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Amag: Infantil-Baslangighh Pompe hastaligi (IBPH), alfa-glukozidaz eksikliginden kaynaklanan nadir, siddetli,
otozomal, resesif ve ilerleyici bir genetik hastaliktir. En belirgin bulgular ciddi kalp tutulumu, belirgin hipotoni ve
motor gelisimde geriliktir. Calismamizin amaci diizeltilmis diizeltilmis 6.5 ayda pediatrik fizyoterapiye
yonlendirilen IBPH tamli olguda SAFE erken miidahale programinin etkinligini incelemektir.

Yontem: Olgu 36 haftalik ve 2065 gram normal dogum 6ykiisiine sahiptir ve 5. dk Apgar Skoru 9’dur. Dogum
sonrasi diizeltilmis 4. ve 6. haftalarda influenza ve solunum sinsityal viriisii (RSV) bagli cocuk yogun bakiminda
bir siire tedavi edilen hastanin Alanin transaminaz (ALT), Aspartat transaminaz (AST) ve total kreatin kinaz(CK)
enzim seviyeleri normalin ¢ok {izerinde bulunmus tekrarli 6l¢iimlerde diigmemesi nedeniyle pediatrik ndrolojiye
ve pediatrik kardiyolojiye yonlendirilmistir. Yapilan ekokardiyografi sonrast hipertorfik kardiyomiyopati ve mitral
yetmezlik tanis1 almig ve ilag tedavisi baglanmistir. Olguya genetik hastalik taramasi ve lizozomal hastalik taramasi
yapilmig, IBPH tanis1 konulan hastaya enzim replasman tedavisi baglanmistir. Yapilan nérolojik muayanede
aksiyal hipotoni, destekli oturmama ve déonememesi nedeniyle pediatrik fizyoterapiye yonlendirilmistir. Olguya
noronal grup seleksiyon teorisi ve dinamik sistemler teorisine dayanan SAFE erken miidahale yaklasimi haftada
bir uygulandi. Aile ile ev ortamindan en fazla verimi almalari igin video goriisme ile gerekli oneriler verildi.

Bulgular: Olgunun diizeltilmis 6.5 aylik Hammersmith Infant Nérolojik Muayenesi (HINE) total skoru 64 ve
Infant Motor Profil (IMP) total puan1 86’dir. SAFE erken miidahalesi sonrasi diizeltilmis 11. ay HINE total skoru
70 ve IMP total skoru 91 bulundu. Hafta bir giin diizenli olarak uygulanan SAFE erken miidahale sonras1t HINE
skor artist %9.37 ve IMP skor artis1 %5 oldugu goriildii.

Sonug: Motor gelisimde gerilige neden olan IBPH de SAFE erken donemde uygulanan fizyoterapi bebeklerin

gelisimini destekleyebilir, néromotor gelisim parametrelerinde artis saglayabilir. Nadir hastaliklarda erken
midahalenin etkinligini arastiracak daha fazla vaka-kontrol ¢aligmalarina ihtiyag vardir.
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* Bu ¢calisma, 9-12 Kasim 2025’te 2. Uluslararasi Erken Miidahale ve Rehabilitasyon Kongresi’nde (ICER 2025) sozel bildiri olarak
sunulmustur.



Gazi Saglik Bilimleri Dergisi 2026: Ozel Sayi 11 Sozel Bildiri

SAFE EARLY INTERVENTION IN AN INFANT WITH INFANTILE-ONSET
POMPE DISEASE: A CASE REPORT

Hidayet CUHA!, Merve CUHAZ?, Kivileem GUCUYENER?, Biilent ELBASAN?

'Physiotherapy Program, Catalzeytin Vocational School, Kastamonu University, Kastamonu, Tiirkiye
0000-0003-0681-1536
2Department of Physiotherapy and Rehabilitation, Faculty of Health Sciences, Gazi University, Ankara, Tiirkiye
0000-0002-6595-5700
0000-0001-8714-0214
SEmeritus Professor of the Department of Child Health and Diseases, Faculty of Medicine, Gazi University,
Ankara, Tirkiye
0000-0002-3390-2794

Objective: Infantile-Onset Pompe Disease (IOPD) is a rare, severe, autosomal recessive, and progressive disorder
caused by alpha-glucosidase deficiency. Prominent features include cardiomyopathy, hypotonia, and delayed
motor development. This study aimed to examine the effectiveness of the SAFE early intervention program in an
infant with IOPD referred to physiotherapy at the corrected age of 6.5 months.

Methods: The infant was born at 36 weeks of gestation by vaginal delivery, weighing 2065 g with a 5-minute
Apgar score of 9. At corrected 4 and 6 weeks, the patient required intensive care due to influenza and respiratory
syncytial virus. Laboratory findings revealed markedly elevated alanine transaminase (ALT), aspartate
transaminase (AST), and creatine kinase (CK) levels, which remained high on repeated testing. The patient was
referred to neurology and cardiology, and echocardiography confirmed hypertrophic cardiomyopathy with mitral
regurgitation. Enzyme replacement therapy was initiated following genetic analysis of IOPD. Neurological
assessment revealed axial hypotonia, inability to sit with support, and absence of rolling, prompting referral to
physiotherapy. SAFE early intervention, grounded in neuronal group selection and dynamic systems theories, was
provided once weekly. The family was supported through video consultations to optimize the home environment.

Results: At corrected 6.5 months, the Hammersmith Infant Neurological Examination (HINE) score was 64 and
the Infant Motor Profile (IMP) score was 86. After intervention, at corrected 11 months, the HINE score improved
to 70 and the IMP score to 91, representing a 9.37% and 5% increase, respectively.

Conclusion: These findings suggest that SAFE early intervention may support development and enhance
neuromotor outcomes in IOPD. Larger case-control studies are warranted to further investigate the effectiveness

of early intervention in rare diseases.
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* This study was presented as an oral presentation at the 2nd International Congress on Early Intervention and Rehabilitation
(ICER 2025) on November 9-12, 2025.



