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Newborns Screening (NBS)

Dr. Bana Maher Othman
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Early Diagnosis = Early Treatment
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Dr. Robert Guthrie
(1916-1995)
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.MSUD, Homocystinuria, and MCAD Deficiency
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Most of diseases included in the screening program
are autosomal recessive
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o0 Please use the term “Newborn Screen.” The
term “Genetic test” is confusing.
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NBS has usually referred to biochemical testing for
inherited metabohc dlSOldElS that a1e correctable




e el g 2 (Al G2l yaY

AR ) ey |
A gagd) all )
A gadll il ) |
L) b gl




AELY) Gl kY -
Metabolic Disorders
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Amino Acid Disorders
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.Phenylketonuria (PKU) Homocystinuria (HCY) , Tyrosinemia type 1 (TYR 1) : Ay e
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Fatty Acid Oxidation Disorders
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Galactosemia
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Endocrine Disorders

“__.._.J..._...I_” il ga )i -.‘(, ) Ay

~/

G2 Gl Gl Cly sl

o gisa s e tdallaall ©

Congenital Adrenal Hyperplasia (CAH) Congenital Hypothyroidism (CH) :ma‘ﬂ -
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Hematological Disorders
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Fatigue

Jaundice
Bresthlessness

Back pan

Hand Sweling

Arm and
Leg pains

Foot swellng



Newborn
Screening Tests




The 1deal sample should be collected
between (48-72hour) of age .
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The Heel Test
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Dissociation Enhanced Lanthanide Flurescence Immunoassay
Arrived in : 2005
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Electrospray double mass-spectrophotometer

Arrived : 2014 D ——
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Newborn Screening Results

.///N Screen Positive

Screen Negative Borderline Referral to Specialty Center

|

Case Complete

Repeat Specimen Negative Positive

Specific evaluation for

Negative Positive
confirmation of diagnosis
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Because you touch the future everyday
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Thank You For Your Listening



