608 - R E AR A 2P 2% A 2018 4F 8 H 45 184525 8] Chin J Contemp Neurol Neurosurg, August 2018, Vol. 18, No. 8

- 1% S I B R A5 -

[i-Fraumeni Z /T 9 1E
KR AR AwM B HA4AE

(WE] BB B 10D T B A0 o I K 26 B Li-Fraumeni Z5 & AF 8 35 19 15 PR 20 2 4y

o AEREER LVEERE.33 2, DITCH A A VR R, Sk MR 2 /R A 0045 10058 5t
E;Eurifﬁéz,i*ﬁi?ﬂ?*ﬁki““%%”ﬁﬁkﬁﬁﬁﬁml T (5 A AR DI BR AR . AR e b) FF A T
F 5 2.50 em, LT RDULIRE AL 4L, BATE , K/NZ S em x4 om x 3 em, BT R, SR AT €4, 1) 5 W, I
BEEE, e S VI BR MORE . AL 2ETE A, o AN 0 S A8 346 A B i, 3 DX el SRR T A K IR AN 5
ﬁéﬂm b e €, Ji 8 200 Pt o0 2 3K M o & A R M AR 1 L O A B 18 P 3R 38 PS3 B L Ki-67 B R AR i 4 5L
K 25% 5 W SLEF 2 Y e L A 5 43 T 05 B G A R AG I B S R A R A AU 1/2(IDH1/2) R A B T 4 %
AR i L i 5 S (TERT) 3L S 87 F 2848 0 O°- H 56 1 1204 DNA H 3L 6 B il (MM T) 3 1R H 34k, 9%
T AN 2% 58 A A I B e (A 1A 1p/19q 2L B S o 5 B2 W7 S (A 000 T 1) Jie o 68 40 B 98, IDH- 857 42 B (WHO
V&) . BHFEIAERE 15 d, HBEEREU 2 2016 4%, A6 T, T 4038 [n) 5005 s 45 41 A8 38 58 32 0 i o sk O
o W B A OO R g, HC AL TR 9 BB T, LR TR LR A BB T, RS IR g BB T, A AC TR I AR G R BE T
b — 2 Xof R 3 S5 A0 R o A R A ) L 9 i P A R AR AT TPS3 B DR ARG I, 389 R A T 1 28 A 5
AT I AR AT 42 A 8 F I, TPS3 L HAFAE ¢.1009C > T(p.Arg337Cys) 2 A SO P 5848 | b il S %8
AR o A2 W Li-Fraumeni 28 S 1E , Z K R 2 Wi M Li-Fraumeni ZEG LR R . 4518 Li-Fraumeni 25 51
B ALV IR R AE R Y R MR, DAZLARE B S AL SRR PR R 28 R S R A R
SO 9RE A v e R s RS SR REAIE , TPS5 3 JE R 3 5 UL Y Li-Fraumeni 5 & ik A DG SO 2 4

[X%i8] Li-FraumeniZEGAE; RIGEEANRE ;  Sopsdlgifbat;  dlst,  Bifg

Li-Fraumeni syndrome

ZHANG Xue-bin, YAN Xiao-ling, JIN Shu-mei, TANG Fan, HAN Zhu-yu
Department of Pathology, Tianjin Huanhu Hospital, Tianjin 300350, China
Corresponding author: ZHANG Xue-bin (Email: paul_tijmu@]26.com)

[Abstract] Objective To investigate the clinicopathological features of Li- Fraumeni syndrome
(LFS) manifested as glioblastoma. Methods and Results A 33 - year - old female patient presented
hyperspasmia of left extremities. Head MRI showed space-occupying lesion on the right fronto - parietal
junction, and contrast - enhanced scanning revealed "garland" enhancement of the lesion. The patient
underwent surgical resection. During the operation, an oval tumor was visible after the right parietal cortex
was cut open for 2.50 ¢m, which was about 5 cm x4 ¢cm x 3 c¢m in size. The tumor was soft and purple, with
clear boundary and rich blood supply, and was totally removed through piecemeal resection. Microscopic
examination found obvious dysplasia of glial cells, spindle shape in some areas, and a large number of giant
tumor cells. Immunohistochemical staining showed that the tumor cells expressed glial fibrillary acidic
protein (GFAP) in cytoplasm and P53 protein in nuclei. Ki-67 labeling index was 25%. Reticular fiber
staining was negative. Molecular pathological examination did not detect isocitrate dehydrogenase 1/2 (IDH
1/2) gene exon 4 mutation, telomerase reverse transcriptase (TERT) promoter mutation, or methylation of O°-
methylguanine-DNA methyltransferase (MGMT). Fluorescence in situ hybridization (FISH) analysis did not
reveal codeletion of 1p/19q. The integrated diagnosis was (right parietal) glioblastoma, IDH - wild type
(WHO grade IV). The patient was hospitalized for 15 d and died in 2016. Previous family medical history
showed her older sister suffered from right breast cancer, her father died of gastic cancer, her grandmother

died of breast cancer, her uncles died of lung cancer and hematopoietic system tumor. Samples from the
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patient’s glioblastoma and right mammary gland invasive duct carcinoma were collected for TP53 gene

detection, but no mutation was found. Further, whole exome sequencing (WES) on the patient’s freezing

blood samples showed TP53 gene ¢.1009C > T (p.Arg337Cys) pathogenic heterozygous mutation (missense

mutation). Combined with the family cancer history, a clinical diagnosis of the patient was Li-Fraumeni

syndrome, and her family was Li-Fraumeni syndrome pedigree. Conclusions Li-Fraumeni syndrome is a

hereditary tumor syndrome with autosomal dominant inheritance, characterized by high risk of breast cancer,

bone and soft tissue sarcoma, brain tumor and adrenocortical cancer, and TP53 gene is the most common

gene associated with Li-Fraumeni syndrome.
[Key words] Li-Fraumeni syndrome; Glioblastoma;
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Figure 1  Head MRI findings  Axial
enhanced T\WI showed space - occupying
lesion in the right fronto - parietal junction
with  "garland"  enhancement  (arrow
indicates, Panel la). Axial enhanced
FLAIR showed high-intensity signal of the
lesion with obvious surrounding edema
(arrow indicates, Panel 1b).
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Figure 2 Optical microscopy findings
spindle shaped (Panel 2a).
Immunohistochemical staining (EnVision)
expressed P53 in nuclei (Panel 3b).
reticular fiber staining was negative.
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Figure 5 Pedigree of Li-Fraumeni syndrome.
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