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Uzamis Sarilik- Tanim

Sariligin
 Term bebekte 14
* Prematiirede 21 glinden uzun suirmesi

NICE kilavuzu, 2010



Uzamis Sarilik- Sikhk

_ ULKE SIKLIK (%) | SAYI

Crofts, 1999

Hannam, 2000
Unal, 2003
Rodie, 2011
Weng, 2012
Maisels, 2014

ingiltere

ingiltere
Tarkiye
Ingiltere
Tayvan

ABD

8.1

1.5
39.8
43 /34

28. glinde AS alan
109 bebek

154

12,986 bebek
561 AS alan bebek

1044 >35 hafta AS
alan bebek




The Natural History of Jaundice in Predominantly

Br\ea Stfed |nfa nts Maisels, Pediatrics 2014
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e Genel: % 2-40
e Turkiye'de yilda 26,000- 520,000 bebek!!!
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e Uzamis sarilik- Etiyoloji

BIiLIRUBIN METABOLIZMASI

_— lNrEsrmss  EXCRET onl-

‘ um’,mm = =2
BIN DECON}UGATION (TED

EAg,ORP“ (\> IICROBIAL
G N\ —RREAKDOV N

DEFECATION



o Uzamis sarilik- Etiyoloji

Pediatrics Intemational (2010) 52, 769772 doi: 10.1111/].1442-200X.2010.03170
Narasimhappa M. Gundur,' Praveen Kumar,' Venkataseshan Sundaram,' Babu R. Thapa’ and Anil Narang'

Original Article

Natural history and predictive risk factors of prolonged unconjugated
jaundice in the newborn

RiSK FAKTORU N=66 (%)
Prematurite 48

G6PD eksikligi 27

ABO uygunsuzlugu 12

Rh uygunsuzlugu 4.5

idrar yolu enfeksiyonu 6

Sefal hematom 4.5
Konjenital hipotiroidizm 3

Yalnizca anne sutliyle beslenme



co Uzamis sarilik- Etiyoloji
! Anne Sutl Sarilig

Studies of prolonged neonatal jaundice in the breast-fed infant.

38. Gartner LM, Arias IM.
J Pediatr. 1966 Jan;68(1):54-66. Mo abstract available.
PMID: 5901345
Similar articles

PROLONGED NEONATAL UNCONJUGATED HYPERBILIRUBINEMIA ASSOCIATED WITH
39. BREAST FEEDING AND A STEROID, PREGNANE-3(ALPHA), 20{BETA)-DIOL, IN
MATERNAL MILK THAT INHIBITS GLUCURONIDE FORMATION IN VITRO.
: 3 LI"I."I SEIFTER S, FUHMAN M.




co Uzamis sarilik- Etiyoloji
! Anne SUutl Sarihg

Breast milk and breastfeeding jaundice.
Gartner LM, Auerback KG. Adv Pediatr, 1987

Anne sitlyle beslenen, iyi kilo alan,
* Normal gaita ve idrar c¢ikisi olan
* Hicbir hastalik belirti/bulgusu olmayan bebekte

e Sariligin uzamasi 4-7
- e e , . GUNDE
* Bilirubin diizeyinin 12 mg/dl’yi asmamasi BASLAR
* Bilirubin duzeylerinin, bebek anne sitiyle
beslenmeye devam etse bile normale donmesi
ANNE
sUTU
SARILIGI
3. AYA HAFTADA
UZAYABILIR ZiRVE

Deshpande, 2010, emedicine



co Uzamis Sarilik- Etiyoloji
) Risk Faktorleri

ANNE SUTUYLE iLGILI

 EGF duzeyleri yuksek (Kumral, 2009)

* Total antioksidan kapasite duslik, oksidatif stres indeksi yuksek
(Uras, 2010)

Tahble ITI. Total antioxidant capacity, total oxidation status and oxidative stress index levels in the breast milk of mothers of newborns in
the prolonged jaundice and control groups.

Prolonged jaundice (mean = SID) Control group (mean * S5ID)
(n=133) mn =37 f value
TAC (mmeol Trolox equivalent/liter) 0.36 = 0.00 0.51 = 0,14 <0.001
TOS (umel H,O,/liter) 20024 £ 55 20,66 = 3.0 0.604
O8I (Arbitrary unit) 0.58 = 0.17 0.43 = 0.17 <0.001

eSitokinler (IL-1B) (Apaydin, Mohamed, 2012)
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Uzamis Sarilik- Etiyoloji
Anne Sutu Sariligi

BEBEKLE ILGILI

 UGT gen polimorfizmleri

* Diger polimorfizmler




( UGT1A1 geni
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Uzamis Sarilik-
Hangi Mutasyon- Hangi Hastalik?

N ucu
Promoter
Bilirubini baglar

Cucu
Sentez
Glukuronik asidi baglar

UGT 1 GENi

GILBERT SENDROMU

CRIGGLER NAJJAR SENDROMU

Fetal&Neonatal Physiology, 2010



Uzamis sarilik- Etiyoloji
UGT Polimorfizmleri
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Uzamis sarilik- Etiyoloji
Anne sutd sariligi- UGT Polimorfizmleri

Prolonged Unconjugated Hyperbilirubinemia Associated With Breast
Milk and Mutations of the Bilirubin Uridine Diphosphate-

Glucuronosyltransferase Gene (Pediatrics 2000)

Anne sutlyle beslenen bebeklerde uzamis sariligin
nedeni UGT1A1 genindeki defektlerdir.

Bu mutasyonu tasiyan bebeklerde anne sutiiniin bir
va da daha fazla bileseni sariligi tetikler.

Bulunan mutasyonlar, Gilbert Sendromu’nda saptanan
mutasyonlarla aynidir.




Uzamis sarilik- Etiyoloji
UGT Polimorfizmleri

Table 1. Mean ( £ SD)) weight, gestational age, and time of peak bilirubin and genotypes of all groups

ﬂm Weight, g Gestational &6 &7 1/} Time of peak

age, weeks - m - % - % bilirubin,

days
Group 1 (n= 3§;
pathologic jaundice) 3,2T8x436  386zx09 18 47 15 40 5 13 4216
Group 2 (n=3T;
Analvses of Polu prolonged jaundice) 3,237+337 334+08 17T 44 17 46 3 g 52+34
Group 3 (n= 35;
Exon 1 Promote «b 33772430 389x12 14 40 19 54 2 6 -

Pathnlogic and g = ——— Table 2. Mean {+ 5D serum total bilirubin concentration of jaun-

diced neonates according to their genotypes

- Gen 8 al
A.Ulgenalp® N.Duman® F.V.Schaefer? L. Whetsell® E. Bora® e : bfﬁﬁjﬁtmwl
H. Giilcan® A.Kumral® H.Orenc O.Giray® D.Ercal2 H.Ozkan®

/6 (homozygous for normal allele) 35 16.53+£2.20
/T (heterozvgous) 32 16.14+£2.26
1T (homozygous for abnormal allele) 8 16.65+3.36

TA 7/7 ve 6/7 polimorfizmleri Tirkiye'de sik ve
Tek basina uzamis sarilik etiyolojisinden sorumlu degil



Uzamis sarilik- Etiyoloji
UGT Polimorfizmleri

i Basic & Clinical Pharmacology & Toxicology 2006, 98, 377-380.
Printed in Denmark . AN righls reserved

Phamamloﬂ'l'medm

Copyright ©
ISSN 1742-7835

Neonatal Jaundice and Bilirubin UDP-Glucuronosyl
Transferase 1A1 Gene Polymorphism in Turkish Patients

Melih O. Babaozlu', Sule Yiglt?, A. Sukru Aynaciogin®, Relnhold Kerb®, Murat Yurdakok® and Atila Bozkurt!
Table 2.

The distribution of UGTTA] genotypes according to their thymine adenine (TA) repeat number in the promoter across the groups with
hyperbilirubinemia and prolonged jaundice and in the control.

Prolonged jaundice

Genotypes Hyperbilirubinaemia n (Vi Clases) Control
TAsis 29 (59.2; 52.4-65.9) 15 (60.0; 50.5-69.4) 18 (56.3; 47.8-64.T)
TAiq 16 (32.6; 26.1-39.0) 9(36.0; 26.7-45.2) [T (34.4; 26.3-42.4)
TAqq 4i8.2;44-11.% I {4.0: 0.2-7.7) 31(9.3; 4.3-14.2)
Total 49 (1007 25 (1007 32 (1007

lliski bulunmamis




Uzamis sarilik- Etiyoloji
UGT Polimorfizmleri

The frequency of UDP-glucuronosyltransferase 1A1 promoter region
(TA)7 polymorphism in newborns and it's relation with jaundice.

> 2500 gr, saglkli, term bebekler

* |lk 7 ginde T. Bil> 15 mg/dl veya 15 giinden sonra >5 mg/dl| olan
107 bebek

* Kontrol grubu: 55 fizyolojik sarilikli bebek
« UGT1A1 6/7 sarilikli grupta: %11, kontrollerde: %13 (p>0.05)

UGT1A1 promoter polimorfizmi yenidogan
sarihgi icin bir risk faktoru degil

Muslu N, Turhan AB, Eskandari G, Atici A ve ark. J Trop Pediatr, 2007



Anne Sutu Sariligl-
Diger Polimorfizmler

The Phenobarbital Response Enhancer Module in the Human
Bilirubin UDP-Glucuronosyltransterase UGT1A1 Gene and
Regulation by the Nuclear Receptor CAR

Junko SUGATANL! HiroYUKl KojiMa,! Akiko Uepa,! SaToru Kakizakl,! KoulcHr YosHINARL! Q1-Hut Gong,? Ipa S. OWENS,?
MasAHIKO NEGISHI,! AND TATSUYA SUEYOsHI!

UGT1A1 geninde TATA tekrarlari : A (TA)nTAA seklinde

Saglkl gende n=6

Mutant genlerde n=5,7,8

TA 6 kez tekrarlandiginda, transkripsiyon aktivitesi digerlerine gore x4
A(TA)TAA kutusu FB’e yanit veren bolge degil

PBREM, A(TA)7 olanlarda enzimin transkripsiyon aktivitesini arttiriyor
PBREM aktivitesindeki farkhliklar da FB’e verilen yaniti etkilemekte

Hepatology, 2011



Anne Sutu Sariligi-
Diger Polimorfizmler

Combined effect of regulatory polymorphisms on
transcription of UGTTAT as a cause of Gilbert
Syhd rome Matsui, K,BMC Gastroenterol, 2010

Results: All haplotypes with A(TA)7TAA had c-3275T>G and additional polymorphisms. In an in-vitro expression study
of the 4-kbp regulatory region, A(TA)7TAA zlone did not significantly reduce transcription. In contrast, c-3275T>G
reduced transcription to 69% of that of wild type, and the linked polymorphisms reduced transcription to 88% of wild
type. Transcription of the typical requlatory region of the patients was 56% of wild type. Co-expression of constitutive
androstane receptor (CAR) increased the transcription of wild type by a factor of 4.3. Each polymorphism by itself did
not reduce transcription to the level of the patients, however, even in the presence of CAR.

Conclusions: These results imply that co-operation of A(TA)7TAA, c-3275T>G and the linked polymorphisms is
necessary in causing Gilbert syndrome.

A(TA)7 tek basina aktiviteyi azaltmiyor
PBREM’deki mutasyonlar enzim aktivitesini % 70- 88 dlsuruyor




Bilirubin Gretim hiz

Beslenme durumu Genetik S
Karaciger fonksiyonlari faktorler —
Araya giren hastaliklar

*UGT geninde >50 polimorfizm
*Cogu OR
*Farkli mutasyonlar, farklh klinik tablolar




| Genetik Y
* faktorler |

Yag asitlerinin (DHA) UGT1A1 inhibisyonu (Shibuya, 2013)
Pregnanediol 7/7 olanlarda sarilik yapiyor (Ota, 2011)




Toxicolegy and Applied Pharmacology xoo (2015 sooe=xx

Contents lists available at ScienceDirect

Toxicology and Applied Pharmacology

journal homepage: www.elsevier.com/locate/ytaap

Role of extrahepatic UDP-glucuronosyltransferase 1A1: Advances in
understanding breast milk-induced neonatal hyperbilirubinemia

Ryoichi Fujiwara **, Yoshihiro Maruo ?, Shujuan Chen ¢, Robert H. Tukey <4-**

LUMEN BLOOD
* UGTlerin 6nemli bir kismi GIS’de eksprese edilir Formuidas
* Barsaktaki UGT bilirubini konjuge edebilir "
* Gen ekspresyonu diyetle diizenlenir TR
* Yenidoganin barsaginda diizenlenme Anne sttt/ — i

formula ile olur
* Formula, barsaktaki UGT1 gen ekspresyonunu arttirir
* Karacigerdeki UGT1 aktivitesini etkilemez

Bilirubin-GlcA

Bilirubin-GlcA

Apical Basolateral



Uzamis Sarilik- NICE Onerileri, Mayis 2010

Sarilik 37 haftadan buyuk bebekte > 14 glin,
37 haftadan kicuk bebekte > 21 giin devam ediyorsa:

1. Soluk, macunumsu gaita/ bezi boyayan koyu renk idrari sorun

2. Direkt Bilirubin degerini olclin

3. Tam kan sayimi yapin

4. Anne ve bebegin kan grubuna bakin, Direkt Coombs isteyin

5. Idrar kiltird yapin

6. Metabolik taramalarin (konjenital hipotiroidi dahil) yapildigini
kontrol edin

7. Direkt Bilirubin degeri >25 mmol/It (1.5 mg/dl) ise konsiilte edin

¢/.* Royal College of
\1E@5% Obstetricians and
«f285%  Gynaecologists




Uzamis sarilik-
NICE Onerilerine Ek

* Oyki
— Gebelik yasi

— Kardeste sarilik

— Beslenme (Anne sutu!!!)
* Fizik muayene: Sefal hematom

* Agirlik artisi




co Uzamis Sarilik- Tani
Y Sarilik Ne Zaman Basladi?

ik giin 2-5 giin 4-7 gun

l l Bebek nasil besleniyor?
Kan grup uyg AS beslen(e)me Formula Anne Sutu
G6PD G6PD

Kirmizi bayrak*

Letarji

Emmeme

Ates

Kusma

Kilo alamama

Anormal fizik muayene

Gaita Rengi

Renksiz/ Soluk <_|_

Arastir €—

ANNE SUTU SARILIGI DISLAMA TANISI



Soluk, macunumsu gaita/
bezi boyayan koyu renk
idrari sorun

infant Stool Color Card

Abnormal
1

' »

[ Bookle

It is essential to observe your baby' stool color con-
tinuously after discharge from a nursery. If the stool
color resembles the numbers 1~ 3 (white, clay-
colored, or light yellowish), the possibility on your
baby suffering from biliary atresia is higher. Please
take this card and your baby to consult a doctor as
quickly as possible. Regardless of what the stool color
is, please bring this card to your doctor at 30 days of
age for health check, If the baby cannot go back for
health check, please fill in the number of the color
resembling your baby’s stool, along with the following
blanks, and mail this card to our registry center.

The baby’s stoel color Is most like No.
Date of this kind of stool

Natrie of s bihy Birtheday
Name of the mother Ted
Address

[he bospatal or elime where the baby was bom

If the number is No.1~3, please inform us by fax
immediately. We will provide the related information
and help you out.

Infant Stool Color Card Registry Center



Iinfant Stool Color Card

Abnormal

It is essential to observe your baby’ stool color con-
tinuously after discharge from a nursery. If the stool
color resembles the numbers 1~ 3 (white, clay-

"| eolored, or light yellowish), the possibility on your

baby suffering from biliary atresia is higher. Please
take this card and your baby to consult a doctor as
quickly as possible. Regardless of what the stool color
is, please bring this card to your doctor at 30 days of
age for health check. If the baby cannot go back for
health check, please fill in the number of the color
resembling your baby’s stool, along with the following
blanks, and mail this card to our registry center.

I'he baby’s stoel color Is most like No.
Date of this kind of stool

If the number is No.l1~3, please inform us by fax
i diately. We will provide the related information
and help you out.

Fax: 02-2388-1798 ; Tel: 02-2382-0886

Infant Stool Color Card Registry Center

In conclusion, the stool card screening program for
BA enhances early Kasai operation and increases the
jaundice-free rate at 3 months postsurgery, which is a
valuable predictor of 5-year outcome. In Taiwan, the
infant stool color card screening program has markedly
improved the 5-year outcome of BA patients.

Results 6,187 families were enrolled. Card utilization rates in the passive screening
strategy were estimated at 60-94%. For a Canadian population, the increase in cost
for passive screening, compared with no screening, is $213,584 and the gain in life
years is 9.7 ($22,000 per life-year gained).

Conclusions A BA ISCC screening programme targeting families of newbomns is
feasible in Canada. Passive distribution of ISCC at matemity is potentially effective
and highly cost-effective.



Uzamis Sarilik- NICE Onerileri, Mayis 2010

Sarilik 37 haftadan buyuk bebekte > 14 giin
37 haftadan kliciik bebekte > 21 glin

Uzamis sarilikli bebeklerin ne

devam ediyorsa: kadarinda direkt bilirubinemi var?

2.

Direkt Bilirubin degerini 6l¢lin .
Ingiltere: %5.8
Unal: %3.8

Direkt bilirubinemi varsa,
%90 sorun var! (Tiker, 2006)




Tanilar gecikiyor!!!!

Prolonged Neonatal Jaundice and the Diagnosis of
Biliary Atresia: A Single-Center Analysis of Trends in

Age at Diagnosis and Outcomes -
Pediatrics, 2008

Sharad I. Wadhwanl, BA, Yumirle P. Turmelle, MD, Rosemary Magy, MBA, RD, Jeffrey Lowell, MD, Patrick Dillon, MD, Ross W. Shepherd, MD

Bilier atrezi tani zamani
»>1990- 1994: 48.5 giin
»1995- 1999: 59.4 giin
»2000- 2004 : 69 giin



Uzamis sarilik- NICE Onerileri, Mayis 2010

Sarilik 37 haftadan blyuk bebekte > 14 giin,
37 haftadan klclk bebekte > 21 giin devam ediyorsa:

5. idrar kiltiirii yapin

"y Royal College of
\\E% Obstetricians and
\ Gynaecologists




00 pzamlg sarilik- Etiyoloji
|drar Yolu Enfeksiyonu

ULKE SAYI | OZELLIK SIKLIK(%) _

—~
—
—

Garcia 2002 <8 hafta Kateter

Pashapour iran >2 hafta sarilik 6 Suprapubik kultir

2007 1: VUR, 2: Kortikal defekt

Ghaemi iran 400 5.8 IYE olanlarda %17 Grogenital

2007 anomali

Xinias Yunanistan 462 3-25 gunluk 6.5 28 indirekt, 2 Direkt Bilirubinemi

2009

Tyrell 2009 ingiltere 183 > 2 hafta 0.5

Gundur Hindistan 66 >2 hafta sarilik 6

2010

Cetinkaya Tirkiye 152 >2 hafta sarihk 14.9 Sonda ile 6rnek E/K=2/1, IYE

2010 olanlarda %13 Urogenital
anomali, Bil daha yuksek

Chen Tayvan 207 <8 hafta sarihk 5.5 Torba ile kiiltur ve ikili Gremeler,

2011 Bil farkh degil

Chowdury 319 0 Uzamis sarilikli saglikli

2015 bebeklerde rutin iK gerekli degil



Uzamis sarilik- NICE Onerileri, Mayis 2010

Sarilik 37 haftadan buyuk bebekte > 14 gtin,
37 haftadan kiiclik bebekte > 21 giin devam ediyorsa:

6. Metabolik tarama testlerinin (konjenital hipotiroidizm
dahil) yapildigindan emin olun

"% Royal College of
\="8°% Obstetricians and
R Gynaecologists




Uzamis Sarilik- Konjenital Hipotiroidi

Table 2 Prevalence of individual symptoms of
hypothyroidism at the time of diagnosis. (modified from:
Alm et al. Brit Med J 289:1171-175, 1984 [13].)

Features listed Group 1 (n= 215) Group 2 (n = 232)
in questionnaire Initial T4 = 30 Initial T4 > 30
nmol/L % nmol/L %
N it i with feature
" rolonged Jaundice
ceding Difficulty
Lethargy
Umbilical Hernia 32 18*
Macroglossia 25 12*
Constipation 18 10
‘ Cold or mottled skin 18 10
Hypothermia 3 3
3 hafta sarilik o symproms 16 37
Other dinical features
. oo 0 H re .o . .o
UGT immaturitesi . TARAMA ONCESi DONEM
,’ Ederna 5 3
Hypothyroid appearance 6 2
Hypotonia 3 3
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R\ Uzamis Sarilik

¥
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Tark Neonatoloj

i Dernegi Onerileri

1989

Direkt, indirekt bilirubin
Anne ve bebek kan grubu
Direkt Coombs testi

Kan sayimi, periferik yayma

G6PD

o TIT idrar kiiltiird

* Tiroid fonksiyon testleri
* |drarindirgen madde

* |drar ve gaita rengi

* Direkt bilirubin yliksek

degilse KFT gerek yok




Uzamis Sarilik- En Az Tetkik

Anne sutu ile beslenen bebek
*Total Bilirubin, Direkt Bilirubin
*Tam kan sayimi

*Hipotiroidi taramasini kontrol
*G6PD




Uzamis Sarilik- Ondokuz Mayis Deneyimi

Ocak 2013- Temmuz 2015
Uzamis sarilikli 100 bebek
Uzamis sarilik tetkikleri (TND)
%56 erkek, %44 kiz

ilk basvuru: 14- 68 giin
Sarilik baslangici: 1- 45 gln

Ortalama T.Bilirubin: 12.1 mg/dI

Direkt Bilirubinemi: 3 hasta (2 Bilier atrezi, 1 dogumsal CMV)

-

Canan Aygiin, Gonca Hancioglu, yayinlanmamis veri



Uzamis Sarilik- Ondokuz Mayis Deneyimi

Anne sitd sarihg 54 54 .
Beslenememe 13 13 Kan uyusmazligs n

Kan uyusmazhg 18 18 ABO uygunsuzlugu 12

Hemaolitik anemi 3 3 RH uygunsuzlugu 4
Subgrup uygunsuzlugu 1

Konjenital hipotiroidi RH+Subgrup uygunsuziugu 1
Toplam 18

Hilier atrezi

e

sefal hematom 1 1
Dogumsal CMV 1 1

AS sarthgi+ hemolitik anemi 1 1

Total 100 100







Uzamis Sarilik
Daha Az Tetkikle Yonetilebilir mi?

Acta Peediatr 89: 694-7. 2000

Investigation of prolonged neonatal jaundice

KCFT, CBC, DC (ilk gtin sararmadiysa)

S Hannam, M McDonnell and JM Rennie gere kli d egl |
Deparment of Child Health, King's College Hospital, London, UK ° TFT’ ye ge re k yo k (Ta rama |a r kO nt I’O|
edilsin)

>14 glin sarilikli 154 bebek - e |
e Idrar kultira kilo alamayan
T/D.Bil, KCFT, DC, CBC, TFT, G6PD, bebeklere yapilsin

idrar kaltara (torba) *  Fizik muayene!!!

Uzamis sarilik insidansi: %2 : .
* @Gaita rengi sorgulansin!!

Birthweight Gestation Age at referral Hb Total SBR Conjugated SBR
Diagnosis (kg) (wk) (d) (g/dl) (umol1) {(umol/1)
Weight loss 35 38 16 16.1 201 14
UTI 48 41 14 204 190 9
UTI 4 40 14 16 212 7
Trisomy 9p 23 39 14 209 207 18
G6PD deficiency 30 39 25 13 185 12
GG6PD deficiency i3 41 15 156 136 9
G6PD deficiency 24 37 18 125 182 11
Gaant cell hepatitis 20 39 29 98 212 136
Hepatoblastoma 32 39 14 15.2 220 13




Uzamis sarilik
Daha Az Tetkikle Yonetilebilir mi?

e Grp i 105) L Grup2n92)

Gebelik Haftasi 39 (37-41)

Basvuru Gun 17 (13- 56)

Erkek/Kiz 76/29 52/ 39
Beslenme Oykiisii %80 anne sutu

%8 Formiila, %12 Karisik

39 (37- 41)
18 (13- 49)

%80 Anne sutu
%9 Formiila, % 11 Karisik

oruplin=105) [cwp2i=2 [N

Tam kan sayimi

Kan grubu ve D. Coombs
Tiroid fonksiyonlari
Total ve direkt bilirubin
idrar kiltard

idrarda rediiktan madde

G6PD (Genetik yatkinlikta)

Total ve direkt bilirubin

G6PD (Genetik yatkinlkta)

vakalari gbzden
kacirmadan yonetmek
mumkin

Rodie, 2011



Uzamis Sarilik -G6PD Eksikligi

Pediatr Blood Cancer 2009:53:475-478

BRIEF REPORT
A Prolonged Neonatal Jaundice Associated With a Rare G6PD Mutation

Angelo Minucci, php,"* Paola Concolino, pho,' Daniele De Luca, mp,” Bruno Giardina, php,’
Cecilia Zuppi, mp," and Ettore Capoluongo, rhp'

IINICH Original Article

Winter 2013, Vol 2, Ne 1

Comparison of Molecular Mutations of G6PD Deficiency Gene
Between Icteric and Nonicteric Neonates

Y adollah Zahedpasha ¥ Mousa Ahma dpour Kac houri'. Haleh Akhavan Niaki’. Rowva Farha di'

Table 1. Frequency of G6PD gene mutations in icteric and non-icteric neonates with G6PD deficiency

Non-icteric Icteric
Group Mutation Frequency (%) Frequency (%) P-Value
Mediterranean 27 (54%) 28 (56%) 0.841
Chatham 09 (18%) 16 (32%) 0.106
Cosenza negative * 14 (28%) 06 (12%) 0.046
Total 50 (100%) 50 (100%)

* Those cases evaluated 1 terms of Cosenza mutation and all were negative are probably related to other G6PD gene mutations




Uzamis sarilik- Etiyoloji

G6PD Eksikligi

ULKE SIKLIK
(%)
Tiker, 2006 Turkiye 5 >25 mg/d| bebeklerde 2/39
Atay, 2006 Turkiye 3.8 624 term bebek,
G6PDE: Daha yuksek
bilirubin
Ghaemi, 2007  iran 1.4 400 bebek
Celik, 2013 Turkiye 1.2 4,906 bebek

FT gerekenlerde bakilmali




Uzamis sarilik- Risk Faktorleri

Hangi Bebekte Sariligin Uzayacagi Ongortlebilir mi?

_ Uzamis sarilik (n=54) | Kontrol (n=54)

Gebelik haftasi 36+ 3 36.2+ 2
Dogum agirhgi 2489+ 649 2541+ 499
Erkek (%) 76 65

SGA (%) 76 69
Sariligin baslama guinu 2 3

Yalnizca AS alma 87 91

Maksimum T. Bil 15.8+4.3 17.3+24 -m

Kardeste uzamis sarihk 2.9
Oksitosinle induksiyon 3.4

G6PD eksikligi 4
Gundur, 2010




G6PD | Genetik |

\eksikliéi \yatklnllk

Kaplan, 1997
Huang, 2002
Saki, 2011



Diger Tanilar Gézden Kacar mi?-
ALFA-1 ANTI TRiPSIN EKSIKLIGI

>14 giin sarihgi olan 126 yenidogan
PZR ile ATT mutasyonlari
Hicbir bebekte gosterilememis (Jowkar, 2013; iran)

Uzamis sarilikli 310 bebek
%30’unda ATT eksikligi gdsterilmis
Bebekler Cin, Malay, Hint kokenli (Zakiah, 1992)

Tarkiye’'de rutin testler arasinda dustnulmemeli




ERITROSIT MEMBRAN DEFEKTLERI

Neonatology 2014;105:1-4 Received: April 25,2013

i Accepted after revision: August 6, 2013
DOI: 10.1159/0003>4884 Published online: October 31,2013

Variations in Both a-Spectrin (SPTA1) and
B-Spectrin (SPTB) in a Neonate with Prolonged
Jaundice in a Family where Nine Individuals Had
Hereditary Elliptocytosis

A Caucasian male with prolonged neonatal jaundice was born into a family where nine members had
HE, but none with problematic neonatal jaundice. His blood film and laboratory studies suggested
pyropoikilocytosis.

Herediter Eliptositoz olan diger dokuz |
bireyde yenidogan sariligi éykisi YOK!! c
ydey g g1 oy 0 <,



Uzamis sarilik -Tedavi

OBSERVATION 4.

SUR
I’ICTERE CONGENITAL;

Préscntée et publiguement sovtenue & la Faculté de Médecing
de Montpellier , le o Juin 1817 ;

Par L. S. BERAUD,
DE MARSEILLE,

Ex-Chirurgien de 1a Marine ot des Armées Frangaises ; Membre et Archiviste

de la Société académique amul-—-l-;w-hlum-.
et Doctenr en Midecine de bt Faculté do Moatpellier.

A MONTPELLIER,

Chez Jeax MARTEL aini, Senl Imprisenr de Is Facults
de Medeciae , pres IHotel de la Préfoctare, n® 03,

18l70
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Total serum bilirubin (micromol/litre)

FOTOTERAPI?
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NICE kilavuzu, 2010



Uzamis sarilik —Tedavi
Fototerapi?

Article | December 1998

Decreased Response to Phototherapy for Neonatal
Jaundice in Breast-fed Infants 3

Response to phototherapy in group 1 (formula-fed infants), group 2 (breast-fed infants), and group 3
(infants receiving formula and breast milk). The values given are means, and vertical bars indicate SD.
To convert the bilirubin values to traditional units (milligrams per deciliter), divide by 17.1.
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Uzamis Sarilik —Ne Kadar Surer?

| Owke ORTALAMA | EN FAZLA

Gatner, 2007 2-3 hafta 8- 12 hafta

Tyrell, 2009 183 bebekten %18’
3.haftada sari

Gundur, 2010 Hindistan 5 hafta 8 hafta

Maisels, 2014 ABD 4 hafta

RABAZAN [ —

'KASIM |
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14- 21 giin arasinda %40"1 diizelir | =

b SRR
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Emzirmeyi destekleme
Tartl izlemi
Annenin desteklenmesi

Anneye sariliga sttliinin neden oldugunu
soylerken dikkatli olalim (maisels, 2006)

ANNE SUTU KESILMEZ!!!
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Chen .],_ Sadakél_a M, Ishida M, et al. Baby massage ameliorates

neonatal jaundice in full-term newbom infants. Tohoku J Exp Med.
2011:223:97-102

Gaita gikisini hizlandiriyor Gobekte kalpler
Tummy hearts




Uzamis Sarilik -Sonuc

OYKU VE AYRINTILI FIZIK MUAYENE
BESLENME OYKUSU

Total ve direkt bilirubin

Idrar ve gaita rengi

Bakilmamissa kan grubu ve DC
Bakilabiliyorsa G6PD

Topuk kanlarinin alindigindan emin olun/ Tekrarlayin

Kilo alamayan/atesi olan bebeklerden idrar kiiltlr{

Anne sutldyle beslenmenin ve annenin desteklenmesi
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