neonabal screening



Neonatal Screening

A necessary step towards
a healthier population
for the future!

Dr. George Sahyoun

Head of Metabolic Disorders and Neonata
Screening Department

MedLabs Consultancy Group
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General Introduction
Understanding the tests and results
The relationship between you and MedLabs



An Introduction to MedLabs

Established ii1993as a Jordanian Private
Shareholding Company

MedLabs is théargestmedical laboratories network in the
Middle East

In Jordan27 owned and / or managed staralone
and hospital laboratories.

In the Region: Two MedLabs laboratories in Kuwait, six in KSA
and one in Ramallah.

Several Middle East and Gulf Countries
refer advanced tests to Medlabs referral laboratory.



An Introduction to MedLabs

MedLabs performs cutting edge science in laboratory testing
ExamplesRT PCR, Gene SequencygfogeneticsFlowCytometry FISH,
Neonatal Screening, PGD, ICC

230employees including1 MDs,7 PhDs15MScs& MBAs and ovet50BScs

Recognized by the JordaniktoH to train Medical Technologists for the
purpose of licensing laboratory directors

Accredited by the Jordan Food & Drug Administration to perform Phase | & Il
and Bioequivalence studies for pharmaceutical drug trials
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Certificate of Accreditation

This certificate is granted to

Quality Medical Laboratory
in Medlabs Consultancy Group

Abu-Firas Hamadani Street
Al Sakha Medical Center
Amman - Jordan
P.O. Box 830200 PC 11183
Tel.: 4631525, Fax: 4631544
e-mail: manag@medlabs.com.jo

As this lab is competent under the terms of the “Instructions for
Administration of Accreditation Procedures of Conformity

Assessment Bodies No. (2) forthe ar~2008" and the requirements
of the International Standarq ' carry out:
Clinical Chemistry including Hematology
According to Annex no. (1)
&
Microbiology, Immunology & Serology

Histopathology & Cytology
According to Annex no. (2)

The certificate registration number: JAS Med. — 002
Issued in Amman on 2008-02-28; and is valid until: 2013-02-27.

Accredi Director




The College of American Pathologists

certifies that the laboratory named below

Medlabs Consultancy Group
Referral Laboratory
Amman, Jordan

Nash Dahabreh, PhD

LAP Number: 7197518
AU-ID: 1476064

Advancing Excellence

. has met all applicable standards for accreditation and
ACCI‘ edlted is hereby fully accredited by the College of American Pathologists’

Laboratory Accreditation Program. Reinspection should occur prior
to February 10, 2013 to maintain accreditation.

Laboratory

Accreditation does not automatically survive a change in director, ownership,
or location and assumes that all interim requirements are met.

Chair, Commission on Laboratory Accreditation President, College of American Pathologists




Presented to

MedLabs Consultancy Group
Amman, Jordan

For participating in the Newborn Screening Quality Assurance Program
for laboratory testing that is cosponsored by the Centers for Disease Control and Prevention,
Atlanta, Georgia, and the Association of Public Health Laboratories, Washington, D.C.

(b [

Carla Cuthbert, PhD, FCCMG, FACMG
Chief, Newborn Screening and Molecular Biology Branch




What Is neonatal screening?

Consultancy Group

Autosomal Recessive Inheritance

In simple terms, neonatal screeningis a (Both Parents Carriers)
group of tests carried out usually no more T = - e
than 5 daysafter the birth of a child in order w ?
to deducewhether the child suffersfrom a Rr Rr
metabolicdisorder

RR Rr Rr rr
The majority of the metabolic disorders 5& 53 52 P
screened for are genetically inherited, Normal Carrier Affected

althoughsomeare developmental S e i
The sample required is a blood spot collected
from the heel of a baby.

Thereasonfor performingthe test is simple
Catcha disorderearlyandthe chancesof the
baby leading a normal life increase
dramatically




Consultancy Groun




What do we screened for at MedLabs:

o o o o Do I

Amino Acid Disorders

Phenylketonuria (PKU)
Maple Syrup Urine Disease |
Homocystinuria
Tyrosinemia Type |
Tyrosinemia Type |
Tyrosinemia Type Il
Argininosuccinic Aciduria
Citrullinemia

Argininemia

Histidinemia
Hyperornithinemia
Hyper/Hypomethioninemia
5-Oxoprolinuria (Pyroglutam

Fatty Acid Disorders

Carnitine Palmytoyltransferase De
Carnitine Palmytoyltransferase De
Carnitine/Acylcarnitine Translocass
Carnitine Uptake Deficiency (CUD
Trifunctional Protein Deficiency
Very Long-chain Acyl-CoA Dehydr
Long Chain 3-Hydroxyacyl-CoA De
Medium Chain Acyl-CoA Dehydrog
3-Hydroxy Acyl-CoA Dehydrogena
Short Chain Acyl-CoA Dehydroger
Glutaric Aciduria Type Il (MADD)
Ethylmalonic Aciduria

2.4 Dienoyl CoA Reductase Deficit
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Congenital Adrenal Hyperplasib/7{Hydroxyprogesterone)
Galactosemia (Total Galactose)
Cystic Fibrosis (IRT)
Glucose6-Phosphate DehydrogenaseGRD) Deficiency
Congenital Hypothyroidsim (TSH)

Hemoglobinopathies (Including S,C,DE,gandh -Thalassemias)

Organic Acid Disorders

Malonic Aciduria

Isovaleric Aciduria

Propionic Aciduria

Glutaric Aciduria Type |

Methylmalonic Aciduria

3-Ketothiolase Deficiency

3-Methylcrotonyl-CoA Carboxylase Deficiency
3-Hydroxy-3-Methylglutaryl-CoA Lyase Deficiency
Multiple-CoA Carboxylase Deficiency

Maternal Vitamin B12 Deficiency

Isobutyryl CoA Dehydrogenase Deficiency
2-Methylbutyryl CoA Dehydrogenase Deficiency
2 Methyl-3 Hydroxy butyryl CoA Dehydrogenase Deficiency



IEF Gel Electrophoresis
Hemoglobinopathies (Including S,C,E &D
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IEF Gel Electrophoresis
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Victor’D DELPHIA:

I Congenital Adrenal Hyperplaste7Z{OHP)
I Congenital Hypothyroidism (TSH)
I Galactosemia

I Glucose6-Phosphate DehydrogenaseGiD)
Deficiency

I Cystic Fibrosis (IRT)




WELL BSEQ PAT CODE COUNIS CONC %CV WARN

Ccoz 26 12 7545 6.9
co3 27 13 6913 6.3

co4 28 14 7023 6.4

co05 29 15 7017 6.4

c06 30 16 6959 6.3

co7 31 17 7879 7.9 Consultancy Group
cog 32 18 6182 5.6

co9 33 19 6993 6.4

c10 34 20 7137 6.5

ci1 35 21 7511 6.9

ciz2 38 22 6739 6.1

D01 37 23 7497 6.9

Doz 38 24 7147 6.5

D03 39 25 7437 6.8

D04 40 26 5502 4.5

D05 41 27 7419 6.8

D06 42 28 7621 7.0

D07 43 29 7909 7.3

Do8 44 30 7763 7.1 ;
D09 45 31 7237 6.6 Example-
D10 45 32 8061 7.4 ..
D11 47 33 el G6PDACtivity results.
D1z 48 34 7359 6.7

EOL 49 35 7685 7.0

E02 50 36 7235 6.6

£03 51 37 8187 7.5

E04 52 38 9766 9.0 > STD

E05 53 39 6935 6.2

E06 54 40 5550 5.0

E07 55 41 7365 6.7

E08 56 42 8457 7.8 oo C e

FO3 63 49 372 0.0 « 8TD POSITIVE
ﬂ“ﬂ " (WX V] 1§r A - FuUv L L B 1 - - - -

FOl 61 47 7531 6.9

FO2 62 48 7951 7.3

FO3 63 49 372 < STD POSITIVE

FO4 64 50 5660 5.1

FO5 65 51 7595 7.0

FO06 66 52 8974 8.3 > STD

FO7 67 53 4850 4.3

FO8 68 54 7345 6,7

FOS 69 55 8133 7.5

F10 70 56 6901 6.3

F11 71 57 7563 6.9

F12 72 58 8067 7.4
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Example:
Congenital Adrenal
Hyperplasia



