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Konjenital hipotoni ayirici tanisinda Pompe Hastaligi
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Giris: Yenidogandan itibaren siit ¢ocuklugu doneminde ortaya cikan, hipotonik bebegin
etyolojisinin aydinlatilmasi prognoz ve tedavi i¢in onemlidir. Santral ve periferik hipotoniye
neden olan bir¢ok hastalik (Serebral Palsi, SMA, HIE, metabolik myopatiler, konjenital myopatiler
vb.) mevcuttur. Konjenital hipotoni etyolojisinde yer alan Glikojen depo hastalig tip 2 (Pompe
hastalig1), lizozomal asit alfa-glikozidaz (asit maltaz) enziminin eksikligi ile ilerleyici jeneralize
miyopatiye, kardiyomiyopatiye ve solunum kaslar1 gii¢siizliigiine neden olur. Erken dénemde
enzim tedavisi baglanmasi halinde hastaligin prognozu iyi seyretmektedir. Burada erken taninin
onemine vurgu yapilmasi amaciyla bir olgu sunulmustur. Olgu: Ug¢ aylik erkek bebek bagini
tutamama yakinmasi ile Cocuk Néroloji poliklinigimize basvurdu. Oykiisiinden zamaninda NSVY
ile 3200 gr dogdugu, solunum sikintisi nedeni ile 15 giin yenidogan yogun bakimda yatis oykiist
oldugu o6grenildi. Soygecmisinde anne ve babasi ikinci derece akraba olan hastanin dogdugu
andan itibaren gevsekligi mevcuttu. Fizik muayenesinde laringomalazi, aksiyel hipotonisi mevcut
olup bas kontrolii yoktu. Kas giicii azalmis olup, DTR’ler aliniyordu. Karaciger kot alt1 2-3 cm idi.
Kan biyokimyasinda CK: 4501U/L, telekardiyografisinde kardiyomegali ve EKG’sinde kisa PR
aralig1 saptandi. Ekokardiyografisinde sol ventrikiil hipertrofisi tespit edildi. Hipertrofik
kardiyomyopati, hipotonisite ve hepatomegali bulgular1 olan hastada 6ncelikle tedavi edilebilir
bir hastalik olan glikojen depo hastalig1 tip 2 (Pompe hastaligl) diisiiniildi. Kurutulmus kan
orneginden gonderilen alfa glikozidaz enzim diizeyi diisiik ve GAA geninde mutasyon saptandi.
Cocuk Metabolizma Hastaliklar1 boéltimi ile birlikte izleme devam edildi ve enzim tedavisi
baslandi. Sonug: CK yiiksekligi, kardiyomegali ve hepatomegalisi olan hipotonik siit gocuklarinda
tedavi edilebilir bir hastalik olan Pompe hastalig1 ayirici tanida akilda tutulmalidir.
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Pompe disease in the differential diagnosis of congenital hypotonia
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Abstract

Aim: Clarifying the etiology of the hypotonic baby, which occurs from newborn to infancy, is
important for prognosis and treatment. There are many diseases (Cerebral Palsy, SMA, HIE,
metabolic myopathies, congenital myopathies, etc.) that cause central and peripheral hypotonia.
Glycogen storage disease type 2 (Pompe disease), which is in the etiology of congenital hypotonia,
causes progressive generalized myopathy, cardiomyopathy and respiratory muscle weakness
with the deficiency of the lysosomal acid alpha-glucosidase (acid maltase) enzyme. If enzyme
treatment is started early, the prognosis of the disease is good. We aimed to emphasize the
importance of early treatment in potentially treatable disease with this case. A case is presented
here to emphasize the importance of early diagnosis. Case: A three-month-old boy was admitted
to our pediatric neurology clinic with complaining of not being able to hold his head. He was born
at term with spontaneous vaginal delivery and his birth weight was 3200 g. He had hospitalized
in the neonatal intensive care unit for 15 days due to respiratory distress. His parents are second-
degree relatives. He was defined as floppy from his initial examination. On physical examination,
there was laryngomalacia, axial hypotonia and lack of head control. Muscle strength was
decreased and deep tendon reflexes were normoactive. The liver was palpated 2-3 cm below the
ribs. His creatinin kinase levels (CK) were 4501U/L, telecardiography revealed cardiomegaly, and
electrocardiography revealed a short PR interval. Left ventricular hypertrophy was detected on
echocardiography. Findings of hypertrophic cardiomyopathy, hypotonicity and hepatomegaly
primarily suggested glycogen storage disease type 2 (Pompe disease). The enzyme level measured
from the dried blood sample was found to be low and GAA gene mutation. The patient is currently
being followed up with child metabolism specialist. Enzyme replacement therapy was initiated.
Conclusion: Pompe disease, a treatable disease in children with elevated CK, cardiyomegaly, and
hepatomegaly in floppy infants, should be kept in mind in the differential diagnosis of hypotonic
infants.
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