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Oz

Giris: Akcaagag surubu idrar hastaligi (Maple Syrup Urine Disease: MSUD) ketoasit dehidrogenaz
enzim eksikligi sonucu dalli zincirli aminoasitler olan valin, 16sin ve izoldsinin metabolizmasi
bozuklugu sonucu gelisen nadir bir hastaliktir. Klinik olarak psikomotor gerilik, nébet, beslenme
problemleri ve idrarda ak¢aagac¢ surubu kokusu hastaligin karakteristik 6zelliklerindendir. MSUD
nadir gorilir. Erken tan1 ve tedavi, norolojik hasar1 azaltmak bakimindan oldukca 6nemlidir.
Amonyak yiiksekliginden daha ¢ok 16sin yliksekligi nedeni ile acil hemodiyafiltrasyon yapilan bu
nadir olguyu sunmak istedik. Olgu: Ilk gebelikten erkek bebek, postnatal 22. giiniinde dis
merkezden tedaviye direncli agir sepsis tanisi ile tarafimiza sevk edildi. Hasta sepsis, solunum
sikintis1 nedeniyle yenidogan yogun bakima yatirildi. Anne-baba arasinda birinci dereceden
akrabalik vardi. FM'de hipertonisite, yenidogan reflekslerinde azalma saptandi. Uygun solunum
destegi saglandi, enfeksiyon parametreleri pozitif olmasi nedeniyle uygun antibiyoterapi
baslandi. Amonyak 75umol/L (N:<100), Kan gazinda pH 7.47, C02:28, HC03:17, BE: -4 idi. Olguda
pedal cevirir tarzda nobet gozlendi. Hipoglisemi ataklar1 yami sira idrarda koku da vardi.
Metabolik tahlillerinde Losin: 2850umol/L (N:47-167), Valin: 357umol/L(59-200), izélosin:
260umol/L(N:22-94) diizeyleri yiiksek olmasi nedeniyle MSUD disiinildi.  Acil
hemodiyafiltrasyon tedavisi baglandu. iki giinde 16sin degeri normale geldi. Takibinde 16sin kisith
diyet ve B1 vitamini ile yatisinin 60. giinii oral yolla beslenen hasta cocuk metabolizma takibi
onerilerek taburcu edildi. Sonug¢: MSUD erken donemde klinik bulgular hizla ilerleyebilir. Erken
dénemde prognozu belirleyen en énemli faktorler, tan1 yasi ve metabolik kontroliin saglanmasi
ile birlikte acil hemodiyafiltrasyon uygulanmasidir. Akraba evliliginin yaygin oldugu tilkemizde
metabolik hastaliklar sik gorildiigiinden, farkli yaslarda ve farkli klinik tablolarla
karsilasabildigimizden ayrici tanida aklimizda mutlaka MSUD da bulunmalidir.
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Abstract

Introduction: Maple Syrup Urine Disease (MSUD) is a rare disease that develops as a result of
ketoacid dehydrogenase enzyme deficiency and impaired metabolism of the branched-chain
amino acids valine, leucine and isoleucine. Clinically, psychomotor retardation, seizures, feeding
problems and maple syrup odor in urine are characteristic features of the disease. MSUD is rare.
Early diagnosis and treatment is very important to reduce neurologic damage. We wanted to
present this rare case in which emergency hemodiafiltration was performed due to leucine
elevation ratherthan ammonia elevation. Case: A male infant from the first pregnancy was
referred to us from an external center on postnatal day 22 with a diagnosis of severe sepsis
refractory to treatment. The patient was hospitalized in the neonatal intensive care unit due to
sepsis and respiratory distress. There was first-degree consanguinity between the parents. FM
revealed hypertonicity and decreased neonatal reflexes. Appropriate respiratory support was
provided and appropriate antibiotherapy was started because infection parameters were
positive. Ammonia was 75umol/L (N:<100), pH was 7.47, C02:28, HCO3:17, Be: -4 in blood gas.A
pedaling seizure was observed. There were episodes of hypoglycemia as well as urine odor.
Metabolic tests showed Leucine: 2850umol/L (N:47-167), Valine: 357umol/L (59-200),
Isoleucine: 260umol/L (N:22-94), MSUD was considered. Emergency hemodiafiltration treatment
was started. Leucine level normalized in two days. The patient who was fed orally with leucine-
restricted diet and vitamin B1 on the 60th day of hospitalization was discharged with pediatric
metabolic follow-up. Conclusion: Clinical findings may progress rapidly in the early period of
MSUD. The most important factors determining the prognosis in the early period are age at
diagnosis, metabolic control and urgent hemodiafiltration. Since metabolic diseases are common
in our country where consanguineous marriages are common and we may encounter different
clinical presentations at different ages, MSUD should be considered in the differential diagnosis.
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