performed in two steps; first on CAs previously associated with sea-
sonal factors and second on all remaining CAs. CAs and monthly
births were calculated back to month of last menstrual period after
which trigonometric regression analysis was performed to explore
seasonal trends in CA prevalence.

Our dataset confirmed seasonality for Ebstein’s anomaly
(p<0.05), triscuspid atresia and stenosis (p<0.05), congenital hydro-
nephrosis (p<0.001) and hip dislocation (p<0.001) and a new signal
was generated for seasonality of situs inversus (p<0.001). We
detected non-significant seasonal peaks for neural tube defects
(p=0.0683) and spina bifida (p=0.0507) coinciding with influenza
season. We were not able to detect seasonality for any other CAs.
We were unable to confirm the associations between neural tube
defects, some other anomalies and influenza.

The associations detected and the negative results provided can
help future studies unravelling the etiology of CAs.

MOLECULAR ETIOLOGY OF CHILDHOOD HEARING
IMPAIRMENT ASSOCIATED WITH NON-SYNDROMIC
ENLARGED VESTIBULAR AQUEDUCT IN
SOUTHEASTERN CHINA

doi:10.1136/archdischild-2012-302724.0251

2T Yang, "?Y Chai, "?H Wu. 'Department of Otolaryngology - Head and Neck Surgery,
Xinhua Hospital, Shanghai Jiao Tong University School of Medicine, Ear Institute,
Shanghai Jiao Tong University School of Medicine, Shanghai, China

Background Mutations in SLC26A4, and in rarer cases double het-
erozygous mutations of FOXI1/SLC26A4 or KCNJ10/SLC26A4, lead
to childhood hearing impairment associated with non-syndromic
enlarged vestibular aqueduct (EVA), the most common inner ear
malformation. Molecular etiology studies of non-syndromic EVA
will provide important data to facilitate DNA diagnosis and genetic
counseling of this disease.

Methods Mutation screening of SLC26A4 was performed in 126
probands with non-syndromic EVA in Southeastern China. Those
detected with mono-allelic or no SLC26A4 mutation were subjected
to mutation screening of FOXI1 and KCNJ10.

Results Bi-allelic, mono-allelic, and no SLC26A4 mutation were
detected in 70.6%, 8.0% and 21.4% of the probands with non-syn-
dromic EVA. Sixteen of the 40 SLC26A4 mutations detected were
novel. While the ¢.919-2A>G mutation accounted for 41.3% of the
mutant alleles of SLC26A4, none of the other 39 mutations account-
ing for more than 5.6%. No pathogenic FOXI1 or KCNJ10 mutation
was identified in this study.

Conclusions The ¢.919-2A>G mutation of SLC26A4 is highly
prevalent and should be the primary target of genetic testing for
patients with non-syndromic EVA in Southeastern China. The
spectrum of the other SLC26A4 mutations, however, is highly het-
erogeneous and differs from those reported in Taiwan or other
regions of mainland China. Mutations in FOXI or KCNJ 10 were not
the major cause of non-syndromic EVA in Southeastern China.

WHOLE GENOME MICRORNA EXPRESSION PROFILING
IN CHILDHOOD ACUTE LYMPHOBLASTIC LEUKEMIA: A
PROSPECTIVE EVALUATION

doi:10.1136/archdischild-2012-302724.0252

'M Duyu, '0 Cogulu, 'B Durmaz, 'C Gunduz, “C Vergin, 'D Yilmaz Karapinar, 'S Aksoylar,
'K Kavakli, 'N Cetingul, °G Irken, Y Yaman, 'F Ozkinay. 'Ege University Faculty of
Medicine; “Behcet Uz Children Hospital; °Faculty of Medicine, Dokuz Eyliil University,
lzmir, Turkey

The aim of the study is to evaluate the associations between micro
RNAs (miRNAs) and childhood acute lymphoblastic leukemia
(ALL). Forty-three children with ALL and 14 age-matched controls
were included in the study. Microarray expression profiling
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consisting of 1136 miRNAs was performed in peripheral blood and
bone marrow samples of patients. Diagnosis, differential diagnosis,
outcome and prognosis associated with aberrant microRNA expres-
sions were prospectively evaluated. Significant miRNAs on admis-
sion were confirmed and re-evaluated after 6 months following
treatment period by real time RT-PCR. The effect of miRNAs on
overall survival (OS) and event free survival were presented. The
most significantly upregulated miRNAs were miR-548i (12.5 fold),
miR-708 (10 fold), miR-181b (6.25 fold) and most downregulated
miRNAs were miR-145 (-2.52 fold) and miR-640 (-2.3 fold) com-
pared to control group in microarray profiling. miRNAs according
to immunophenotype revealed 22 upregulated and 13 downregu-
lated in T-ALL. In the B-lineage ALL group, 7 miRNAs were upregu-
lated and 2 miRNAs were downregulated. Expression of miR-146a,
miR-155, miR-181a and miR-195 significantly changed after 6
months of treatment period. miR-145 was associated with OS. t(12;
21) and t(9; 22) were significantly associated with certain miRNAs.
In conclusion miRNA expression profile could be used as biomarker
in the diagnosis, differential diagnosis, monitoring the disease and
prognosis of ALL.

MANAGEMENT OF HEMANGIOMAS: A SINGLE CENTER
EXPERIENCE

doi:10.1136/archdischild-2012-302724.0253

G Tuysuz, N Ozdemir, B Kutlubay, T Celkan. Pediatric Hematology-Oncology Dept.,
Istanbul University, Cerrahpasa Medical Faculty, Istanbul, Turkey

Aim To share our experience of 185 (F/M: 2.4) patients with hem-
angiomas followed between 2003-2011 at Cerrahpasa Medical Fac-
ulty, Istanbul.

Results Onehundred-twenteight (69%) had a single lesion whereas
31% had multiple lesions. Most of the patients (n:94) were followed
by a “watch and wait” policy and 40 of them did not require any
medical or surgical intervention as the lesion convoluted on follow-
up. Only 6 (3%) patients required surgery. Nine patients with lesion
around eye required intralesional steroids to prevent visual distur-
bance. Bleomycin was used as a sclerosing treatment in 2 patients
with a giant hemangioma. In 21 patients with multiple diffuse
lesions causing cosmetic problems, interferon was given. Medical
treatment was given in other patients on follow-up due to growth,
ulceration, bleeding or persistance of the lesions at older ages; 14
were treated by systemic steroids, 73 by propranolol and 39 by com-
bination therapy due to insuffient response. Propranolol was the
first choice of treatment in patients diagnosed after 2008. All
patients treated by propranolol were evaluated by echocardiogra-
phy and electrocardiograpy, no cardiac side effects were noted. One
patient under treatment presented with increased sweating and
was found to have hypoglycemia associated with propranolol dur-
ing periods of restricted oral intake. The drug was restarted increas-
ing the frequency of breastfeeding with no further hypoglycemia
attacks.

Conclusion The excellent clinical outcome and apparent lack of
side effects of propranolol makes it a good choice as a first-line treat-
ment for hemangiomas. Hypoglycemia may be noted in infants
under propranolol in restricted periods of feeding.

NEONATAL BLOOD TRANSFUSION-CAN WE MAKE IT
SAFER?

doi:10.1136/archdischild-2012-302724.0254

LA Funston, M Hogan. Paediatric Department, Southern Health and Social Care Trust,
Portadown, UK

Background and Aims A specific blood transfusion booklet was
implemented in the Southern Health and Social Care Trust in 2010
for babies less than four months of age. This aimed to provide a
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standardised approach to blood transfusion documentation, high-
lighting indication for blood transfusion, consent and desired out-
come achieved. Our aim with this audit was to assess completion of
the blood booklet and identify areas for improvement.

Method A retrospective audit of the completion of the blood
transfusion booklet within the neonatal unit in Craigavon Area
Hospital was carried out. This was for all blood transfusions
between October and December 2010.

Results 9 babies and 11 transfusion episodes were included. 3/9
babies were 25-30 weeks gestation, 4/9 babies were 1001-1500g.
4 of the transfusion episodes were classified as emergency transfu-
sions. 1 adverse incident occurred during the audit period. Clinical
observations were documented in 11 cases, consent in 9/11 cases.
The main concerns were regarding blood prescription as special
requirements, volume of blood and rate of transfusion were not
documented adequately.

Conclusion This highlighted a need to improve the prescribing
of blood products. The prescription chart was revised to include
a column for volume and duration of transfusion in millilitres/
hour. A specific blood transfusion booklet provides a readily
available record of transfusions given and clear guidance for
indication and prescribing of blood products. Our hope is that
this will consequently result in safer blood transfusion
practice.

SURVEY ON THRESHOLD FOR PACKED RED CELL
TRANSFUSION IN NEONATAL UNITS ACROSS THE UK

doi:10.1136/archdischild-2012-302724.0255

'V Satwik, %) Cyriac. 'Paediatric Cardiology, Southampton General Hospital,
Southampton; ?Paediatrics, Broomfield Hospital, Mid Essex Hospitals NHS Trust,
Chelmsford, UK

Aim Neonatal blood-product transfusion practices and policies
vary widely among different institutions. The aim of this survey
was to evaluate the threshold for packed red cell (PRC) transfusion
for non-haemolytic neonatal anaemia in neonatal units across the
UK.

Methods Data regarding the threshold for PRC transfusion in neo-
natal units was collected by means of telephone conversation. The
number of units called was random and the first 100 units to pro-
vide full details were regarded as end point. Data was collected from
April 2010 to August 2010.

Results Of the 100 units surveyed, 46% were level Il units (46/100),
32% were level 1II (32/100) and 22% (22/100) were level I units.
Eight units did not have a documented transfusion policy (4 level I
and 4 level II). The range of transfusion thresholds between the
units is shown in Figure 1 and the most commonly used transfusion
thresholds (TT) is shown Figure 2.
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Discussion There was wide variation in threshold for PRC trans-
fusion across the units we surveyed. Some units did not have a
transfusion policy. A national guideline based on consensus and evi-
dence is recommended to ensure homogeneity in clinical practice
between units. This will also be useful in auditing, ensure account-
ability and cost effective practice.

MUTATIONS IN THE G6PD AND UGT1A1 GENES
ASSOCIATED WITH SIGNIFICANT HYPERBILIRUBINAEMIA
IN ASIAN NEWBORN INFANTS

doi:10.1136/archdischild-2012-302724.0256

'FC Cheah, "?FL Wong, 'SK Chow, ?A Ithnin, ?A Othman. 'Paediatrics; “Pathology,
Universiti Kebangsaan Malaysia Medical Centre, Kuala Lumpur, Malaysia

Background and Aims The G6PD gene mutation is associated
with the development of neonatal hyperbilirubinaemia in Asian
infants. The ¢.211G>A mutation of the UGT1A1 gene may contrib-
ute but the clinical significance and impact of a combination of
these mutations have not been explored. The purpose of this study
was to determine whether G6PD and UGT1A1 mutations together,
were associated with significant neonatal hyperbilirubinaemia.
Methods Venous blood samples were collected from newborn
infants monitored for jaundice and from non-jaundiced infants who
served as controls. The G6PD and c. 211G>A of UGT1A1 gene
mutations commonly reported among Asians were studied. G6PD
enzyme measurements were performed using the fluorescent spot
test and enzyme activity assay. Significant hyperbilirubinaemia was
defined as a total serum bilirubin (TSB) of 2250 wmol/L.

Results The majority of infants were of Malay (n=256) and Chi-
nese (n=89) descent. The G6PD mutations obtained were ¢.871G>A
(17.4%), c.487G>A (6.3%), c.1376G>T (4%) and c.1388G>A (3%).
One in five infants with G6PD deficiency developed significant
hyperbilirubinaemia at three days of life. Infants with c.211G>A of
UGT1A1 (18.8%) were two times more likely to be associated with
significant hyperbilirubinaemia (p=0.026). Even if normal G6PD,
the mean TSB among heterozygous/homozygous ¢.211G>A muta-
tion (291£78 umol/L) was significantly higher than normal UGT1A1
(241£73 pmol/L)(p=0.014). The limited number of infants showing
combined G6PD and UGT1A1 mutations did not impact signifi-
cantly on hyperbilirubinaemia in this study.

Conclusion c.211G>A UGT1Al mutation was an independent
risk factor, with ¢.871G>A being the most common G6PD mutation
associated with significant hyperbilirubinaemia amongst Malaysian
neonates.

THE SAFETY AND EFFICACY OF RED CELL TRANSFUSIONS
IN NEONATES: A SYSTEMATIC REVIEW OF RANDOMISED
CONTROLLED TRIALS

doi:10.1136/archdischild-2012-302724.0257

'V Venkatesh, 'R Khan, 'A Curley, ?C Doree, °S Hopewell, ?S Stanworth. 'NICU,
Cambridge University Hospitals NHS Foundation Trust, Cambridge, ?Haematology; *SRI,
NHSBT, Oxford, UK
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