Supplementary File 2: Standardized 24-Month Follow-Up Telephone Assessment Script
Study Title: Quality of life, caregiver burden, and clinical correlates in Kabuki syndrome: A cross-sectional observational study 
Assessors: Snir Boniel, Krzysztof Szczaluba
Target Respondent: Primary Family Caregiver / Parent 
Estimated Time: 30 minutes
SECTION 1: Introduction & Informed Consent Verification
Investigator:
"Hello [Caregiver’s Name], my name is Dr. Snir Boniel from the Department of Medical Genetics at the Medical University of Warsaw. I am calling to conduct the scheduled 24-month follow-up assessment for our study regarding Kabuki syndrome and family well-being. As outlined during our initial baseline evaluation, this call will review [Child's Name]'s health update, current therapies, and overall family functioning over the past two years. 
Your participation remains completely voluntary, and all information provided will be fully anonymized. Do you have about 30 minutes to complete this interview today, and are you comfortable proceeding?" 
· [ ] Consent re-confirmed verbally
· [ ] Time/Date of Call: 
· [ ] Participant ID: 
SECTION 2: Clinical & Developmental Updates
Investigator:
"First, I would like to ask about any changes in [Child's Name]'s general health, medical diagnoses, or developmental progress since our baseline clinical visit 24 months ago." 
1. New Diagnoses & Medical Events:
· "Has [Child’s Name] received any new medical diagnoses from a specialist since our last evaluation (e.g., new endocrine issues, cardiovascular changes, neurological events, or vision/hearing changes)?" 
· Details: __________________________________________________________________
2. Clinical Status & Progression:
· "Overall, how would you describe [Child's Name]'s health status compared to 2 years ago: Has it improved, remained stable, or shown any sign of progression or complications?" 
· Details: __________________________________________________________________
3. Functional & Developmental Milestones:
· "Have you observed any notable developmental or functional gains—or any functional losses—in communication, motor skills, or daily self-care over the past 24 months?" 
· Details: __________________________________________________________________
SECTION 3: Targeted Interventions & Rehabilitation Modalities
Investigator:
"Now I will review the medical treatments, medications, and specialized therapies [Child's Name] has received over the past two years." 
1. Pharmacological Therapies:
· "Is [Child's Name] currently taking any long-term prescription medications?" 
· "Specifically, has recombinant human growth hormone (rhGH) therapy been initiated, continued, or adjusted since our baseline visit?" 
· "Are there any active anti-seizure medications, metabolic treatments, or other daily therapies?" 
· Medication List & Dosages: ________________________________________________
2. Specialized Rehabilitation & Supportive Therapies:
· "Which specialized rehabilitation therapies is [Child's Name] currently participating in, and at what weekly frequency?" 
· Check all active modalities:
· [ ] Physiotherapy (Frequency: ______ /week) 
· [ ] Speech Therapy (Frequency: ______ /week) 
· [ ] Sensory Integration Therapy (Frequency: ______ /week) 
· [ ] Equine / Hippotherapy 
· [ ] Canine / Dog Therapy 
· [ ] Music Therapy 
· [ ] Hydrotherapy 
· [ ] Specialized Nutritional / Dietitian Care 
SECTION 4: Validated Psychometric Assessment (PedsQL Family Impact Module)
Investigator:
"Next, I am going to read a series of statements from the standardized PedsQL Family Impact Module to understand how [Child's Name]'s health status affects your daily family life and caregiving routine. 
For each item I read, please tell me how much of a problem this has been for you or your family over the past 1 month, using the following 5-point scale:
· 0 = Never a problem
· 1 = Almost never a problem
· 2 = Sometimes a problem
· 3 = Often a problem
· 4 = Almost always a problem"*
(The clinician orally administers all items across the Physical Functioning, Emotional Functioning, Social Functioning, Cognitive Functioning, Communication, Worry, Daily Activities, and Family Relationships domains, transcribing the numeric responses directly onto the standardized scoring sheet). 
SECTION 5: Data Recording, Coding & Verification Protocol
(Investigator procedural guidance—executed immediately post-call)
1. Verbatim Logging:
· All qualitative narrative responses regarding clinical updates, milestone changes, and therapy adjustments are transcribed verbatim into the primary call ledger during the interview. 
2. Cross-Verification Against Baseline Records:
· Prior baseline medical charts (ICD-10 codes, diagnostic molecular reports, and baseline PedsQL scores) are retrieved. 
· Reported changes in clinical status or medication (e.g., rhGH initiation, antiepileptic adjustments) are cross-checked against documented medical discharge summaries and baseline registry data. 
3. Data Coding & System Entry:
· Qualitative variables are transformed into standardized categorical or binary indicators (e.g., 0 = No active rhGH, 1 = Active rhGH; 0 = Absent, 1 = Present for neurodevelopmental features). 
· Raw PedsQL scores are reverse-scored and transformed to a 0–100 continuous scale () per official guidelines. 
· All coded output is entered into the centralized, anonymized study database for statistical analysis ( environment). 
Closing Statement by Investigator:
"Thank you very much for your time today and for your continued partnership with the Kabuki Syndrome research initiative. Your updates are invaluable for helping us improve care strategies for children and families. Please do not hesitate to contact our center if you need any medical guidance or research follow-up."
