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JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

BBEILEHMUE. MATEPUAIIbI U METObI.

DICER1-cuvapom u PTEN-accoumnpoBaHHbIU CUHAPOM raMapTOMHbIX onyxoseun
ABNAKOTCA OCHOBHbIMU CUHAPOMAanNbHbIMU (hopmamMmn MHoroysnoBoro 3o06a (MY3) B
neanaTpuyveckoun npaktuke. K ocHoBHbIM nposaBneHuam cuHgpoma DICER1 Takxke OoTHOCAT
CTPOMaribHble ONyXonun SINYHUKOB, runodusapHblie, nneBponyribMOHarbHble 01acTOMbI,

B nccnepgosaHue BkntoveHbl 40 naunMeHTOB ¢ MHOroy3noBbiM 3000M B Bo3pacTte oT 0 oo 18 neT, KoTopble
Habnoganucb B IHCTUTYTE AeTckon aHaoKpuHonorun B nepuop ¢ 2021 no 2023r. ObcnenoBaHme BKOYano
nabopaTopHble, UHCTPYMEHTANbHbIE, LUUTONOMNMYECKNE METOAbI, a TAKXKE XNUPYPrnyeckoe neyvyeHne ¢ nocregyowmm
r’MCTONIOrM4Yecknum mncernegosaHmem. Becem getam npoBeaeH NonUcK reHeTUYeCKNX BapmaHToB, aCCOLMNPOBAHHBLIX C

KUCTO3Hble Heppombl. lna cuHapoma PTEN xapakrepHo coyeTtaHue MY3, MY3.
Makpouedanuu, nanunnom, ramaptom XKT, a TakKe paka MOJIOMHOMU XKere3bl U

3HOOMETPUS.
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[0 AaHHbLIM reHeTUYECKOro nccrneaoBaHUS:
« 5 paeteinn (12,5%) - retepo3nroTHble BapmaHTbl B reHe PTEN
» 35 peten (87,5%) - retepo3uroTHblie BapmaHTbl B reHe DICER1
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12 neten (30%)

28 neten (710%)

PacnpeneneHue no nony - 9 mane4ynkoB 1 31 gesouka (1:3,9).

CpeaHunn Bo3pacT Ha MOMEHT BbIAABTIEHUA MHOroy3noBoro 306a 12,5 net [6;16]. l |

Y 8 npeten ¢ DICER1-cnnapomom (23%) Takke oTMevyanucb Apyrme KOMMOHEHTbl — 3 18 neten (42%) 10 peten (25%)
crnyyas nnespornerovHoix 6nactom (9%), y 3 AeB0OYEK BbiABNEHbI ONYXOSIN KIMEeTOoK

Ceprtonu-Jlenaura (9%), 2 petam (6%) paHee gnarHoctmpoBaHa nmMHeobiacToma.
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Cpean rmctornormyeckux BapmuaHToB Yy NMPoonepupoBaHHbIX NALMEHTOB NpeobnaaatoT:
andodoepeHuUmMpoBaHHbIN pak WMToBUAHOW Xenesbl (33%), Aandodoy3HbIN KOMmonaHbin 306

229 MKyNApHas HomMma (10%) H He K MOHOT . 1_p_-"-'.---
(22%), donnukynapHaa ageHoma (10%) Ha dpoHe kKonnouagHoro 306a [ucmonozudeckue eapuarmsl MY3;"
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4 pebeHKa

Y 2 nauneHToB (5%) ¢ cuHapomom PTEN - BbicokoanddoepeHumpoBaHHaga onyxonb
LLLINTOBUAOHOW XKerne3bl HeonpeaeneHHoro 3y1o0ka4YecTBEHHOro NoTeHLUnana.

d SAKITHOUMEHUE.

| MpoBeaeHe MoneKkynsapHO-reHeTUYECKON ANarHoCTUKM MoKa3aHo B criyyae GbICTPONPOrpeccpyoLLen MHOroy3rnoBom runepnniasnm LUMTOBUOHOW Kernesbl B 4eTCKOM BO3pacTe, a Takke npw
OTSArOLEHHOM CEMENHOM aHaMHe3€e N/Unn BbIABMEHUN 00 BbEMHBLIX 0Opa3oBaHMn gpyrnx opraHoB. OnpeaeneHne reHeTUYECKOM accolnaumn Ha paHHeM dTane 3abosieBaHns NO3BOSIAET
pa3paboTaTb TAKTUKY 3PPDEKTUBHOIO CKPUHUHIA APYrnx BO3MOXHbIX KOMMNOHEHTOB.
BbicokoandpdepeHunpoBaHHble KapLNHOMbI LLIUTOBUOHOMN XXeneadbl 0OTMeYvatloTcs boriee, 4emM B TPETU CllydaeB CMHAPOMAnbHbIX OpM MHOroy3noBoro 3o06a. [pu nnaHnpoBaHuu
'l onepaTUBHOIo BMeLLaTeNbCTBa NpoBeAeHNE TUPEOUOIKTOMUN NPeanovYTUTENbLHEE B CBSI3U C BbICOKMM OHKONMOMMYECKMM PUCKOM, MPOrpeCccUpyoLmm poCcToM y3oBbiX 0bpa3oBaHUiA
OCTaBLLenNcs Oonu.
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