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POPULATION       : 3,769,080         ,      BIRTH RATE   : 65,000

CONSANGUINITY RATE  : 54%  ,    FIRST – COUSIN  : 35%

StartStart

The program started by screening for :

- Phenylketonuria in January 1995.
- Congenital hypothyroidism in January 1998.

- Sickle cell disease in January 2002 & March 2005. 
- Congenital Adrenal Hyperplasia in January 2005 .

The program started by screening forThe program started by screening for ::

-- PPhenylketonuriahenylketonuria in in January 1995January 1995..
-- CCongenitalongenital hypothyroidism in hypothyroidism in January 1998January 1998..

-- SSickleickle cell disease in cell disease in January 2002 January 2002 & March 2005& March 2005. . 
-- Congenital Adrenal Hyperplasia in Congenital Adrenal Hyperplasia in January 2005January 2005 ..

Protocol

a. Invitation for screening     : NS Form

b. Specimen collection            : ≥ 72 hours , Heel Prick

c. Laboratory analysis            : Delfia Fluorometric , HPLC

UK NEQAS

d. Follow up of positive cases : Recall System

e. Management of affected infants

f. Systematic evaluation of all phases of the program

a. Invitation for screening     : a. Invitation for screening     : NS FormNS Form

b. Specimen collection            : b. Specimen collection            : ≥≥ 72 hours , Heel Prick72 hours , Heel Prick

c. Laboratory analysis            : c. Laboratory analysis            : DelfiaDelfia FluorometricFluorometric , HPLC, HPLC

UK NEQASUK NEQAS

d. Follow up of positive cases : d. Follow up of positive cases : Recall SystemRecall System

e. Management of affected infantse. Management of affected infants

f. Systematic evaluation of all phases off. Systematic evaluation of all phases of the programthe program

The following protocol covers all stages of the screening 
program:
The following protocol covers all stages of The following protocol covers all stages of the the screening screening 
programprogram::

A- Coverage (% uptake).

B- Timeliness of the screening program indicators (age of 
sampling , time of delivery of the specimen to Lab , time taken by the lab to 
produce the result , age of recall and age of treatment initiation) .

C- Unsatisfactory Specimen Quality.

D- Indicators for evaluation of validity of test (recall rate,  
the apparent sensitivity, specificity and positive predictive values).

E- Follow up results

AA-- Coverage (% uptakeCoverage (% uptake).).

BB-- Timeliness of the screening programTimeliness of the screening program indicatorsindicators (age of (age of 
sampling , time of delivery of the specimen to Lab , time taken sampling , time of delivery of the specimen to Lab , time taken by the lab to by the lab to 
produce the result , age of recall and age of treatment initiatiproduce the result , age of recall and age of treatment initiation) .on) .

CC-- Unsatisfactory Specimen QualityUnsatisfactory Specimen Quality..

DD-- Indicators for evaluation of validity of testIndicators for evaluation of validity of test (recall rate,  (recall rate,  
the apparent sensitivity, specificity and positive predictive vathe apparent sensitivity, specificity and positive predictive values).lues).

EE-- Follow up resultsFollow up results

Compared to the international standards

Evaluation

0

10

20

30

40

50

60

70

80

90

100

1998 1999 2000 2001 2002 2003 2004 2005
0

10

20

30

40

50

60

70

80

90

100

1998 1999 2000 2001 2002 2003 2004 2005

50
61 65

9999

YEARYEAR

%%

Target :99% of liveborn infants           
whose births are notified
Target :99% of liveborn infants           
whose births are notified

% Uptake (Coverage):% Uptake (Coverage):

Our  results:Our  results:

Fig 1: -% Uptake in UAE during 1998,1999, 2000 , 2001 , 2002 , 2003 , 2004
and 2005 compared to the international standards
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andand 2005 2005 compared to compared to the international standardsthe international standards
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PKUPKUPKU

CategoriesCategoriesCategories

Borderline
Ph 3-4 mg/dl
BorderlineBorderline
Ph Ph 33--44 mg/dlmg/dl

Abnormal
Ph >4 mg/dl
AbnormalAbnormal
PhPh >>4 4 mg/dlmg/dl

TotalTotalTotal

NoNoNo %%% NoNoNo %%%

Classical PKUClassical PKUClassical PKU --- 0.0%0.0%0.0% 262626 92.9%92.9%92.9% 262626

Benign
Hyperph
BenignBenign
HyperphHyperph

888 12.5%12.512.5%% 222 7.1%7.1%7.1% 101010

TransientTransientTransient 333 4.7%4.74.7%% --- 0.0%0.0%0.0% 333

False +veFalse +False +veve 535353 82.8%82.8%82.8% --- 0.0%0.0%0.0% 535353

Total +ve
screening
TotalTotal ++veve
screeningscreening

646464 100%100%100% 282828 100%100%100% 929292

Table (1): Follow up of positive screened PKU cases(JAN 1995 - DEC 2005) 

(n=385,135)
Table (Table (11):): Follow up of positive screened PKU casesFollow up of positive screened PKU cases(JAN 1995 (JAN 1995 -- DEC 2005) DEC 2005) 

(n=385,135)(n=385,135)

Congenital HypothyroidismCongenital HypothyroidismCongenital Hypothyroidism

CategoriesCategoriesCategories

Border 
TSH 10-25mU/L
Border Border 
TSH 10TSH 10--25mU/L25mU/L

Abnormal
TSH >25mU/L
AbnormalAbnormal
TSH >25mU/LTSH >25mU/L

TotalTotalTotal
NoNoNo %%% NoNoNo %%%

ConfirmedConfirmedConfirmed 11*1111** 11.711.711.7 177177177 89.889.889.8 188188188

TransientTransientTransient 383838 40.440.440.4 999 4.64.64.6 474747

False+veFalse+veFalse+ve 404040 42.642.642.6 444 222 444444

Failure to 
recall
Failure to Failure to 
recallrecall

555 5.35.35.3 777 3.63.63.6 121212

Total +ve
Screening
Total +Total +veve
ScreeningScreening

949494 100%100%100% 197197197 100%100%100% 291291291

Table (2):Follow up of positive screened Congenital Hypothyroidism 
cases (JAN 1998 - DEC 2005).

(n=368,993)

Table (Table (22):):Follow up of positive screened Congenital Hypothyroidism Follow up of positive screened Congenital Hypothyroidism 
cases cases (JAN 1998 (JAN 1998 -- DEC 2005)DEC 2005)..

(n=368,993)(n=368,993)

*6 cases were defaulters infants whose ages are more than one month when screened.**66 cases were defaulters infants whose ages are more than one montcases were defaulters infants whose ages are more than one month when screened.h when screened.

Prevalence/ 100Prevalence/ 100No IdentifiedNo IdentifiedPrevalence/ 100Prevalence/ 100No IdentifiedNo Identified

--77****----33-- Unidentified    Unidentified    
band     band     

--1010--11HbHb EE

0.38%0.38%4874870.03%0.03%3535HbHb DD

0.03%0.03%4242--5522-- NonNon--Sickle Sickle HbHb ::
HbHb CC

0.9%0.9%115411540.06%0.06%8383**11-- Sickle Sickle HbHb

HbHb CarriersCarriersHbHb DiseasesDiseasesTypeType

Sickle Cell HbSickle Cell Sickle Cell HbHb

* Sickle Cell Diseases: include 75 cases confirmed as homozygous SS and 8 cases confirmed as 
S/B° - thalassemia.
** 2 diagnosed as Hb O Arab by family study

Table (3) : Prevalence of confirmed sickle cell diseases, non-sickle hemoglobinopathies and 
hemoglobinopathy carriers during JAN 2002- DEC 2005

(n=128,148) . 

** Sickle Cell Diseases: include Sickle Cell Diseases: include 75 75 cases confirmed as homozygous SS and cases confirmed as homozygous SS and 8 8 cases confirmed as cases confirmed as 
S/BS/B°° -- thalassemiathalassemia..
**** 22 diagnosed as diagnosed as HbHb O Arab by family studyO Arab by family study

Table Table (3) :(3) : Prevalence of confirmed sickle cell diseases, nonPrevalence of confirmed sickle cell diseases, non--sickle sickle hemoglobinopathieshemoglobinopathies and and 
hemoglobinopathyhemoglobinopathy carriers during carriers during JAN 2002JAN 2002-- DEC DEC 20052005

(n=128,148)(n=128,148) . . 

Congenital Adrenal HyperplasiaCongenital Adrenal HyperplasiaCongenital Adrenal Hyperplasia

Table (4):Follow up of positive screened Congenital Adrenal Hyperplasia
(JAN 2005 - DEC 2005).
Table (Table (44):):Follow up of positive screened Follow up of positive screened Congenital Adrenal HyperplasiaCongenital Adrenal Hyperplasia
(JAN 2005 (JAN 2005 -- DEC 2005)DEC 2005)..

16%16%6%6%33%33%Positive predictive valuePositive predictive value

2121151566False positive recalls (n)False positive recalls (n)

441133CAH confirmed (n)CAH confirmed (n)

0.25%0.25%2.8%2.8%0.1%0.1%Recall rateRecall rate

2525161699Recalls (n)Recalls (n)
10,00010,0005695699,4219,421Screened population (n)Screened population (n)

All newbornAll newbornPretermPretermTermTerm

Since the implementation of the program (from January 
1995 until DEC 2005) : 385,135 infants were screened with 
relative incidence of :

- 1:1963 for congenital hypothyroidism (188 cases were 
prevented from mental retardation).

- 1:14,812 for classical PKU (26 cases were prevented from 
mental retardation).

- 0.06% for sickle cell disease (83 cases) and 0.9% for sickle cell 
trait (n=1154) in our program . 

Since the implementation of the program (from JanuSince the implementation of the program (from January ary 
1995 until 1995 until DEC 2005DEC 2005)) :: 385,135385,135 infants infants were screened with were screened with 
relative incidence of :relative incidence of :

-- 1:19631:1963 for for congenital congenital hypothhypothyyroidismroidism ((188188 cases were cases were 
prevented from mental retardation).prevented from mental retardation).

-- 1:14,8121:14,812 for for classical PKUclassical PKU ((26 26 cases were prevented from cases were prevented from 
mental retardation).mental retardation).

-- 0.00.066%% for for sickle cell diseasesickle cell disease ((8383 cases) cases) and and 0.9%0.9% forfor sickle cell sickle cell 
traittrait (n=(n=11541154) in our program . ) in our program . 

Follow up results :Follow up results :Follow up results :

* Pilot study of congenital adrenal hyperplasia : 4 cases (3 males 
& 1 female) with the classic type .
* Pilot study of * Pilot study of congenital adrenal hyperplasiacongenital adrenal hyperplasia : : 44 cases (3 males cases (3 males 
& 1 female) with the classic type .& 1 female) with the classic type .

*Additional of others tests to the program:.**Additional of others tests to the program:.Additional of others tests to the program:.

* Increase the uptake rate to reach 99 % by the year 
2010 .
* * Increase the uptake rateIncrease the uptake rate to reach to reach 99 99 % by the year % by the year 
20102010 ..

-Maple syrup urine Disease (MSUD)
- Galactosemia
- Tandem Mass Spectrometry
- Hearing NS

--Maple syrup urine Disease (MSUD)Maple syrup urine Disease (MSUD)
-- GalactosemiaGalactosemia
-- Tandem Mass SpectrometryTandem Mass Spectrometry
-- Hearing NSHearing NS

Future PlansFuture Plans
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