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Giris: Mabry Sendromu;

*  Dilissel gerilik,

+  karakteristik yiiz 6zellikleri,

»  kanda alkalen fosfataz diizeyinde artis (hiperfosfatazya),

» ik tekrarlayan epileptik nobetler,

« anal atrezi ve Hirschsprung hastaligi gibi gastrointestinal
bulgularin eslik ettigi olduk¢a nadir bir durumdur.

Hastalarda belirgin hipotoni, yiirimede gecikme, hipertelorizm,

uzun palpebral fissiirlerle karakterize yiiz goriiniimii mevcuttur

(Resim 1). Nobetler biling kaybinin eslik ettigi jeneralize tonik-

klonik nobetler seklindedir.

Olgu, Mabry sendromu ve Hirschsprung hastaliginin ¢ok nadir

birliktelik gostermesi nedeniyle sunuldu.

Olgu sunumu: iki yasinda erkek hasta cocuk néroloji klinigine

cevreye tepkide azlik, gévde kontroliiniin baslamamasi, ismine

yonelmeme ile bagvurmus. Alkalen fosfataz diizeyinde 2 kat artis

olan hastanin Metabolik tetkiklerinde, D vitamini diizeylerinde ve

kraniyal ~manyetik  rezonans  goriintiilemesinde  patoloji

saptanmamis. On bir aylikken afebril jeneralize tonik-klonik

nobet  gecirmis.  Elektroensefalografi  (EEG)'de  ozellik

izlenmemis. Ilagsiz izlemde nobet tekrari iizerine Levetirasetam

baslanmis.

Kromozom analizi ve Array incelemede ozellik gorilmemesi
lizerine tim ekzom sekanslama (WES) uygulanmis. PIGO
geninde (NM032634.4) ¢.1334G>C (p.Arg445Pro) homozigot
mutasyon saptanmig. Sanger analizinde anne ve babada
heterozigot tasiyicilik saptanmis.

Hasta tedaviye

yanitsiz kabizlik sikayeti ile klinigimize

yonlendirildi. Oykiisiinde dogdugundan beri miidahalesiz
defekasyon olmadigi, karninda siskinlik oldugu belirtildi. Kusma
yoktu. Fizik muayenede batinda distansiyon vardi, ancak batin
yumusakti. Rektal tusede fiskirir tarzda gaz-gayta c¢ikisi
gozlendi. Ayakta direkt batin grafisinde; pelvis kismen bos
olmakla birlikte genis barsak anslart goriildii (Resim 2).
de

diistintilmesi {izerine rektal biyopsi yapildi (Resim 3). Patoloji

Kontrastli  kolon grafisinde Hirschsprung hastaligi
sonucu ganglion negatif olguya Hirschsprung hastaligi tanisi
konuldu. Definitif ameliyatt sonrasinda kontrollerinde ara ara
gastroenterit  ataklar1  disinda  spontan  defekasyonu
saglanmaktadir.

Sonug¢: Hipotoni, biligsel gerilik ve rekiirren nobetlerin eslik
ettigi nadir bir durum olan Mabry Sendromu’nda, Hirschsprung
hastaligi basta olmak iizere ciddi gastrointestinal anomalilerin

eslik edebilecegi akilda tutulmalidir.

Resim 1. Mabry Sendromunda
tipik yiiz gériinlimii
(hipertelorizm, uzun palpebral
fisstirler).

Resim 2. Ayakta direkt batin grafisi;
pelvis kismen bos ve genis barsak
anslar1 goriilmekte.

Resim 3. Kolon grafisi. Kolon ¢apinda
artma ve 24. saatte kolonun tam
bosalmamasi.
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A rare association of Hirschsprung's disease: Mabry syndrome
Introduction: Mabry syndrome is a very rare condition characterised by cognitive impairment, distinctive facial features, elevated alkaline phosphatase (ALP)

levels in the blood (hyperphosphatasia), recurrent seizures, anal atresia, and gastrointestinal findings such as Hirschsprung disease. Patients exhibit marked
hypotonia, delayed walking, hypertelorism, and a facial appearance characterised by long palpebral fissures. Seizures are generalised tonic-clonic seizures
accompanied by loss of consciousness.

The case was presented due to the very rare coexistence of Mabry syndrome and Hirschsprung's disease.

Case presentation: A two-year-old male patient was referred to the paediatric neurology clinic with decreased responsiveness to the environment, lack of trunk
control, and failure to respond to his name. The patient had a twofold increase in ALP levels, but no pathology was detected in metabolic tests, vitamin D levels, or
cranial magnetic resonance imaging. At 11 months of age, he had a generalised tonic-clonic seizure without fever. No abnormalities were observed on
electroencephalography (EEG). Levetiracetam was initiated after seizure recurrence during drug-free follow-up. Since no abnormalities were detected in
chromosome analysis and array analysis, whole exome sequencing (WES) was performed. A homozygous mutation was detected in the PIGO gene (NM032634.4)
€.1334G>C (p.Arg445Pro). Sanger analysis revealed heterozygous carrier status in both of his parents.

The patient was referred to our clinic with complaints of constipation unresponsive to medical treatment since birth and, had abdominal distension. There was no
vomiting. Physical examination revealed abdominal distension, but the nontender. Rectal examination revealed an explodes of gas and faeces. An upright
abdominal X-ray showed that the pelvis was partially empty, but there were dilated bowel loops. A rectal biopsy was performed based on the suspicion of
Hirschsprung's disease on contrast-enhanced colonography. The pathology result was ganglion-negative, and the patient was diagnosed with Hirschsprung's
disease. After definitive surgery, spontaneous defecation has been achieved during follow-up, except for rare episodes of enterocolitis.

Conclusion: Mabry syndrome is a rare condition characterised by hypotonia, cognitive delay, and recurrent seizures. It should be noted that, serious

gastrointestinal anomalies particularly Hirschsprung's disease, may accompany to this condition.



