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26-27 MapTa 2024 3 KaTKOBa A. A. L4yryH0|3 I/I C. , KonogkuHa A. A., bonmacosa A. B., MuxanuHa C. L.
KoHdepeHLMa No opdaHHbIM U AeTCKUM *:,_ e FHLII «CDFISY HMI/ILII 3H,£I,OKpI/IHOJ'IOFI/II/I» MMH3upra F_’OCCI/II/I MockBa
3HOOKPWHHBLIM 3aboneBaHKUAM g SRRt ANV
—— I'Ipocbunaxmqecxaﬂ TUPEOUAIKTOMUA NPU No3aHEeN ANarHoCTuke
JHAOKPUHHaAA opgaHeTHKa: . cvm.qpoma MHO)KeCTBeHHbIX 3HAOKPUHHbLIX HeonMasuu Tuna 2 A
JLOCTUXXKEHUA U NepCcneKTUBLI AREEAN NN T SO
BBEOEHMUE. B u
CUHOPOM MHOXECTBEHHbLIX 9HOOKPUHHbLIX Heonnasuu tmna 2 (MOH2) obycrnosreH natoreHHbIMU BapyUaHTHbIMW éj{"
3ameHamu B npoTtooHKkoreHe RET (RE-arranged during Transfection), nokannsoBaHHOM Ha AnMMHHOM nifiede 10-u ¥ /@( JZ
XPOMOCOMBI. YUUTbIBAA BbICOKMN PUCK PA3BUTUA MeaynnapHoro paka wurtosngHou xenesol (MPLLX) npn MOH2, - MPLLDK?
Ba)XHa MONeKynapHo-reHeTn4yeckaa AnarHoctmka B cemMbax ¢ otaroweHHon no MPLLXX HacnegcTBeHHOCTLIO. ',

Puck pa3Buntna doeoxpomoLunToMbl U runepnnasmm napawmtoBuaHbix xenes npu MOH 2 HMXe B AeTCKOM BO3pacTe.
B HacTosLee Bpemst n3aBectHo bonee 30 naToreHHbIX BapuaHTHbIX 3aMEH, OT XapakTtepa W riokanumsaumnm 3aMeHbl
3aBUCUT Bo3pacT maHuectaunn MPLLXK, npoBognTcsa cTpatudukauma pucka n onpeaensercd TakTuka BeaeHus i'— l D 1

nauneHToB. MPLLPK, MPLLK
AT deoxpomo-

L__l___

LUTOMA

PE3YJIbTATDI.

B NHL «®I'bY HMWL, sHookpuHonornm» noctynuno 3 pedbeHka n3 oaHOM CEMbU, aKTUBHbIX Xanob He npeabsaBAsAnNN.
B cembe aBoe poaCcTBEHHMKOB 1- NMHUM poacTBa norndnu ot metactatudeckon doopmbl MPLLXK, y ogHoro takxe ‘ . O Q O ‘ ‘
7 ) /7

Obina BbisiBNeHa peoxpomouuntoma. [locne nx rmbenn, yuneHam cembh (30 npobaHaam) ObINIO NpoBeAEHO

MOJIEKYNApHO-reHeTu4Yeckoe nccrnegosaHne —y 15 naunMeHToB BbisiBfieH BapuaHT B reHe RET. MauveHT T., 13 neT MauvenTtka 1., 10 net MauuwenT 1., 15 net
OK30H
=1/ 2M3n4mon6n/8M9 01l 1213 1415161718 1920 21— Pe3ynbTarhl MauueHT T., 13 net |MauueHtka O., 10 ner MauueHT O., 15 neT
€ 1901GSC obcrneaooBaHus
‘ [ opMOHarnbHbIU NPOodUnb TTI 1,793 mME/nN, TTI 2,572 mME/n, TTT 1,172 mME/n,
‘Cys634Ser | T4 cB. 12,07 Hmonb/n | T4 ¢B. 12,93 HMOMb/N T4 cB. 16,88 nMornb/n
KanbUUTOHWH, Mr/MI 8,78 6,93 18,65
* [lpoBeaeH CKpUHUHI ApYruX KOMNOHEHTOB cuHapoMa MOH2, AaHHbIX 3a runepnapaTnpeos n eoXpoMoLMTOMY He | ||13meHeHuns LK Ha Y3 [MNnoaxoreHHas 3o0Ha [MnoaxoreHHas 3oHa | 1soaxoreHHoe obpasoBaHue
NOJTyHEHO. d=0,2 cm d=0,2 cm 5x4x4 mm nesou Oonu
* B cBs3u ¢ noaTBepxaeHnem cuHgpoma MOH2, naumeHtam npoBegeHa NpeBEHTUBHAA TUPEOUOIKTOMUS C (EUTIRADS 3)
nocnegyrumnm runCtosIorn4eCKUM nccrieoBaHNEM. [ ucTonormnyeckoe LK 6e3 npu3HakoB MepgynnsapHbIn pak MegynnapHbIN paK NeBow
* Bbiasnenne MPLUK y nauneHToB 15 1 10 net, cBUOETENLCTBYET O NO3AHEN AnarHoctuke cuHapoma MOH2. 3aKnyeHne OMnyxoneBoro pocTa npasou gonu WX gonun LXK I.r‘

AN xS0 AR K

'?"l. SAKJITIOYEHME. KOHTAKTDI. ]
) KaTtkoBa AHdunca AHOpeeBHA, KIMMHUYECKUIA

opanHaTtop N'HU «dI'bBY HMWLL sHaokpmHonornm»
MwunnsapaBa Poccun, MockBa, Poccus.

[1pn otarowieHHom no MPULK cemenHom aHamMmHe3e HeOOXoaMMO NpoBeaeHNE MOSIEKYNSAPHO-FrEHETUYECKOro UccrneaoBaHms ans nckntoveHnsa cuigpoma MOH2. Becem
nauneHTam c noaTBepPKOEeHHbIMW NATOreHHbIMY 3amMeHaMn B NpoTooHkoreHe RET Heobxoanma ctpaTtudumkaumsa pucka n nposegeHmne npodunakTm4eckon TMpPpeonasakToMum,
yuntbiBasd, YTo MPLLXK nporpeccupyet 6e3 KNMHUYEeCKnX NposaBreHnn U naumeHTbl He MMetoT Xanob. [1pn natoreHHOU BapuaHTHOU 3aMeHe B 634 KOOOHE XapaKTEPHO
pa3sutve MPLLDK B paHHeM Bo3pacTe, NpeBeHTUBHAs TMPEOUAIKTOMUS pekoMeHaoBaHa Ao 1 roga. MauueHTtsl ¢ MOH2 OomkHbI B TEYEHME BCEW XU3HU NPOXOANTL KOHTaKTHBIN TeneqoH: +792583585380
CKPUHMHIroBoe obcreagoBaHme Ha KOMMOHEHTbLI CUHAPOMA. [TouTa: anfisaktkv@yandex.ru
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