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Objective: Pediatric high grade gliomas(HGG) have dismal progno-
sis with median survival of 9-15 months after standard radio-
chemptherapy. Recent molecular investigations revealed a mis-
smatch repair defect called Constitutional Mismatch Repair Defi-
ciency (CMMRD), which induce pediatric HGG. In CMMRD, there
are mutations at least one of the mismatch repair(MMR) genes in
both tumoral and non-tumoral DNA. Patients generally have cafe
au lait spots resembling the ones in NF-1. Methodology: Forty-four
pediatric high-grade glioma cases operated in our clinic between
2015-2021 were included in the study. PMS2, MLH1, MSH6, MSH2
immunohistochemical antibodies were applied to the sections
prepared from paraffin blocks with tumors of these 44 cases. Next
generation Sequencing (NGS) Custom Panel for Brain Tumors was
performed with DNA and RNA obtained from neoplastic tissue of
2 cases and germline NGS analysis was performed with DNA
obtained from peripheral blood in 1 case. Results: MMR protein
expression loss was detected in 11 (25%) cases. In 5 (45%) of these
11 cases, MMR protein loss was detected in both neoplastic and
non-neoplastic tissue, and these cases were considered as
CMMRD. NGS performed in 2 of these 5 cases revealed a hypermu-
tant profile. At least one MMR protein loss was found only in the
neoplastic tissue in 6 (55%) of 11 cases, and PMS2 deficiency was
the most common. In 1 of these 6 cases, MSH6 deficiency was
shown as germline by NGS. Conclusion: CMMRD and MMRD, are
disorders with close relationship with pediatric high grade glio-
mas. Since CMMRD cases also may have cafe au lait spots, they
should not be misdiagnosed as NF 1. Temozolomide induce more
aggressive tumors in CMMRD ve MMRD, therefore its use is not
suggested in those cases. Preliminary literature data advocate use
of immunotherapy instead. All pediatric HGG cases should be
evaluated for CMMRD and MMRD with molecular investigations
to understand their biology.
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Objective: The effective treatment of posterior fossa ependymo-
mas is surgery followed by radio-chemotherapy. Our aim is to eval-
uate the effects of sex, age, methylation subgrouping, extent of
resection, radiation treatment (RT), MIB-1 index, grade, ATRX and

H3K27M mutations on prognosis in pediatric patients with poste-
rior fossa ependymoma (PFE). Methodology: This is a retrospective
study. Forty-two children with PFE who had surgery in our institu-
tion between 1996 and 2018 were included. Formalin-fixed paraf-
fin-embedded tumor samples were evaluated for H3K27me3
immunostaining, MIB-1 index, WHO grades, ATRX and H3K27M
mutations.Samples with global H3K27me3 reduction were
grouped as posterior fossa ependymoma group A (PFA), whereas
tumor samples with H3K27me3 nuclear immunopositivity were
grouped as posterior fossa ependymoma group B (PFB). Results:
Mean age of patients was 4.4 years (range 0.71-14.51).
Thirty-one patients (73.8%) were PFA, whereas 11 patients
(26.2%) were PFB. WHO grades of PFAs were statistically
higher in comparison to WHO grades of PFBs. There are no
significant differences between PFAs and PFBs in terms of
resection rates, disease recurrence and survival parame-
ters.Patients with total surgical excisions had significantly
better PFS and OS rates. Conclusion: Extent of surgical exci-
sion is the most important prognostic indicator in PFEs.
Prognostic effect of methylation subgrouping may be mini-
mized with more aggressive surgical strategy in PFAs.
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Case report: The majority of neuroblastomas are sporadic and
not correlated with any specific constitutional germline chro-
mosomal abnormality, inherited predisposition, or associated
congenital anomalies. We report here a 1.5-year-old girl with
a diagnosis of 21 hydroxylase deficiency and neuroblastoma.
Neuroblastoma in a known case of congenital adrenal hyper-
plasia has rarely been reported. Based on our literature
review, this is the fifth case report of congenital adrenal
hyperplasia and neuroblastoma.
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