NS NS NS NS NS N TN NS N N NS N N N N N N N N AN AN X

=X

it | o ek | S
@ ASUNET

et | i ekl | S
(o pSetel | (i ) G gl

@ ASUNET

MONA MAGHRABY
AN AN AN NS NE AN NEENES

SN NN N NN NN NN AN N NN/

N AN AN A AN AN A AN AN NN NN EAEEANEENEAE N

=




=X

Y7
12

SN NN N NN NN NN AN N NN/

it | o ek | S
@ ASUNET

et | i ekl | S
(o pSetel | (i ) G gl

i el
@ ASUNET

4 '

5
*

* &

U

by edead]
he S

Ll

ds2
ol
.

€
MONA MAGHRABY

BRSES CSED P EEo N EE0 N STON STON STON SEON SEON ST N STV SEONSEEN SEONSEONSEON SEON SEON SEON STV ST SE0 N

oA DEAD DA ADEEADEDEAE AN EADE=

PR AR A A A A A A A A



BRSES CSED P EEo N EE0 N STON STON STON SEON SEON ST N STV SEONSEEN SEONSEONSEON SEON SEON SEON STV ST SE0 N

=X

il o ==
@ ASUNET

et | i ekl | S
(O el 1§ w3 G ol

PORICE

b

*

b ey

2al) Gal j3Y) sla Jadad

* ® o0

A Balal) ¢ alial) 4l
b 9 i 38 daadall ol BY) ol o

s

19 ol § bl d| ot el
(o=t

»

@ ASUNET
N]
Loy daa

(ol
it

il §
9
4y

»

okl e
o

<

MONA MAGHRABY
AN AN AN NS NE AN NEENES

SN NN N NN NN NN AN N NN/

PR AR A A A A A A A A

=




Assessment of Lifestyle for Children
with Phenylketonuria

Ohesis

Submitted for Partial Fulfillment of Master
Degree in Pediatric Nursing

By

Sohair Roby Abd Alghafar
(BSc. in Nursing, 2014)

Faculty of Nursing
Ain-Shams University
2020



Assessment of Lifestyle for Children
with Phenylketonuria

Ohesis

Submitted for Partial Fulfillment of Master
Degree in Pediatric Nursing

Supervised 3y
Prof. Iman Ibrahim Abd Al_Moniem

Professor of Pediatric Nursing & Vice Dean of
Community Service Environment Development Affairs
Faculty of Nursing - Ain Shams University

Assist. Prof. Safaa Fouad Draz

Assistant Professor of Pediatric Nursing
Faculty of Nursing- Ain Shams University

Faculty of Nursing
Ain Shams University
2020



| (F S
Oirst of all, {I would [ike to thank AIIAH for
hc[ping me to accomp[isﬁ this Work.

No words could express my feelings of gratitude and
respect to Prof. “Iman “forahim Abd Al Moniem, Professor of
Pediatric Nursing, Graculty of Nursing, Ain Shams
(University for hier endless guidance‘ support, and patience

throughout the work. ¢l fe[t great[«z fionored to work under her

supervision.

My deepest thanks and gratitude to Assistant Prof.

Safaa Fouad (Praz, Assistant Professor of Pediatric
Nursing, Jraculty of (Nursing, Ain Shams (University for her
valuable advices, guic[cmce, and supervision tﬁroughout the

study phases,

Ohanks for everyone who helped me to accomplish this work.

wSohair Roby Abd Alghafa

e .ol




List of Content &

List of Content

Ditle

List of Tables

Page |
|

List of Figures v
List of Abbreviations \/
Abstract Vil
Introduction 1
Aim of the Study 7
Review of Literature 8
e Part I: An over view about phenylketonuria 8
o Part Il: Lifestyle 44
e Part Ill: Nursing role for children with 49
phenylketonuriaAccording to nursing process
Subjects and methods 64
Results 71
Discussion 100
Conclusion 118
Recommendations 119
Summary 120
References 127
Appendices 148

Arabic Summary




List of Tables

List of Tables

Dable

pable Qyitle

Page

Oables in (Results

Table (1)

Distribution of the studied children
According to their  demographic
characteristics.

72

Table (2)

Distribution of the studied children
According to their Physical
characteristics.

73

Table (3)

Distribution of the studied children’s
mothers according to their demographic
characteristics.

74

Table (4)

Distribution of the studied children’s
fathers according to their socio-
demographic characteristics.

76

Table (5)

Distribution of the studied children
according to their medical history.

77

Table (6)

Distribution of the studied children
according to effect of the disease on their
general health.

79

Table (7)

Distribution of the studied children
according to their life style regarding
artificial and breast feeding.

81




List of Tables

oable pable Qyitle Page

Table (8) | Distribution of the studied children| 83
according to their nutrition life style.

Table (9) | Distribution of the studied children| 85
according to their prescribed diet system.

Table (10) | Distribution of the studied children| 87
according to their growth level.

Table (11) | Distribution of the studied children| 88
according to their prescribed
medications.

Table (12) | Distribution of the studied children| 89
according to their sleep pattern.

Table (13) | Distribution of the studied children| 90
according to practice exercises and play.

Table (14) | Distribution of the studied children| 91
according to their academic
achievement.

Table (15) | Distribution of the studied children| 93
regarding safety measures at home.

Table (16) | Relation between demographic| 94
characteristics of the studied children’s
mothers and giving breast feeding for
their children.

Table (17) | Correlation between compliance with the | 96

prescribed diet and effect of the disease
on general health.




List of Tables

oable pable Qyitle Page
Table (18) | Correlation between compliance of the | 97
prescribed diet and presence of growth

problems.

Table (19) | Correlation between compliance with the | 98
prescribed diet and presence of sleep
problems.

Table (20) | Correlation between family income and | 99
their follow up and regularity of visiting.




& List of Figures &

List of Figures

Origure no Ditle Page
Origure in (Review
Figure (1) | Occurrence of phenylketonuria 21
Figure (2) | Symptoms of phenylketonuria 22




2 List of Abbreviations s

List of Abbreviations (Abb.)

Abb. oull term

AAV Adeno Associated Virus

ADD Attention Deficit Disorder

BH4 Tetrahydrobiopterin

CVS Chorionic Villus Sampling

CPK Creatinine phosphor- kinase

DTR Deep tendon reflux

DM Diabetes Mellitus

GMP Glycomacropeptides

HRQOL | Health-related quality of life

HPLC High Performance Liquid Chromatography

HPA Hyperphenylalaninemia

1Q Intelligence quotient
LNAA Large Neutral Amino Acid
MRI Magnetic Resonance Imaging

MLD Metachromatic Leukodystrophy

MOH Ministry of Health

NCS Nerve conduction study

PQOL Parental Quality of Life

Phe phenylalanine

PAL Phenylalanine Ammonia Lyase

PAH Phenylalanine Hydroxylase

PAHCDNA | Phenylalanine Hydroxylase complementary
deoxyribo nucleic acid




2 List of Abbreviations s

Abb. oull term

PKU Phenylketonuria

PEG Poly Ethylene Glycol

QOL Quality of Life

rAAV Recombinant Adeno Associated Virus
UK United Kingdom

VI




S Abstract e

Abstract

Phenylketonuria (PKU) is an autosomal recessive disorder
characterized by accumulation of phenylalanine (Phe) in blood and
body fluids that is caused by defective Phe hydroxylase activity.
Aim of the present study is to assess lifestyle for children with
phenylketonuria. Design: A descriptive design was used in this
study. Setting: conducted at genetic counseling clinic in basic
health care unit in Fayoum affiliated to Ministry of Health (MOH).
Subject: A purposive sample of included all children have PKU
composed of 79 child accompanied by their mothers. Tools: 1)
structural interviewing questionnaire sheet to assess demographic
characteristics, and medical history 2) lifestyle assessment
Questionnaire for children with PKU to identify current strengths
of child’s health, any risk factors. Results: (74.7%) of families
were discover the disease by MOH screening programs. (92.4%) of
children were made regular follow up.(78.5%) of children had
follow up visits once monthly. 89.9% of children were not taking
breast feeding. 62% of mothers had inadequate knowledge about
the relation between breast feeding and the disease. Conclusion:
There is a statistically significant correlation between compliance
with the prescribed diet and growth problems. There is no
statistically significant correlation between compliance with the
prescribed diet and sleep problems. Recommendations: The
current study recommended Periodic assessment of Children
commitment to prescribed diet. Increase mother awareness about
the importance of prescribed diet for children with Phenylketonuria

Key words: life style, children, Phenylketonuria
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& Introouction &

Introduction

Phenylketonuria (PKU) is an autosomal recessive
disorder characterized by accumulation of phenylalanine
(Phe) in blood and body fluids that is caused by defective
Phe hydroxylase activity. PAH deficiency is classified as
classical PKU (Phe N 1200 umol/L), mild PKU (Phe 600—
<1200 pmol/L) or mild hyperphenylalaninaemia (Phe b 600
umol/L). The incidence of PKU varies according to ethnic
background. In the UK, PKU affects about 1 in every
10,000 newborns of white European ancestry with around
70 babies born with PKU annually, suggesting that over
6000 people in the UK have PKU (Williams, Mamotte,
Burnett, 2018).

Provisional diagnosis to be Metachromatic
Leukodystrophy (MLD)/ Aminoaciduria/ Leigh syndrome,
Advising for urine and serum amino acid test, thyroid
hormone stimulating test, creatinine phosphor- kinase
(CPK), nerve conduction study (NCS), serum lactate
pyruvate tests. Physiotherapy and on anti-epileptic
medications. Later when the child visited for the outpatient
department with conditions of global developmental delay,
right focal seizures, poor visual perception and not yet




