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Abstract

Galactosemia is a rare genetic metabolic disease caused by galactose and its metabolites generated during carbohydrate
metabolism, which is relatively rare in Asian countries, including Korea. Patients with galactosemia should be treated with
a galactose-restricted diet. However, information is lacking about the exact content of galactose in food, and dietary

guidelines for patients with galactosemia in Korea. This study aims to recognize the difficulties faced by parents and clinical

experts of patients with galactosemia, and understand their demands. Totally, 5 parents of children diagnosed with

galactosemia and 5 clinical professionals participated in the focus group interviews. The parents’ interview focused on the

daily life of the patient, which included diet and social difficulties. The clinical experts mainly answered about medical care,
including the number and status of patients, and their suggestions for effective treatment. Most parents were worried about
social isolation due to conflicts in the family as well as in society due to a lack of understanding of the disease. The clinical

experts stated the absence of a disease management system as the greatest problem. An integrated support system for

patients with galactosemia, which includes appropriate dietary guidelines by considering the domestic environment, is

required.

Key Words: Galactosemia, rare metabolic disease; dietary management; qualitative study
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<Table 1> FGlI for caregivers

Numbers Questions
Main Please describe child’s dietary behavior.
1 Food selection (preference, alternatives, market)
1 2 Dietary behavior (eating out/home meal frequency, regular restaurant)
3 Difference by the type of restaurant (school/home)
4 Child’s dietary behavior which is influenced by family members (Ex. Every family members inhibit diary food)
Main Difficulties from dietary behavior from question #1 (Ex. Cooking, food purchase, Dietary behavior management)
1 The most difficult part of food choice and purchase.
2 Please describe data or directions to improve dietary management.
2 Concerns of child’s dietary behavior. (Ex. Unbalanced nutrition, chronical disease)
Effects of Child’s dietary to family members. (Ex. Hard to eat with all family members, difficulty of eating out)
3 Main Hardship of Fhild %n school or relgtiopship. by dif:taly .behavior in qlfestion #1.
(Ex. speech impediment, communication difficulties, difficulty of eating out)
Main  Describe methods you tried to manage child’s diet (thesis, books, internet, community, etc.)
4 1 The most effective method ever tried and the reason.
2 Describe any help or policy support requirements that you feel are necessary.
(e.g. dietary guidelines, recommended diet, educational materials or videos, consultation with nutrition experts)
<Table 2> FGl for clinical experts
Numbers Questions
| Main  What are the symptoms and number of patients by type of Galactosemia patient?
1 Is there any progress or effect of the treatment? What's the progress of the disease?
) Main Please describe about the mechanism of decomposition and synthesis of galactose in the body.
1 Endogenous galactose production is being raised as the cause of the complication, is there any way to reduce it?
Main  What are problematic dietary behavior of Galactosemia patient?
3 1 Food Neophobia appeared in PKU patients with a similar metabolic disease. Do galactosemia patients also had
such a problem?
Main  There are many studies showing low health-related quality of life (HRQoL) in patients with galactosemia, so why are
4 these emotional difficulties? (Ex. chronic complications make it difficult to form interpersonal relationships smoothly.)
1 Is there an emotional problem not only with the patient but also with his parents of the patient?
Main Do Galactosemia patients take medication?
5 If you take it, what are the effects of taking it on your diet?

1 If there is influence, how can effects be lower?
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<Table 3> Criteria for selecting participants

Method Criteria

Standard

Primary

* Parents of children with diseases under the age of 13 who have been diagnosed with galactose metabolic disease.

Caregivers * Parents who agreed to participate in focus group interviews and individual interviews in this study

Qualitative .
Study Clinical experts

for metabolic

* Doctors who diagnose and consult metabolic disorders.
* Clinical dietitians with experience in consulting on dietary behavior, eating habits, and eating-related
issues of Galactose metabolic disease patients.

diseases Doctors and clinical dietitians who agreed to participate in the survey of this study
<Table 4> Baseline characteristics of participants

Primary Caregivers Doctors Clinical Dietitians
Number DP1 DP2 DP3 DP5 DT1 DT2 DT3 NT1 NT2
Patient’s gender M M F
Patient’s age 5 2 2 8
Caregiver’s gender F F F F M M F F
Caregiver’s age 38 34 35 40 39 44 61 48 49
Patient’s . Type .1 Type 1 Type 4 Type .1 Type.I
Galactosemia type (Classic)  (Duarte) (Classic) (Classic)
Career year Total 8 14 32 19 14

(Current)

©) © 22 ®) (&)

*F=female, M=Male
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<Table 5> Themes identified through interviews with primary
caregivers

Theme Subtheme

1.1 Disease
1.2 Treatment

1. Disease and treatment

<Table 6> Themes identified through interviews with clinical experts

Theme Subtheme

1.1 Current situation
1.2 Patient care
1.3 Treatment method

—_—

. Patient characteristics

2.1 Food selection and purchase
2.2 Dietary behavior
2.3 Difference by dining place

2. Dietary management

3.1 School meals
3.2 Eating out
3.3 Social restriction

3. Social difficulties

4.1 Dietary guidelines
4.2 Ingredients to analyze
4.3 Formal guidelines

4. Requirements
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2.1 Dietary management

2. Dietary management 2.2 Dietary behavior

3.1 Social support
3.2 Perception of patient

4.1 Dietary guidelines
4.2 Domestic food addition

3. QOL (Quality of Life)

4. Requirements
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