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KoHdepeHUUA No opdaHHbIM U AETCKUM
3HOOKPWHHBLIM 3aboneBaHKUAM Byt

‘*'f*.'--'- | COYMETAHME CEMEMHOM CPEAU3EMHOMOPCKOM JIMXOPAQKM
| (MTEPUOAMUYECKOUN BONE3HM) U NANUNNAPHOIO PAKA LWMTOBUAHOM XXENE3bI
C BbIAABJIEHHOU MYTALIMEU B FEHE APC

JHAOKpPUHHAaA opdaHeTUKA:
NOCTUXXEHUS U NepcneKTUBbI

BBEOEHUWUE. CemenHaa cpeamsemHomopckaa numxopagka (CCJl, nepuogmnyeckasa 0OonesHb) —  HacneacTtBeHHoe
ayToBocnanuTenbHoe 3abonesaHue, NPOABAOLMECA NEePNOANYECKMMU NpUCTyNnamMn nuxopaakm n ceposuta (apTputbl, 6onn B
XXUBOTE WU rpygHon KneTke), obycnosneHHoe myTtaumamum B reHe MEFV. Yauwe BcTtpeyaeTca y nuu cpeans3eMHOMOPCKOro Unwu
ONMMKHEBOCTOYHOIO MPOUCXOXOEHUS.

OuddepeHUmMpoBaHHbLIN  paK LWMTOBUOHOW Xene3bl peakoe 3aboneBaHne B AOETCKOM Bo3pacTe, OOMbLMHCTBO ChnydaeT
COCTaBMAET NanunnapHbin BapuaHT. OnucaHbl HacneacTtBeHHble popMbl 3abonieBaHudA, accouunpoBaHHble ¢ reHamu APC,
PRKARI1A, PTEN, WRN (cuHapomanbHble dpopmbl) 1 DICERIL.
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PE3YJIbTATHDI.

Manbuuk 17 net, npoxoaun obcrnegosaHne B HMWL angokpuHonormn. C 3 mecaueB ann3oabl NoBbilLieHUs TemnepaTypbl A0 39-40 rpaaycoB ANUTENbHOCTLIO 3-4 OHS, HE KYNUPYIOLLNECS
XXaponoHmxarwumm npenapatamn. C 3 net otmevatrotca 6onum B Horax. 3anoao3peHa CCJl, kotopaa B AanbHenwem noarBepXxageHa MosekynspHo-reHeTUYECKU: BbIABITEH ONMUCAHHbIV NaTOMreHHbIN
BapuaHT B reHe MEFV (NM _000243.3): ¢.2282G>A, p.(Arg761His). [Nlony4yaeT Tepanuio KONXULUMUHOM, C NOJIOXKUTENBbHBLIM 3PPEKTOM.

[1Tpn nnaHoBomMm ob6crnegoBaHUKM B raCTPO3HTEPONOrM4YeCcKoM oTaeneHnn B Bo3pacte 17 net BbIABEHO Yy3NoBOE 0bpa3oBaHMe B LUMTOBMAOHOW Xene3e, B cBA3M ¢ 4YeM HanpasneH B HMAL
aHOokpuHonorun. Npn ocmoTpe poct 175,1 cm, SDS pocta = -0,12, Bec 59 kr, UMT = 19,2 krim2, SDS UIMT = -1,0. lNonoBoe pa3Butne TaHHep 5. Y oTua Marnbynka paHee anarHoCcTMpoBaH
nanunnapHbIA pak WUToBUAHOM Xene3bl. 1o aaHHbIM Y3 WwWnTOoBUAOHOW Xenesbl B NpaBon gore B cpeaHen U HMXKXHEW TPETU No nepeaHeEN NoOBEPXHOCTU BbIABIEHO MMMNO3XOreHHoe
rmnepBackynapusnpoBaHHoe obpasoBaHNE C POBHbIMU KOHTYpamu, pasmepamun 1,070,8%0,5 cm (TIRADS 4). B ropmoHanbHoM npodoune TTI 1,63 mME/n (0,43-4,2), T4ce 14,29 nmone/n (10,1-17,9),

AT TMO 0,16 ME/mn (0-5,6). I'pn npoBegeHUN NyHKLUMOHHON BMONCUMN B Ma3ke OOHapyKeHbl CKONNeEHNA YKPYNHEHHbIX, NMOIMMOPdOHbIX anNUTennanbHbIX KNEeToK ¢ AereHepaTUBHbIMU U3MEHEHUAMN, DOe3
NMPU3HAKOB BHYTPUAAEPHON aTUNUN, OPMUPYIOLLMX NPEUMYLLLECTBEHHO (PONNUKYNAPHBLIE CTPYKTYPLI, bonee XxapakTepHble Ang ponnmkynapHoro oopasoBaHnsa LWMTOBUOHOMN XKene3sbl.

(Bethesda |V dbonnukynapHaa Heonnasmsa nnu nogo3peHmne Ha OoSINUKYNAPHY0 HeoNasuio).

YyuutbiBas pesynbtaTtbl MYHKUMOHHOM ODMOMNCUN NPUHSTO PELLEHUE O NPOBEAEHNN IKCTpadhacymanbHOU reMnTnpeonaaktommm cnpana. 1o pesynbtatamMm ructoniormm BblsiBNeH MHBa3UBHbLIN F
MHKaNCcynnpoBaHHbIN PONNUKYNAPHLIA BapuaHT nanunnapHon kapunHombl (pT1aNxMx). e
YyuunTbiBasa OTAroOWEHHLIN CEMENHBLIM aHaMHES3, NPOBeAEHO MOJEKYNSPHO-reHeTu4deckoe nccnenosaHue (tapretHasd NGS-naHenb). B reHe APC B 16 3k30He oOHapy»XeH paHee He ONUCaHHbIN B

nitepartype BapuaHT HeonpeaeneHHon KnnHuyeckon 3aHadmmocTu (HG38, chrd:112837606C>G, ¢.2012C>G) B reTepo3nroTHOM COCTOAHUU, NPUBOAALLNK K aMUHOKUCITOTHOM 3amMeHe p.(Ser671Cys). 3 4
g NN T et KOHTAKTbI.
- 3AKJ1K)'-IEHI/IE [1Tpn APC-accounmpoBaHHOM ageHOMaTO3HOM NOJSINNOo3e TOJSICTOU KULLKK (ceMenHoM ageHomaTo3HoM nonuno3se, CAll) onnucaH puck pa3Butug [Incapesa EneHa AneKcaHapoBHa,
WH0B0OBPA30BaHMI LLMTOBMAHOI Xene3bl (cornacHo pekomeraaumsm "NCCN Guidelines V.2.2.022 Familial Adenomatous Polyposis”, puck coctasnsieT 1.2%—12%). f;z:ﬂ;‘:C“Ki‘)’(“fa”y“f’;ZE;;”;‘:Q;T
}ﬂaumeHTy ONA YTOYHEeHUa oeHoTnna 1 cornacHo NPUHLMNY OHKOHACTOPOXEHHOCTU NpoBeAeHbl KOJTIOHO- N raCTPOCKOMNUSA, KOTOpble He BbiABUITM HOBOOOpasoBaHU. B [LeTCKIM KOHCY/IbTaTHBHO-
fHacTosiwee Bpema anarHo3 CAIll He noaTBepXaeH, aHann3 cerperaunm B ceMbe B paborTe. NMAarHOCTUYECKUM OTaeneHnem MHLL
?f-fj:' P® ®IBY «HMWL, sHaoKpnHONOrMN»
i MwuH3apasa Poccun, MockBa, Poccus.
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