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KoHdepeHIusa 1o OHKOAHIOKPUHOJIOTUHA U @y TOUMMYHHBIM 3HJIOKPUHOJIOTHYECKUM 3a00JIEBAHUSM
20 centsa0ps 2022, r. Mocksa

Cnyyai nanuuIipHOM KapLMHOMBI IIUTOBUIHOM KejIe3bl y peOCHKA,
acconuupoBaHHou ¢ mytauusaMu B rene DICER1

Manuesckuii Oner ApTypoBud
npodeccop kadeapsl TOCIUTAIBHON MEAUaTPUN
bamkupcKoro rocy1apcTBEHHOIO MEAUIIMHCKOTO YHUBEPCUTETA,
IJIaBHBIN JeTcKuil a3HA0KpHuHOJI0T M3 P® B [IpuBOIIKCKOM (hesiepalibHOM OKpYTE,
OxopoxoB [1aBen JIeonnnosuy,
crapmni Hay4uHbld coTpyaHuk OI'bBY «HMUL] annokpunonorun» M3 PO



JleBouka Y., 11 net

2018: BriepBble y3510BO# 300 BbIsBiIEH B Bo3pacTe 10 jet, koryma poauTenu 3aMeTUIn 00bEMHOE
oOpazoBaHue Ha 11ee. Y3 muToBUIHOM Xenne3bl: 00beM 23,75 Mil, B 00EUX JOISX N309XOT'C€HHbBIC
oOpazoBaHus oT 2 MM J10 24x16 MM, rurnosxoreHHbie oopa3oBadus ot 3x2 A0 /x6 mm. TTI" 1,685
MKME/mi1, cBobonnsiii T4 9,76 imons/n, AT-TIIO 4,3 E/1/mn, kanpipmronus < 1,0 or/mo.

VY nBoropoaHoi 0a0yIIKK y3710BOM 300, IPOBEACHA TUPEOUIIKTOMHUS (PE3YIbTATOB IMCTOJIOTMYECKOTO
MCCIICIOBaHUS HET). Y MaMbl 1 0a0yIIKH 0 MAMUHOM JIMHUU KUCTA SUYHUKA, Y TETH 110 MAMUHOM JIMHUU
— KHCTa SUYHUKA U 300.

2019: nanpasnena Ha obcnenoBanue B ®I'bY «tHMULL supokpunongoruny M3 PO. Y3U muToBuaHON
xKese3bl: 00beM 34,2 cM3, MHOKECTBO Y3JIOBBIX 00pa3zoBaHuil nuaMmeTpom 10 19 mMm. ToHkourosibHas
IYHKIIMS y3JI0B: Y3JIOBOM KOJUIOMIHEIN 300 ¢ ageHomarto3oM (11 kimace mo Bethesda). Ilpu monekyinspHo-
reHeTnueckoM oociieoBannu BeisBiIeHBI: 1) B rene CDC73 (NM_024529) reTepo3uroTHbIi BapHaHT
C.641T>G:p.V214G ¢ HeonpeaeacHHON KIMHNYEeCKO# 3HaYuMOCThIo; 2) B rene DICER1 (NM_177438) 2
rerepo3uroTHeiX BapuanTa ¢.290T>G:p.VI7G u ¢.518T>G:p.V173G ¢ HeonpeaeaeHHON KIMHUYECKOM
3HAYUMOCTHIO. PeKOMEH/T0BaHO TMHAMUYECKON HAOMIOACHUE, TIPUEM TIpeIrapaToB Hoa.

2019-2021: nmpuem kanus Hoauaa 200 Mxr 1 pa3 B ieHb €KETHEBHO.



[Ipomomxenue

2021: Y3U muroBuaHoM xee3bl. O0beM yBenuuuics ¢ 23,75 o 125,1 cm3.
Buzyanu3upyroTcs aHAXOreHHOE 00pa30BaHUE C M303XOT€HHBIM KOMIIOHEHTOM 32X23x23
MM, U309X0reHHOe oOpa3zoBanue 39x24x30 MM, B ITpaBOM J10JI€ MHOKECTBEHHBIEC
M309XOreHHbIe 00pa3zoBaHust 22x16 MM, B JI€BOM J10J1€ aHAJIOTUYHBIE 0Opa3zoBanus 1/7/x17
MM. YUHUTBIBAs MPOTrPECCUPYIONIEE YBEINYCHUE PAa3MEPOB Y3JI0B U MPU3HAKU KOMIIPECCUU
Tpaxeu PEKOMEHI0BaHa TUPEOUIIKTOMMUS.

B ®I'bY «HMHUL] snpoxkpunonorun» M3 PO npoBesieHa TOTaabHask THPEOUIIKTOMMUS C
MHTPAOTICPAMOHHBIM HEUPOMOHUTOPUHIOM.

Haznauen neBotupokcud Harpusi 100 MKT.

['McTosiornueckoe 3aKoueHrEe: NANMIIAPHAasi MUKpokapunHoma (nuamerpom 0,2 cm,
0e3 NPU3HAKOB MHBA3HMBHOI0 POCTA B KAICYJY), IByCTOPOHHUN MHOTOY3JI0BOW MAKPO-
MUKPO(POIMIKYJISIPHBIA KOJUIOUIHBIN 300 B COYETAHUM C XPOHUUYECKUM JIUM(POIIUTAPHBIM
TUPEOUTUTOM.



IIponomkeHue

2021, oxTs10ph: HA Y3 B MOJMKIMHUKE IO MECTY KUTEILCTBA B HIDKHEH TPETH IIIEH MepeaHel
IOBEPXHOCTHU 1IEU CJIE€BA C 3aX0XKIACHUEM 3a TPYAUHY U KJIHOUUILY JIOUUPYETCA YUACTOK KEJIE3UCTOU
TKaHU HEOJHOPOIHOU CTPYKTYPhI 38 CUET MHOXKECTBEHHBIX BKJIFOUEHUMN C YETKUMU POBHBIMU
KOHTYpaMHU.

TTI" 45,6 MmxEl/Mn1 (Ha poHe OTMEHBI MpUeMa JIEBOTUPOKCHHA HaTpHus), cBOOOHBIN T4 5,15
nMoJib/ 11, Tupeorsio0yaun 0,147 ur/ma, AT-TI" 29,14 EJI/mu.

[Ipu moBropHOM Y3 B HMUIL] 5HAOKPUHOJIOTHMH B MPOEKIINU MIUTOBUIHON KEIE3bI 00BEMHBIE
00pa30BaHUs HE BBHISBIISIOTCS.

MPT ureu: mpu3HakoB penuanBa HE BbISBICHO. OnuceiBaemas Ha Y3 kene3ucras CTPyKTypa
BO3MOYKHO SIBIISETCS BUJIOYKOBOU KEIE30M.

[IpongoimkaeTcst Tepanus JIEBOTUPOKCHHOM HaTPUs B 3aMECTUTEIILHOM J103€.



BueiBOOEBI

VY nereit ¢ y3J10BBIM 3000M IpHU cOOpe aHamMHE3a o0palllaTh BHUMAaHHUE HAa HAJIMYUE Y
POJACTBEHHUKOB HE TOJILKO Y3JI0BOI0 3004, HO M APYTUX MPOSBICHUN, aCCOLTMUPOBAHHBIX C
myTtanusiMu B rene DICERL (nanp., miieBponyibMoHaabHas 0j1acToMa, SMOpHOHAIbHAS
paboMHOCapKOMa MOYEBOTO ITy3bIPs M €KW MaTKH, CTPOMAJIbHBIE OITYXOJIM SIMYHUKOB U
SAMYEK, KHCTO3Has HepoMa)

HeobOxoaum peructp namueHToB ¢ Mytauusimu B reHe DICERL ¢ nienbro onenku pucka
pPa3BUTHS paKa IIUTOBUIHOMN JKEJIE3bI

BeposiTHO, pHCK paka IIUTOBUIHON Kele3bl y naiueHToB ¢ Mmytauusimu B rene DICER1L
HEJIOOLICHEH

YuuThIBas IBYCTOPOHHE MTOPAXKEHUE IIIUTOBUIHOM JKEJIE3bI, OBICTPBIN POCT y3JIOB,
BO3MOXXHOCTh HaWJUIAPHON KapIIMHOMBI, OIIPABAaHa TUPEOUIIKTOMUS



