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Two cases of Neurofibromatosis Type 1 Associated GISTs and Characteristics of the
18 Korean Cases
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Nerufibromatosis type 1 (NF1) is a cancer predisposition syndrome characterized by café-au lait spots and cutaneous neurofibromas. Gastrointestinal
stromal tumor (GIST) is the most common gastrointestinal tract tumor that occursin NF1 patients. To date, there are a few reports with the result, NF1
associated Gl STs have unique clinicopathol ogic and genotypic characteristics. They tend to occur in the smal intestine at a younger age, have multiple
lesions with good prognosis. They have positive CD 117 (KIT) expression in immunohistochemical staining but neither KIT or PDGFRA genes are mu-
tated in majority of cases. Here we report two cases of small intestind GISTsthat occurred in patients with NF1. In thefirst case, a 55 years old woman
had small bowel segmental resection for bleeding of abdomnia masses, that were identified as multiple GISTs. In the second case, a48 years old wom-
an had laparotomy for rupture of aabdomina mass, that was identified as a GIST. We adso review related literature and find 18 Korean cases of NF1 as-
sociated GISTs. We compared them with foreign cases to find distict features of Korean cases. This report shows that there are no distinct features of
Korean cases except presenting symptom.

18 casesin Korea 45 casesin U.S.

Mean age (range) 55 (30-76) 49 (23-72)
Presenting symptoms (%)

Gl bleeding 6/15 (40) 20/32 (63)

Obstruction or Perforation 115(7) 2/132 (6)

Abd pain or distension 7/15 (47) 0/32 (0)
Involved sites (%)

Stomach 0/18 (0) 1/45 (2)

Duodenum 4/18 (22) 10/45 (22)

Jgjunum or Ileum 11/18 (61) 28/45 (62)
Multiplicity (%) 17/18 (94) 28/45 (62)
KIT or PDGFRA mutation (%) 1/4 (25) 0/15 (0)
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sl YoM ofgfEdo] E3tEo] $E-S FAS Ao, 4% et EF3h=tl, A=, B 14 0] 71 &3t dleloh. s gle s
FABE R 715 A A8AE Fol Utk $1A2 diFE ¢ Aulshd, AdiglX el 4¢ 55 A A A% 25 TS o
A AAZL A olH, Fafol A 710, Hlo| A F-& o] &g AR A A7 o] AME-F T 9l o m IFFFetE AT ol 4 e
FAAIA g7H S o] &3 B4, W EA7 = W E wol o] &Hrh ek $142 SellA] &G0 R o]Fdte] A FIAIZ & Sl olEe 7
& A0 2 FEAA 57 7 Eh AAES oA BAtelA WABH o2 27tEetE Fedste] 24, MiE AT S AEs o] % b Ayg
A 2Zke] A olF ol wh2 23w 1818 B ol Bugich Fd dat 564 FA7t Aleh FER §5 02 SFAR et ks g
HE 371578 9ol 25 A RN AL AL, SAER Q18 AlghE HARE AldEts o), 974 A9, Al SlE e, 2 AlS
5 9l eI 2 sholck V1A AFo R B, 300 WA HAYA FUZ G AT R Feike WEo] ik &EA WA Fek-e 120/80
mmHg, Muts 803)/3%, S5 203]/%, HobAl& 36.6% B G11, AA W zol A= a5 HE-o] B A AbelA = W3 660070/ul, 3 22
125 g/dl, E 23+ 319Hul AST 24U/L, ALT 25U/L, %% )53 0.70 mg/dl, BUN 23.3 mg/dl, Z#o}E]Y 0.74 mg/dl,Na 134 mEg/L K 3.7mEg/L, C-uFS-
ol 0.23 mg/dl S =|Qict. BAlE g Aol ER AN TGS AR, A olA HHE SEkE oF 9 cm =27]¢ 94 o] AT Y ste] A
Yot 2 T AFANA B A Aol A7g 3o ¢k 8 cm =719 $lA o] FzkE|o] AL, vy T2 AASHY skl ot ¢hA AAE Aska, U A
71 A& A AL th & Al SRR 55 SA43te], ol 94 AAE 8l 4 3RS A AARE AlEE LA o) A1 35 <k 5
om =7]¢] §iX o] #zkE o] colag FA3kaL, AL, vy 55 B3l A4E AT T 4 27Hs i o 2 wiEA1717] S5 PEGE Folatn A3t
ZAARY F, Sk vk sl B50] 3lEla, 37 Hydaksiaea o] Al 94 27ke) olgo g <13 A9 T 4 7€ Bethg
AE B frest AAlE 3 AXAIAES ABE A, o F 5 S E o B sttt
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