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OTyeT 0 MOoJIeKYNAPHO-reHeTU4YecKoMm uccneposanmum iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

TEST TEST

[laTta poxxpeHns:

Mon: »KeHCKUM

Bupn bromatepuana: KpoBb

[laTa 3abopa bromatepurana: 18.05.2023

[aTa peructpauynn bromatepurana: 18.05.2023
MprynHa obpalleHns/npeaBapuTenbHbI AVarHO3:

Bua nccneposanud: lNaHenb «FreHeTUYECKas NpeapacnosioKeHHOCTb K HapyLUeHUI0 UMMJ1IaHTaLumn
3M6puoHa (6nacrouucTnbl)»

NHdopmayusa 06 uccnegoBaHum:

TeCT HOCUT MHAMBUAYaANbHbI XapaKTep, BCE BbIABAEHHbIE OCODEHHOCTY 1 NPEAOCTABNEHHbIE PEKOMEH a-
LMW NepCOHNMULIMPOBAHbI, TaK KaK OCHOBaHbI Ha 13ydeHunr obpa3ua Baweit yHukanbHom AHK.
ViccnepoBaHue npoeeaeHo MeToaoM RT-PCR Ha obopynosaHum CFX-96 (Bio-Rad). MoaTeepxaeHo METOAOM
cekBeHmpoBaHns No CaHrepy Ha aHanuzatope 3500 Applied Biosystems.

3BeHO naToreHesa FeHbl
PaKTOP HEKPO3a OMyX0oSun TNF
PeuenTop acTporeHa 1 ESR1
[TpoTooHKoreH MDM2 MDM2
MDM4 perynatop p53 MDM4
LINTOKWH cemelcTBa UHTepNenKnHoB 6 LIF LIF
Onyxonesblii 6enok p53 TP53

OnucaHue reHoB:

feH TNF KoampyeT MHOrOMYHKLMOHANbHbI MPOBOCAANUTENbHbIV LMTOKNH, KOTOPbIA MPUHAANEKNT K CY-
nepcemerncTBy GakTopoBs Hekpo3a onyxonu (TNF). 3TOT UMTOKMH y4acTBYeT B Pa3BUTUM Pa3InYHbIX 3200-
neBaHWI, BKAtOYas ayTOMMMYHHble 3a00NeBaHMs, MHCYNUHOPE3UCTEHTHOCTb, NCOPMas, PeBMaTOMAHbIN
apTPpUT, aHKUNO3MPYIOLWMIA CMOHANANT, TyOepkyne3 u MHorve apyrue. BapranTsl reHa TNF MoryT ObITb
acCoUMMPOBaHbl C MOBbILLEHHbIM YypoBHEM 3Kcnpeccuyt TNF 1 NOBbIWEHHbIM PUCKOM Pa3BUTUSA TaKmX 3a-
boneBaHN, KaK aCTMa, PEBMATOUAHbIV apTpUT, Nncopuras, bonesHs KpoHa 1 ap.

feH ESR1 KoampyeT 3CTpOreHoBbIV peLenTop - AMraHa-akTUBMPYeMbIi GakTop TpaHCKpUALUMK. ITOT pe-
LeNTOp perynupyeT TPaHCKPUNLUMIO MHOTVX MHAYLMPYEMbIX SCTPOreHaMUM reHOB, KOTOPbIE UTPatoT POsb B
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pocTe, MeTabonn3mMe, NONOBOM Pa3BUTUN, DEPEMEHHOCTU U T. 4. ICTPOreHbl UMEIOT BaXXHOE 3HaYeHve Ans
noaaepXaHuns ONTUMaNbHOW NAOTHOCTM KOCTHOW TKaHM y 060X MOMOB.

feH MDM2 KoamMpyeT NOKann3oBaHHYyo B sape YoukBuTuHAMrasy E3. Koaupyembii 610K MOXET Cnocob-
CTBOBaTb 0OPa30BaHMIO ONYXONM MNyTEM HaLleNBaHNSA Ha benKn-Ccynpeccopsl OMyxonn, Takme kak p53, ans
NpOoTeacoOMHOWN Aerpafaumm. 3TOT reH caMm no cebe TPaHCKPUNUMOHHO perynupyeTtcs p53. ccaeayembii
BapvaHT reHa MDM2 accoummnpoBaH C MOBbIWEHHLIM YPOBHEM 3KCMPECCUY TeHa, YTO CHMKAET YPOBEHb
aKcnpeccumn p53. BapuaHT MOXET ObITb CBA3aH C MOBbILLIEHHbIM PUCKOM HapyLlWeHWs nMAAaHTaumy nocne
npouenyp KO v puckom becnnoams.

feH MDM4 kogvpyeT aaepHblvi benoK, KOTOPbI NOAABASET aKTUBHOCTb benka p53. ccnefyembil BapuaHT
reHa MDM4 accoummpoBaH C M3MeHeHneM KoHUeHTpauuu benka. BapuaHT MOXeT BbiTh CBSA3aH C NOBbI-
LIEHHbIM PUCKOM HapylWeHWs UMnnaHTaumm nocne npoteayp IKO v puckom becrnoaus.

eH LIF KogmpyeT UMTOKMH 13 ceMencTBa MHTepnerikHa-6. LIF BnnseT Ha paboTy ApyrvX LMTOKUHOB U pe-
rynsaTopoB B NpeaVMnaaHTaUMOHHbIM Neproa 1 BO Bpems nMnnaHTauum sMoproHa. OH y4acTByeT B MH-
AYKUMM reMonoaTnYecKom anddepeHUMpoBKU HOPManbHbIX Y MUEAONAHbBIX AENKO3HbIX KNETOK, MHAYKLMU
anddepeHUMPOBKN HEMPOHANBHbIX KNETOK, PErynaTopa Me3eHXMMaibHOro NpespalleHns B anuTenmanb-
HbI BO BPEMS Pa3BUTUSA NMOYEK, a TaKKe MOXET UrpaTb POk B MMMYHHOW TONEPAHTHOCTX Ha rpaHuLe
pasfena MaTepu v nioAa. YpOBEHb 3KCMPECCUn reHa 3HaynTeIbHO MOBbIWAETCA B MaTKe BO BPEMS «OKHA
VMMNaHTaumm» 3MbpUoHa.

leH TP53 koanpyeT 6enoK p53, KOTopbli 0becneyrBaeT NPodUNaKTHKY ONyX01eBOW TpaHCHOopMaL M Kie-
TOK, BbI3bIBasi TOPMOXeEHME KNETOYHOrO LMK/a, BOCCTAHOBAEHMe noBpexaeHHon [AHK naun 3amenneHmne
pOCTa B 3aBMCKMMOCTU OT PU3NONOTUYECKUX YCAOBUIA U TNa KNEeTOK. benok p53 nrpaeT BaxHytO ponb B
XKEHCKON PenpoayKLUun, obecnevrBas perynsaumo paboTsl reHa LIF.

Mony4yeHHble reHOTUMbI:

leH FeHoTMN Puck

TNF G/G CpeaHenonynsumMoHHbIM
ESR1 T/T CpeaHenonynsuUMOHHbIM
ESR1 AJA CpeaHenonynsuUMOHHbIM
MDM?2 T/T CpeaHenonynsuUMOHHbIM
MDM4 G/G [MOBbIWEHHbI

LIF A/A CpefHenonynauUMoHHbIM
LIF A/A [OBbIWEHHbIN

TP53 G/G CpefHenonynauMoHHbIM

3akoyeHue:

BblsiBNeHHbIN reHoTnn G/G reHa MDM4 accoUmmpoBaH C M3MEeHeHneM KoHUeHTpauum benka MDM4 1 Mo-
KET ObITb CBS3aH C MOBbILLIEHHbIM PUCKOM HapyLWeHUs MManaHTaymm nocne npoueayp IKO 1 pruckom bec-
NNoans.
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BbisgBneHHbIn reHoTnn A/A reHa LIF accoummpoBaH ¢ HapylieHnem nMnnaHTaumm 61actoumcTsl.

PekomeHpayuu:
ObpaTuTech K CBOEMY NlevallieMy Bpayy Ans noabopa onTuUManbHbIX MPOMUAaKTNYECKIAX MePONPUSTUIA.
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