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Yenidogan doneminde tani alan bir Molibden kofaktor eksikligi
olgusu
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Giris: Otozomal resesif gecisli bir metabolik hastalik olan Molibden kofaktor eksikligi ilk kez
1978 yilinda tanimlandi. Durdurulamayan ndbetler, spastisite, beslenme giicliigii, dismorfik yiiz
goriiniimii, serebral atrofi, lens dislokasyonu, agir noérolojik bozukluk ile karakterizedir. Cogu
zaman dogumda normal olan bebeklerde ilerleyen saatlerde veya haftalarda beslenme gii¢liigi,
hipotoni ve tedaviye direncli konviilziyonlar ortaya g¢ikabilir. Burada dogumun 4. giiniinde
bulgular1 ortaya cikan ve tanisi genetik olarak kesinlestirilen bir molibden kofaktor eksikligi
olgusu sunmak istedik. Olgu: Hastanemizde 32 gebelik haftasinda, 2070 gr, kiz bebek, NSVY ile
dogdu. Solunum sikintis1 nedeniyle Yenidogan Yogun Bakim Unitesine yatirildi. Oykiisiinde, 20
yasindaki annenin ikinci gebeliginden yasayan ikinci bebek oldugu, anne ile baba arasinda
akrabalik olmadigi, ailede 6nemli bir kalitsal hastalik olmadig1 6grenildi. Hastanin fiziksel
incelemesinde kilo 2070 gr (25- 50P), boy 47cm (25-50P), bas cevresi 32 cm (25-50P) idi.
Solunum sikintisi disinda 6zellik yoktu. Hastada ilk hafta sonunda solunum sikintisi1 geriledi,
ancak belirgin hipotonisi, beslenme giicliigii mevcuttu. Kanda trik asit diizeyi <0,5 mg/dL idi.
EEG’si normaldi. Beyin MRG’sinde yaygin hipointens multikistik ensefalomalazik alanlar gortldii.
MOCS1 geninde homozigot mutasyon saptandi. Cyclic pyranopterin monophosphate (cPMP)
tedavisi baslandi. Polilklinik takibi dnerilerek taburcu edildi. Sonug: Molibden kofaktdr eksikligi
stlfit oksidaz, aldehit dehidrogenaz ve ksantiz oksidaz enzim eksiklikleri ile karakterize nadir bir
dogumsal metabolik hastaliktir. Primer olarak santral sinir sistemi etkilenir. Hastalik zaman
icinde progresyon gostererek agir motor mental retardasyon ile sonuglanir ve 6liimciil seyreder.
Yenidogan doneminde aciklanamayan beslenme gii¢liigii ve nobet varliginda molibden kofaktor
eksikligi akla gelmelidir. Siiphelenilen olgularda irik asit diizeylerine dikkat edilmesi taniya
yardimci olabilir. Erken tani ve tedavi hastaligin progresyonunu yavaslatir. Sonraki gebelikler icin
aileye genetik danismanlik 6nerilmelidir.
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A case of Molybdenum cofactor deficiency diagnosed in the neonatal
period
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Abstract

Aim: Molybdenum cofactor deficiency, an autosomal recessive metabolic disorder, was first
described in 1978. It is characterized by unstoppable seizures, spasticity, feeding difficulties,
dysmorphic facial appearance, cerebral atrophy, lens dislocation and severe neurological
impairment. Most of the time, babies who are normal at birth may develop feeding difficulties,
hypotonia and treatment-resistant convulsions in the following hours or weeks. Here, we wanted
to present a case of molybdenum cofactor deficiency whose symptoms appeared on the 4th day
of birth and whose diagnosis was confirmed genetically. Case: A 32 weeks gestational week, 2070
g, female baby was born with NSVF in our hospital. She was hospitalized in the Neonatal Intensive
Care Unit because of respiratory distress. It was learned from the history that the baby was the
second living baby from the second pregnancy of a 20-year-old mother, there was no
consanguinity between the mother and father and there was no significant hereditary disease in
the family. On physical examination, weight was 2070 g (25-50P), height 47 cm (25-50P), head
circumference 32 cm (25-50P). There were no features except respiratory distress. Respiratory
distress regressed at the end of the first week, but marked hypotonia and feeding difficulties were
present. Blood uric acid level was <0.5 mg/dL. EEG was normal. Brain MRI showed diffuse
hypointense multicystic encephalomalasic areas. Homozygous mutation was found in the MOCS1
gene.Cyclic pyranopterin monophosphate (cPMP) treatment was started. Outpatient follow-up
was recommended and he was discharged.
Conclusion: Molybdenum cofactor deficiency is a rare congenital metabolic disorder
characterized by sulfite oxidase, aldehyde dehydrogenase and xanthesis oxidase enzyme
deficiencies. The central nervous system is primarily affected. The disease progresses over time
and results in severe motor mental retardation and has a fatal course. Molybdenum cofactor
deficiency should be considered in the presence of unexplained feeding difficulties and seizures
in the neonatal period. In suspected cases, attention to uric acid levels may help the diagnosis.
Early diagnosis and treatment slows the progression of the disease. Genetic counseling should be
offered to the family for subsequent pregnancies.
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