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Tarama testleri (Mass screening)

\/ Erken girisim ve tedaviye olanak saglar

\/ Hastaliklar nadirdir ancak

Hasta bebekler
mental retardasyon ,
gelisme problemleri
oltiimle karsikarsiyadir.

v Bebeklerin tan1 konuldugu takdirde
onlenebilen komplikasyonlardan
kurtulmasina olanak saglar

\/ Aileleri belirsizlikten kurtarir.


http://www.baby-pictures.com/resources/

De opsporing van
aangeboren metabole

- aandoeningen :
- Fenylketonurie PCMA Lab.
- Hypothyreoidie BELQIKA
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Fenilketonuri (Fenilalanin)

Kongenital hipotiroidi (nTSH)

Galaktozemi (Galaktoz 1-P, Galaktoz ,GALT)

Kongenital Adrenal hiperplazi (17-OH
progesteron)

Biotinidaz eksikligi (Biotinidaz)

The Journal NIH research (1991),
Lab Methods for Neonatal Screening (1993)



AMAC

Akredite (ISO IEC 17025) bir metabolizma laboratuvarinda
Kan Biotinidaz ve nTSH olcumu ile,

1.Turk toplumunda Ege Bolgesi referans araligini belirlemek

2. Iki populasyona ait referans araliklarini karsilastirmak
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BELCIKA Biotinidaz TURK Biotinidaz

30

Std. Dev = 37,66 Std. Dev = 69,99

Mean = 191,9 Mean = 164,6
N = 260,00 N = 328,00
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Mann-Whitney U Asymp. Sig. (2-tailed) 0,000




BELCIKA Biotinidaz
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REFERANS DEGERLER BIOTINIDAZ (1U)
(1 nmol / ml / dak / blood spot = 50 1u))

Alt sinir ‘ Ust siir ‘

Belgika 124,39 264,59
N=257 (90 %Cl)
120,14 134,16 || 253,94 275,80

Tuirk 61,38 275,58
N=328 (90% Cl)

51,37 66,92 ||] 268,45 281,55




Kongenital hipotiroidizm

Insidans 1/4000
Tiroid hormon sentezinde yetersizlik

Tarama testi: Pimer TSH ol¢timii
Cut off: 15 mU/L
Protokol
>15 mU/L
Tekrar 6rnek isteme (recall )

50-100 mU/L
Acil 6rnek isteme sonucu posta ile bildirme
ve serum da TSH ve T4 calisilmasi

>100
pediatrik endokrinolog ile gorii



EE) Anti B hTSH IgG (solid faz) 209?
S&S

Floroimmunometrik
olgum



BELCIKA nTSH TURK nTSH |
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Belgium nTSH Belgium nTSH
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A : Binomial normal approximation

Xt 1/2)+E

Xi1/2+62'2iMJ(Xi1/2)(1—

[, pr =
2 P N+ ¢

./members.aol. comy/johnp 71 /confint. html#Binomial



http://members.aol.com/johnp71/confint.html

BELCIKA

86 95 % (1 for 2,497 1s between 2,05-3,00 %
95 % CT for97,50 is between 96,97-97,92%

TURKIYE

N=1663 95 % CI for 2,494 is between 1,83-3.3
95 % (1 for97,50 is between 96,60-






B: exact nonparametric

Upper
limit
105
(0,090)
86 126 Ranks of the Cl around the
Rank: (0,070) (0,100) Centile
97,5,5 %
Lower Upper
N =4186 limit limit
4081
(4,550)
4060 4100 Ranks of the Cl around the
Rank: (4,260) (4,94) Centile




B: exact nonparametric

Upper
limit
42
(0,040)
31 56 Ranks of the Cl around the Centile
Rank (0,040) (0,060) 25%
97.5 %
Lower Upper
N =1663 limit limit
1621
(10,50) )
1607 1632 Ranks of the Cl around the Centile
Rank: (9,56) (11,50) 97,5 %




nTSH

BELCIKA / N=4186 = BRODGNGNANS Gk

% % Y6 Y6
2,497 97,50 2,490 o590

2.1-3.0 97,44-97,94 11,6-5,4 96,05-97 76

mU/L mU/L /e /e

0,09 b 4,55 0102 110,90

0,07-0,1 4,26-4,94 0)104-0),0)8) Oo6=14590




Turk Toplumunda (Ege Bolgesi)

REFERANS ARALIKLAR FARKLI '

Biotinidaz l nTSH T




ONGORULEN CALISMALAR ?

1. Turkiye genelinde referans aralik /cut-off belirlenmesi

2. Cevresel faktor etkilerinin arastiriimasi

3. Folik asid , vit B,, ve Biotin arasindaki iligskinin
arastiriimasi

4. Gen duzeyinde arastirmalar






