Mockga / 29-30 Hoabpa / 2024

Il KOHOEPEHUWA NO OHKOSHAOKPUHONOIMMA
N AYTOMMMYHHBIM 3HOOKPUHHBIM 3ABONTEBAHUAM

HoBokpelyeHHbIX E.3., MuxanuHa C.[1., bonmacoBa A.B., KonoagknHa A.A., Cepreena HO.A.

[HLU PO OI'bY «HMWLU angokpuHonorun» Munsgpasa Poccun, VIHCTUTYT OeTCKOW 3HAOKPUHOOMMN

[MannnnapHbIN pak WMUTOBUAHOW Xene3bl B AeblTe ceMeMHOro ageHomMmaTo3HOoro nonumnosa

BBEOEHUE. CemeuHbINn ageHomMaTo3HbIN nonuno3 (Familial adenomatous polyposis, FAP): MATEPUATNDbI U METOAbI.

e AyTOCOMHO-OOMWHAHTHOe 3aboneBaHne, obycnoBneHHoe MmyTaumuamm B reHe APC B nepnoa ¢ 2021 no 2024 rog obcnenoBaHbl 4 naymeHTkM B Bo3pacTte 15-17 net no noBoay 3510Ka4YeCTBEHHbIX

* MHoxecTBeHHbIN nonnno3 XXKT ¢ TpaHcopmaumen B 3fiokavyectBeHHble oopMbl K 30-40 rogam nopaxeHnn WMTOBUOHOU Xenesbl

* Y 70% naymeHTOB — BHEKMLLEYHbIE NposABieHnsa (onddepeHumpoBaHHbIK pak LXK, octeomsl, [1o pe3ynbTatam MoOneKkynapHo-reHeTn4eckoro nccnefosanma (cekseHnposaHue NGS naHenn) BbIABNEHbl KNUHUYECKM
aHMMoPNOPOMbI HOCOIMNOTKN, AeCMougHble PUdpPoOMaTO3HbIE ONMyxXoNnn, renatobnacTtombl 1 4p.) 3Ha4YMMbIE reTepPO3nNroTHble BapuaHThl B reHe APC

PE3YJIbTATDI.

MaunenTka 1,15 nert NauuenTka 2, 17 net [laupneHTKa 3, 16 net NauneHTka 4, 17 net

HacnencTtBeHHbIN HacneacTtBeHHbIN
aHaMHe3 OTAMOLWEH — Y HacrneaoctBeHHbI aHAMHE3 He aHaMHe3 OTAroweH — no

MaTepU KONnopeKTanbHbIV OTAroLleH NMUHUN MaTepu y3roBoun
pakK, CMepTb B 25 neT 300, pak aHOOMETPUS

HacrnenoctBeHHbIN
aHaMHe3 He
OTAroLleH

[eMUTUPEONOSKTOMUSA — TMpeonasKToMms — TUpeonaaKTOMns —
| ‘ KpMBPUOPMHO- nanunnspHas MUKpokapLmMHoMa TMPEoNaSKTOMNSA — A dy3Ho-
— MOPYINSIPHbIA NOATUM C MHOTO(POKYCHBLIM XapaKTepoMm nanunnapHbin pak X CKIEPO3VPYHOLL NI Oxoegpacpuyeckasi KapmuHa

MHOKECMEEHHBIT MONUNO3 MPLLK pocTa noatmn MPLDPK OUGPy3HO-CKIIepo3upyowe2o
| | N : _ HOB800bpa308aHUS
moJsicmo_20o Kuwe4yHuKa rno 0aHHbIM IMOBUS 5 ol WErEan C
KosloHockonuu y nauueHmku 1, 156 -
Hem npu3Hakamu
Memacmamu4ecKkoz20

ropaxeHusi pe2uoHapHbIX

[€eTEePO3UTOTHbLIN BapuaHT MeTe v [ €eTepO3nUroTHLIN
PO3UTOTHbLIN BAapunaHT luMgboy3sros weu y
I c.1408+1delG B reHe c.3397del B rene APC BapuaHT c.4447C>A A
APC B reHe APC Y ,

3AKJITIOMEHUE. KOHTAKTBI.
OndpdpepeHUpoBaHHbIN paK LMTOBUOHOMN Xene3bl MOXET ABNATbCA OAHUM N3 NepBbIX NPOABNEHUN CEMEUHONo ageHOMATO3HOro Nonmnosa, YTo Tpebyet cBOEBPEMEHHOW HOBOKpELLEHHbIX EBreHnA

OMarHoCTUKN OAPYrMx KOMMNOHEHTOB CUHAPOMA. YUNTbIBAsS BbICOKMN PUCK ManNuUrHu3awumm, CKpUHMHroBoe obcrieqoBaHmne C Lenblo BbIBNEHUS NOSMNo3a KULEeYHMKa JOSMKHO SAYapAOBHa

. . Novokreshennih.E
NpPoOoBOANTCAH YXKE B NMNOAPOCTKOBOM BO3pPaAcCTe. CBoeBpemeHHoe BbiABJ1IEHNE U ONEpaTnMBHOE yaarieHne ageHokapumHOM No3BoJidetr 3Ha4vYnNTesibHO CHU3NTb PNCKW OaJibHENLLIEN @endocrincentr.ru

nporpeccun 3aboneBaHus. +79672686571




