chikdrens Hospitsl Jefferson Cumberland Valley Environ  Middlesboro " Lawerence uisa Lawrence Pendieton Falmouth Pendleton Three Rivers Mecical Center isa Lawrence
Owensboro Madical Health System Daviess jess Owensboro. jess Lee Beattyvile e Pennyrle Environmental  Eddyille Lyon “Trigg County Hospital Cadiz Tigg
Pikevile Medical Center Pikeville Pike Edmonson Brownsville Edmonson Leslie den Leste perry tazard pery Medical Cents Louisvile Jefferson
Spring View Hospital Lebanon Marion Ellott Sandy Hook Ellott Letcher Whitesburg Letcher Pike Pikevile Pike Wayne County Hospital Monticello fayne.
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NBS Program in KY

Screening Follow-up BIET{ (oS

e Sample collection and e Incomplete demographics e Confirmatory tests
delivery e Unsatisfactory samples e Clinical consultation

* Sample receipt and e Abnormal screening
analysis results

Clinical Management

Kentucky Department for Public Health



NBS at KY DLS: Workflow

T
o |
| 9 0o 00060
, R / // I Sent to Mayo for Testing Lysosomal and
4 scvere Combined \v \ PeDr.oms(;)mal
Immunodeficiency TSH / 'izzbfrs
» ™ and Spinal Muscular pompe
7 Atrophy s
. T4 /
- Biotinidase
5 . . IRT Hemoglobinopathies
SpeCImen Recelpt: SpECImen ¥
IR . 2" Tier CFTR Galactosemia
Within 24-48hrs of age Processing Mutation Analysis
(only on specimens with Congenital Adrenal Hyperplasia

elevated IRT) . X .
Amino Acid Disorders (PKU, MSUD, etc.)

Fatty Acid Oxidation Disorders (McAD, VLCAD, etc.)
Organic Acid Disorders (MMA, Propionic Acidemia, etc.)

= ﬂwmmi@w’

000000000060

reseseseceed

;{*&:ﬁr&&:{y&}% For approximately 10% of specimens,
:L:L'i:}:?l‘??gl:;gl; additional punches are necessary to

| g‘>:*:4:*:*:*.§: :*Q*Qp retest abnormal results.

7 e it i [

0.9
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NBS in KY: Challenges from Lab Perspective

© National recommendations call for all critical results to be reported within
5 days and all results to be reported within 7 days
© Data from our lab:
6% of specimens are delayed in transit

25% of specimens are collected >30hrs (Must be 24-48hrs to meet
recommendation and we prefer collection closer to 24 hours)

Looking at June-December 2022 we had 102 critical specimens and 24
specimens were >5 days due to collection or transit

Good quality NBS requires teamwork !

Kentucky Department for Public Health
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2

| 'IAA Help us educate new parents:

| Encourage them to have a pediatrician
’ chosen prior to delivery

Remind them to check that the pediatrician
IS accepting new patients

Did You Know?

| Tell them to make sure the pediatrician
takes their insurance

results are shared with
your baby’s doctor doctor will need to baby healthy
contact you right away

Now What?

Give your emer gency
contact information to the

hospital and baby’s doctor

Make sure your birth facility
knows who your baby's
healthcare provider is

Kentucky Department for Public Health 15

Find your baby a
healthcare provider before

he or she is born




Newborn screening is more than
just PKU

Help us change the culture of referring to
the newborn screen as “the PKU”

Using one disorder as a shortcut for a
panel that includes 54 other disorders
leads to confusion

The Newborn Screen

The Kentucky Department for Public Health, Division of Laboratory Services

55 disorders
included on the
Recommended

Uniform
Screening Panel
(RUSP)

*Size of dot is comparative to prevalence in KY Newborn Screening testing data from 2017-2021

SMA: Spinal Muscular Atrophy, CH: Congenital Hypothyroidism,
CAH: Congenital Adrenal Hyperplasia

@ Learn more about conditions screened in Kentucky:
State Newborn Screening Panel

Kentucky Public Health May 2023

Kentucky Department for Public Health
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Newborn Screen Reports Portal

Kentucky Department for Public Health


https://kog.chfs.ky.gov/home/
https://kog.chfs.ky.gov/home/

Welcome Lea Mott & ‘ Help ‘ Sign Out C»

Search for Applicat

Qlilelelslelefefalififxlif@fufolelaleferfalelu]x]sle

KY DLS Portal NEDSS Newborn Screening Reports Organization Management

KSL portal provides functionality for newbaorn National Electronic Disease Surveillance System. This application provides electronic newborn The Organization Management Application
screening, microbiology and environmental Enables KPDH reportable disease staff to report screening reports for the registered submitters enables external business partner
branches within KSL. disease information to the Center for Disease and providers. organizations to onboard and administer
Control. access to users within their organizations from
a centralized management tool.

Launch Launch Launch Launch

Request

The Request Application is utilized to submit
application access requests and network service
requests for the creation of new accounts and the
provisioning/de-provisioning of entitlements.

Launch

Kentucky Department for Public Health



Kentucky.gov  Kentucky Newborn Screening Reports 2 Welcome lea.mott

Home Mewborn Screening Reports - Resources - Admin - Referral Data -

Welcome to Kentucky Division of Laboratory Services - Newborn Screening Reports

Kentucky Department for Public Health



Kentucky.gov  Kentucky Newborn Screening Reports 2 Welcome lea.mott

Home Newborn Screening Reports - Resources - Admin ~ Referral Data ~

Report Search - Help Desk

Mother Last Name Mother First Name
| Ex. Allen Ex. Marry
Baby Last Name Baby First Name
Ex. Allen Ex. Kristen
Baby Date of Birth Submitter Name
MM/DDY Y Y'Y -Please Select- w
Accession No KyChildLabNo
Ex. 1234567389 Ex. 123456

Physician Name Mother SSN

Ex. Philip Ex. 111111111

o e

Kentucky Department for Public Health



NBS Reporis

Search:
A i . - Submitt Physici
ceession Mother Last Name Mother First Name Baby Last Name Baby First Name uismitter ysician
No Name Name
Screening
under 1234567290 TEST TEST TEST BABY 05/27/2016 HOSPITAL TEST,PHYSICIAN
process
Showing 1 to 1 of 1 entries FPrevious Mext
Report Search - Help Desk
Mother Last Name Mother First Name
Ex. Allen Ex. Marry
Baby Last Name Baby First Name
Ex. Allen Ex. Kristen
Baby Date of Birth Submitter Name
MM/DDAYYYY -Please Select- b

Accession No

1234567890

Physician Name

Ex. Philip

KyChildLabNo

Ex. 12345

(%3]

Mother SSN

Ex. 111111111

Kentucky Department for Public Health




NBS Reports

Accession
No

Mother Last Name

Mother First Name

Baby Last Name

Baby First Name

Search:

Physician
MName

1234567890 TEST

TEST

TEST BABY

05/27/2016

HOSPITAL TEST,PHYSICIAN

Showing 1 to 1 of 1 entries

Report Search - Help Desk

Mother Last Mame

Baby Date of Birth

MM/DD/YYYY

Accession No

1234367890

Physician Name

Ex. Philip

Mother First Name
Ex. Marry

Baby First Name
Ex. Kristen

Submitter Name

-Please Select-

KyChildLabNo

Ex. 123456

Mother SSN

Ex. 111111111

Kentucky Department for Public Health

Previous Mext



Control ID: KY Cabinet for Health and Family Services

111111111 Department for Public Health - Division of Laboratory Services (KY State Lab)
Submitter Ref No, 100 Sower Blvd Suite 204, Frankfort, KY 40601-8272
111111

Hewborn Screening Tests

Mother's Nama (LF): TEST, TEST Baby's Name (LF): TEST, BABY
Mother's Address: 100 MAIN ST Date of Birth: 52716 12:54 pm
City, State, Zip:  CITY, KY 40004 502 300X Baby's Sex F Baby's Weight 3,515 ¢
Mother's Phone: X330 Gestation Age: Greater than or aqual to 37 Weeks
Mother's $5M: XMH-RX-XIDK Physician: TEST, PHY SICTAN
Submitter: HOSPITAL Physician's Phone: 12343567890
Submitter's Address: 100M AVENUE Physician's Address: 100MAIN 5T
City, State, Zip: CITY, KY 42701 City, State, Zip: CITY, KY 42701
Drate Reported: Date Collected: 520716 Test Type: Initial
Dizorder: Analyte: Results: Normal Reference Range: Comments:
Biotinidase Deficiency I Biotinidase |Full Enzyme Activiry Detected | Ful Eozyme Acivity |
Congenital Adrenal Hyperplasia | 17-0HP  |Nommal | Within Normal Limsitz® |
Congenital Hypothyroidism I T4TSH  |Nommal | Within Normal Limiss** |
Cystic Fibrosts (CF) | RT |Normal | Within Nermal Limits*** |
Galactosemia | Galactose-1-Phosphate] Full Enzyme Activity Detected | Full Enzyme Activity |
Urnidylmansferase
Hemoglobinopathies | Hemoglobin  |Wot Raguestad 1 Yot Tested |
Fatty Acid Oxidation Disorders | Fatty Acids | Mot Requested | Mot Tested |
Amino Acid Disorders | Amino Acids | Mot Requested | Mot Tested |
Organic Acid Disorders | Orgamic Acids | NotReguestsd | ot Tested ]
SCID | TREC |Within Narmal Limits | TREC Within Nomeal Limits |
Lyszosomal Storage Disorders | Lysosomal Enzrymes |Full Enzyme Activity Detacted | Full Enzyme Activity**** I
*Camgunits] Adranal Byparplasia-] TOHP mommal weight based Emsity for all iithal spocimsens wnd ropeat sperimans om fimts s thom ons weak ald: =1500g, <70 ngial: 1500g-2500g, ~40agi=l;

=2500g, <29 ng'ml. Noramml linst for repeat specimens an fxfiots geater then oo wesk old of ay weigt is <25 agml. Treatmeat of the mother o the child with stersids mary reeult i Sl

egaive reml

"?Emlﬁn;pujm;&minm-ﬂm;nfapi.jf il Norul T4 for spocmdos fom it - cr = 4 wocks ofago s 19 gl Norml TSH s 20Ul TSH ol blew

2,81, the lovwes it of Ensasity for s metbod, will b dus 291, Ra g stacy disordars mary be camses of el by s with low TSE] ad bow T4. Necmates bam

0 women with Granss® dissase may bnvs Sotal Byperdyro dinm with low TSH ' T4 clinical corralation. and follow up s mdicated.

IR - Narzml for il specimsns from mfests < 4 wosls of aga s =58 ngiel. IR - Normeal o imtal spaciomans e imfots = or = 4 wosks afage & =30 agél. [T - Nommsal forropeat
spocimans (regandlass of age) i <30 mpiml. Maconsuss lews smry et i false segative samils.

"«Enz]m activitias of gabciocarsteosidase, acid alpha-ghicowdass, and alpke-L-duronidas. Testing perfmmsd a Maye Modical Laborataries, 3090 Sepriar Drive N, Rochestar, MN 53901

-Specimen source: dred blood spats.

-This repart comtains padent information that must be protectad in accordance with the Health Insurance Portability and Accountabiliry Act.

-Analyts Specific Reagent- The Severs Combined Immunedeficiency assay was developed and the performance characeeristics determined by Eentucky Division af
Laboratory Sevices. It has not been cleared or approved by the U5, Food And Dmg Adminsiration.

; P -
Densorea Foil M0, e sk haser ME
Teremvy Hamt MDD, FCAP Vanest Arora MDD, MPH
Director - (500) 564-4446 Associate Director - (502) 5644446
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TEST HOSPITAL ATTENTION:
NURSERY

100 N AVENUE

CITY, KY 42701

TESTS CONDUCTED:
Enzyme Immunoassay: Congenital Adrenal Hyperplazsia (CAH), Congenim] Hypothyroidism (CH), Cystic Fibrosis (CF). Galactosemia (GALT). Biotinidase (BIO)

Hizgh Performance Liquid Chromatography (HPLC): Hemoglobinopathies

Tandem Mass Specirometry (AMSMS):

Fartty Acid Oxidation Disgrders: Medium-chain acyl-CoA dehydrogenase deficiency (MCADD), Very long-chain acyl-CoA dehydrogenase deficiency (VLCADD),
Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency (LCHADD), Trifunctional prodein deficiency (TFF), Camitine uptake defect {CUD), Camitine acylcamitine
manslocase deficiency (CACT). Camitine palmitoyl ransferase I deficiency (CPT-I). Camitine palmitoy] mansferase O deficiency (CPT-I), Ghataric acidemia type I
(GA-II), Short-chain acyl-CoA dehvdroganase deficiency (SCADD)

Amineo Acid Disorders: Argininosuccinic acidemda (ASA), Cirallinemia Type I(CIT-I), Tyresinemia Type I (TYE-T), Maple syup urine dizease (MSUD), Homecystinuria
(HCY), Phenylketonuria (PELT), Argmmelmn (arginase deficiency) (ARG), Citrullinemia Type II (CTT-I), Hyperphenylalaninemia (H-PHE), Hypermethioninemia (MET],
Tyrosinemia Type I (TYR-I), Tyrosinemia Type IT (TYR-II), Nonketetic Hyperghycinemia (WEHG)

(Jr;gwm‘ Acid Disorders: Bata-] le(nf.h.l.olnse deficiency (BET). ovaleric acidemia (TVA). Ghutaric acidemia Type I(GA-T). 3-Hydroxy-3-methylghitaric aciduria (HME).
Multiple carbowylase deficiency (MCT). 3-Methylcrotonyl-CoA carbosylase deficiency (3IMCC). Methylmalonic aLLd.emJ.n(\-L‘nLA.Cb] A B, C. D), Methyimalonyl-CoA
mmtase deficiency (MUT), Propionic acidemia (PA), 2-Methyl-3-Hydrowybatyric adduria (2M3IHBA), 3-Methylzlutaconic aciduria (3MGA). Gobutyryl-Cod
dehydrozenase deficiency (IBD), Malonic acidemia (MAL), Ethyimalonic encephalopathy (EE), 2-Methylbutyryl-Cod debydropenase deficiency| IMEDE)

Real-Time Polymerase Chain Reaction (PCR): T-Cell Feceptor Excision Circles (TREC) for Severs Combmad Immunodeficiency

Flow Injection Analyzis-Tandem Aass Spectrometry:
Lysesomal Storage Disorders: Krabbe Dizeaze, Pompe Disease, Mucopelysaccharidosis Type I(MPS I) [Testing performed at Mayve Medical Labarateries im Fechester,
MN]

The laboratory values in this report represent screening test rezults and are intended to identify infants at risk for zelected
dizorder: and in need of more definitive testing. The above results should be correlated clinically with consideration of age at the
time of collection, nutrition, birth weight, prematurity, health status, and treatments. Itis very important for physicians to be
aware that a negative screening result does not indicate with certainty the absence of the above listed disorders. The physician
should be alert to the clinical symptoms of thesze conditions, so that diagnosiz and treatment can take place az early as posszible in
infants who are not identified through the newhorn screening program.

Kentucky Department for Public Health
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Cabinet for Health and Family Services - Laboratory Services
7 100 Sower Blvd, Suite 204 Frankfort, KY 40601
Tel, # (502)564-4446 Ext. 4433 Fax # (502)564-2905 or 2413

TR R~ g

I 864357
i MOTHER'S INFORMATION i . . CHILD'S INFORMATIUN A
TEST TEST BABY ) TEST
First Name Last Name First Name “Last Name
XXX-XX-XXX XXX poB: 5/27/16 mve:  12:34PM iy B Mate XXXX
i Countly of Residence . [ Female Race
Soctal Security Number ity 37 WEEKS [ Single Bitn 3515G
TEST Gestational Age; [ Muttipte Blirth CI(AB_C atc.) Birth Weight  Current Weight
Strest Address (P.D. Box)
KY 4004 ] Antiblotics [[] Msconium ileus [] Transfused - Last Date: Time: '
cTy XXXXX
City State Zip Code O TPN [X] Breast [X] Bottle Dale of First Feeding: [ —
XXXXX YHXXXX XXXXXXX XXXXX

Mothers Phone Number Alternate Phone Number

Mothes's email address

Medical Record Number [ Baby still in NICU [} Home Birth

I SUBMITTER INFORMATION

SPECIMEN COLLECTION | .

Phoneff XXXXXXX

Submitter's IDH ___ }XXXXXX

Facility Name HOSPITAL

Address 100 N AVENUE,CITY KY, 42707 -

I . PHYSICIAN INFORMATION

Collection Facility: ) Hospitat [ De’s Ofice [[] Midwife
Specimen type: [X] Initial Screen im) Repeat Screen

] Health Dept. [] Other

Was Previous Specimen Unsatisfactory or Sub-optimal 7 [ Yes [X] No

Dale Collected: 05/29/16 Time: (Military)

COMMENTS:  XXXXXXX Collector: yxxxxxxx

Uicensett: XXXXXX
Name: TEST,PHYSICIAN

100 MAIN ST

Prone #:  XXXXXX .

Street Addrass {P.O.

City: CITY

state:  KY' 7 Zip Code: 42701

.

* AFFIX MEDICAL LABEL(S) HERE

INFORMATICON MUST BE PROTECTED.ACCORDING_ TO H‘IPAA GiJ!DELINES

GOOD THROUGH §{2026-08-31
LOT|7221321/wW201

LI
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Kentucky.gov  Kentucky Newborn Screening Reports 2 Welcome leamott

Home Newbormn Screening Reports « Resources ~  Admin ~ Referral Data ~

How to Collect Blood Spot Specimen
Unsatisfactory Examples
Baby Poster
Welcome to Kentucky Dj NotJust PxU Beaker Newborn Screening Reports
Newborn Screening Tests Conducted
Newborn Screening Program Statement
KRS 214.155
Sec 902 KAR 4 030
Kentucky Newborn Screening Incidence Rates
Presentation for Intern
Blood Card Punches
Picture Incident Graph
Brochures -

Videos -
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Thank You!
Questions & Comments

Lea Mott,
Newborn Screening
Lea.mott@ky.gov

Kentucky Department for Public Health
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