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CIYYAU OOKIMUHUYECKOU OUATHOCTUKN CUHOPOMA XUNMNENA-NUHOAY Y PEBEHKA rPYOHOIO BO3PACTA

Llenb: noka3zaTb HEOOXOAUMOCTb MONEKYNAPHO-reHeTU4eCcKoro MaumeHTbl 1 MeTOALI. NpeacTaBneHo onucaHue cry4vyas AMarHOCTUKU cuHapoma Xvunnensi-

o6cnenoBaHus nauMeHToB ¢ PeoXPOMOLIMTOMON ANSA PaHHEN JIluHpaay y pebeHKa B Bo3pacTe 5 mecsiueB, He UMeKLWero Kaknx-nmoo npossBneHun gaHHoro
cuHapoma. MonekynsapHo-reHeTu4eckoe uccnegosaHue nposegeHo B ®I'by «HMAUL
ANarHOCTUKMU OaHHOro 3aboneBaHunsa y poaACTBEHHUKOB.

3IHOgoKpuHonornn» MuHsgpasa Poccumn B paMmkKax nporpamMmmbl «cAnbdadHao».

PE3YJIbTATbIl. PebeHok K. Obin BbiI3BaH Bpa4yoM — AETCKMM IHOOKPUHOSIOroM AnsA odbcreaoBaHMA B CBAABU C HanU4vMeM y HECKOJIbKUX 4YfieHOB ceMbU (hpeoXpOMOLUTOMLI. Y MaMbl 351I0KavYeCcTBeHHas
deoxpomouutToma (apgpeHanakromusa cnpasa B 2001 roay, cnesa B 2015 ropay). MonekynsipHo-reHeTu4ecKkas AMarHOCTUKa y Hee He npoBoaunacb. Y poaHoro oparta pedbeHka B Bo3pacTte 5 net npwu
yNbTPa3BYKOBOM UcCcCriegoBaHUM HaAMNOYe4YHUKOB AMarHocTtupoBaHa peoxpomMmounTomMa 6e3 Kaknx-nmbo knmHn4vyeckmx npossnedun. Ha KT opraHoB OprOLWIHOW NMOSTIOCTU B NpoeKumnn obonx Haano4e4yHMKoB
— onpepensieTcA MArKkOTKaHble odbpa3oBaHUs, OKPYrnou popmbl C YETKUMU U POBHbLIMM KOHTYpamMu, pasmepamm cnpaBa 24x13,5x24,5 mm, cneBa 23x29,5x37 MM, HeogHopoaHoOU nnoTHocTu ot +35 ea.H B
ueHTpe go +55 +57 ea.H no nepudepun. B pazoson nopumm mMouyum ypoBeHb (PpakUMOHUPOBAHHbLIX MeTaHe(ppUHOB (CBOOOAHLIE + KOHBLIIMpoOBaHHbIe) 65 MKr/r KpeaTuHuHa, ppakKUMOHNPOBAHHbLIX
HopmMmeTaHedppuHoB 5980 MKr/r KpeaTuHuHa. bbina npoBeaeHa OunartepanbHasa agpeHan3kromMmua. UcTonornyeckme UN3MeHeHUs1 COOTBETCTBOBaNu (peoxpomMo LUTOME C BbICOKMM MeTacTaTU4eCKUM
noTeHuuanom (6 6annoB no wkane PASS, 6 6annoB no wkane GAPP). B nocneayrowem oTMe4vyanucb ABa NIOKalfibHbIX peunanBa, a Takkke meTtacTta3sbl B nerkme. B reHe VHL Obin BbiABNEH reTepo3nUroTHbIN
BapuaHT c.355T>C p.F119L.

Y TeT no MaMUHOM NIMHUU paHee TaKXe Oblifa BbisiBJiIeHa ABYCTOPOHHAA heoxpomMoLUTOMA, NO NOBOAY KOTOPOU npoBeaeHa dunarepanbHada agpeHanakromus. MonekynapHo-reHeTu4eckasa AguMarHOCTUKa y
Hee He npoBoaunachb. Y ee po4vyepu cdeoxpomouuToma Oblfla AgMarHOCTUpoBaHa criydauHo B Bo3pacTte 11 net BO BpemMsa npodumnakrnyeckoro megocmortpa B wkone. lNpun nposeaeHnn Y3WU opraHoB
OpHOWHOU NOSIOCTU B NPOEKUUM npaBoro Hagno4vyeyHukKa onpeagensnocb obpasoBaHMe oBaribHOU POPMbl C YETKUMU POBHbLIMU KOHTYPaAMU XUOKOCTHO-CONMUAOHOU CTPYKTYpbl pasmepamu 58x30x40 mm,
CONMUOHbLIN KOMMNOHEHT OAHOPOAHOU CTPYKTYPbIl, cpeaHeNn IXOreHHOCTU, XUAKOCTHbIU KOMMOHEHT B BUAE HECKOJIbKUX XXUAKOCTHbIX BKMOYeHUN pasmepamu 7-22x13 mm. Ha KT Hagno4vye4yHnkKkoB B obrnacTtu
npaBoro Hagno4Ye4yHuka oObiNno obHapyxeHO obpa3soBaHMe oBanbHOU (hopMbl, pazmepamm 41x28x48 mm, NNOTHOCTLIO OT +21 po +40 ea.H, ¢ y4yacTtkom HenpaBunbHOU (hOopPMbl, MOHNXKEHHOU NNOTHOCTU A0
+10 ea.H. Kakux-nmbo KnnMHn4ecknx nposisrieHMu 3aboneBaHus, B T.4. apTepuanbHOU runepTeH3nmn, He oObiNno. B nnasme KpoBu ypoBeHb aapeHanuHa 17 nr/mn (Hopma 18-460), HopaapeHanuHa 20629 nr/mn
(Hopma 85-1250), aodbamuHa 82,6 nr/imn (Hopma 50-220), cepoToHMHa 26 Hr/mn (Hopma 50-220 Hr/mn). IKckpeunsa cBodOoAHbLIX MeTaHedppUHOB C Mo4You coctaBuna 15,24 mkr/cyt (Hopma 7,69-33,33),
cBOOOOHLIX HOpMeTaHedpuHoOB 2595,87 MKr/cyT (Hopma 7,91-35,18), HopaapeHanuHa 2517 mkr/cyT (Hopma 15-80), aocbamuHa 264 mkr/cyT (Hopma 65-400). B reHe VHL Takxe Oblin BbISIBJIEH reTepoO3nroTHbIN
BapuaHT Cc.3551>C p.F119L.

[Mpn obcnepoBaHnn pebeHka K. poautenu Kakux-nmbo xanob Ha ero 3gaopoBbe He npeabaABnAnu. lNpun o6bLekTMBHOM o00crnegoBaHUMM CO CTOPOHbI BHYTPEHHUX OpPraHOB MNAaToONIOrMM He BbISABMEHO.
KomnnekcHoe nadopaTopHO-UHCTPYMEeHTanbHoOe obcnepoBaHue, HanpaBrfieHHOEe Ha NMOUCK KOMMOHEHTOB cuHapoma Xunnensa-JinHaay, BKno4Yasa aHanu3 KpoBUM Ha MeTaHe(ppUHbI U HOpMeTaHe(PUHbI,
TaK)XXe He BbISABUJ10 KaKNX-nmbo oTknoHeHnU. B reHe VHL Obin BbISABNIEH retepo3nroTHbin BapuaHT ¢c.355T>C p.F119L. YuyutbiBaa pe3ynbTaTbl MOJIEKYNAPHO-reHeTU4eCKOU ANarHoCTUKU, pedbeHoK ocTaeTcs
non HabnwoaeHnem U dygeTt NpoxoauTb perynsapHoe obcnengoBaHue € Lenbio BbISABIeHUA KOMMNOHEHTOB cuHapomMma Xunnensa-JinHpay, Bkno4vasa aHanmsbl KPOBU/MOMYU HA HOpMeTaHe(PpPUHBI.

3AKINMIOYEHUE. NpencraBneHHoe onnMcaHne KNUMHUYeCKOro HaonwaeHus ceBuageTenbCTBYeT O BO3MOXHOCTU AOKITUHNYECKON ANAarHOCTUKU HacreacTBEeHHbIX

dopmMm hbeoxpomMoLUTOM NyTEM NpoBeAEeHNA MONEKYNAPHO-reHeTU4YeCKoro oocnegoBaHust B3pOoCibiX NaLUEeHTOB U YNIeHOB U3 ceMel. ATO NO3BOJSIUT BbISAABIATL m:ﬂx;f;gl'lgtﬁj
pa3BUTUE TOPMOHaNIbHO-aKTUBHOM ONMYXONU Ha PaHHUN CTaAUAX, n3dexatb TeM caMbiM X MeTacTasupoBaHUe N YNyYlWnTb NPOrHo3 Ans XN3HM NaLlMNEeHTOB. 2.917-3445910

HeobxoanMmMocCcTb aKTUBHOIO BbISABIIEHUA OeTen ¢ ceMenHbIMU chopmamm heoxpomMoLUTOM OOOCHOBLIBAETCA TEM, YTO OHU AOCTAaTOYHO YAaCTO OHM NMPOTEKAlOT
6eccMMNTOMHO, YTO OTMeYarioCb B 000UX nNpeAacTaBrieHHbIX Crly4yasnX.
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