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

TEST TEST

[laTta poxxgeHn4:

Mon: KeHCKNI

Bupn bromatepuana: KpoBb

Bupg viccnepoBaHus: NaHens «OnpegenieHne HacieaCcTBEHHOM NPeapacno/ioXeHHOCTU K YKeHCKOMY
6ecnnoguio»

NHdopmayus 06 uccnepoBaHum:

TecT HOCUT MHAMBUAYANbHbI XapaKTep, BCE BbIBAGHHbIE OCODEHHOCTY 1 NPEAOCTABNEHHbIE PEKOMEH/1a-
LI NePCOHNMULIMPOBAaHbI, TaK Kak OCHOBaHbI Ha 13yYeHnn obpa3sta Bawein yHukanbHom AHK.
ViccnepoBaHme nposefeHo MetofoM RT-PCR Ha obopyaosaHmm CFX-96 (Bio-Rad). MoaTeepxaeHo MeToaoM
cekBeHmpoBaHus no CaHrepy Ha aHanuzatope 3500 Applied Biosystems.

3BeHO naToreHesa FeHbI
PeuenTop acTporeHa 1 ESR1
LinToxpom P450, cemelicTo 17, 4neH 1L noacemerictea A CYP17A1
MDM4 perynaTtop p53 MDM4
LINTOKMH cemeiicTBa MHTEPAEKMHOB 6 LIF LIF

YneH cemencTBa ceprmHoB E 1 SERPINEL
CneundunyHas K youKBUTUHY nentuaasa 7 Usp7

OnucaHue reHoB:

feH ESR1 KOAMPYET 3CTPOreHOBbIV PeLenTop - MMraHa-akTUBMPYEMbI GaKkTop TPaHCKPUALUMK. ITOT pe-
LENTOP PerynupyeT TRaHCKPUMNUMIO MHOTUX MHAYLIMPYEMbBIX 3CTPOreHaMM reHOB, KOTOPbIE UTPatoT Poslb B
pocTe, MeTabonv3me, Mo0BOM Pa3BUTUN, BEPEMEHHOCTN U T. A. ICTPOreHbl MMEKOT BaXKHOE 3HAYeHWe AN
noaaepXanus ONTUMaNbHOW NAOTHOCTM KOCTHOW TKaHM y 060X MOMOB.

feH CYP17AL koaMpyeT YneH cynepcemencTra hepMeHToB LinToxpoMa P450. Benku umtoxpoma P450 npen-
CTaBASHOT COOOM MOHOOKCMIEHa3bl, KOTOPbIE KaTaaU3MPYIOT MHOMME peakumnn, y4acTBytoume B MeTabo-
NM3Me NeKapCTB 1 CUHTE3e XONecTeprHa, CTePOUAOB 1 ApYyrx NunuaoB. OH obnagaeT akTUBHOCTLIO Kak
17anba-ruaporcmnassl, Tak 1 17,20-nvasbl 1 SBASETCS KNHOYEBbIM (DEPMEHTOM B CTEPOUAOTEHHOM MyTH,
KOTOPbI NPOM3BOAMT NPOreCTVHbI, MMHEPANOKOPTUKOMNAI, FMOKOKOPTUKOMAbI, aHAPOrEHbI 1 3CTPOreHsbI.
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feH MDM4 KoavpyeT saepHbli benoK, KOTOPbIV MOAABASET aKTUBHOCTb benka p53. Miccneayembil BapuaHT
reHa MDM4 accoummpoBaH C M3MeHeHWeM KOHLEeHTpauumy benka. BapnaHT MOXeT ObITb CBSi3aH C NMOBbI-
LIEHHbBIM PUCKOM HapylweHus nMnnaHTaumm nocne npouenyp IKO v pyckoM becnnogmns.

eH LIF KognpyeT UMTOKMH 13 ceMencTBa MHTepnerikHa-6. LIF BinseT Ha paboTy Apyrmx LMTOKUHOB U pe-
rynsaTopoB B NpeaVMnIaHTaUVMOHHbI Neproa 1 BO BpeMs nMnnaHTaumm sMbpunoHa. OH y4acTBYeT B 1H-
AYKUMM reMOono3TnyecKom AnddepeHUMpoBKA HOPMaNbHbIX 1 MUENONAHbBIX NENKO3HbIX KAETOK, MHAYKLIM
AP dEPEHLMPOBKN HEMPOHANBHbIX KNETOK, PEryNaTOpa Me3eHXMManbHOro NpespalleHna B anuTenmans-
HbI BO BPEMS Pa3BUTUA NMOYEK, a TAKKE MOXET UrpaTb POb B MMMYHHOW TONEPAHTHOCTN Ha rpaHuLe
pasfena mMaTepu 1 nnoaa. YpoBeHb SKCNPeCccumn reHa 3Ha4nTe1bHO NOBbIWAETCA B MATKe BO BPEMS «OKHa
VMMNaHTaUMm» 3MbpUoHa.

feH SERPINEL koaMpyeT YneH cynepcemMeincTBa MHMMOUTOPOB CEPUHOBLIX MpOTenHa3 (cepnuHoB). benok
NofaBAsieET NPOLIECC PACTBOPEHNS TPDOMOOB 1 CryCTKOB KPOBW. Viccnenyémblin BapvaHT reHa SERPINE] sB-
NAETCA NPUYMHOW TMNepKoarynsymm Kposu.

feH USPT koampyeT 6enok, npuHaanexaiii Kk cemenctry nentunaas C19, B KOTOpoe BXOAST YOUKBUTUHWM-
rvaponassbl. 3T0T benok aeyonKBUTUHNPYET benKn-MuLLeHN, TaKne Kakps3 (benok-cynpeccop onyxonm) 1
WASH (Heobxoaum ans peunprynsaumy 3HA0COManbHOro OeaKa), U perynmnpyeT Ux akTMBHOCTb, NPOTMBO-
AeACTBYS NMPOTMBOMONOKHOW aKTUBHOCTY YOUKBUTUHAMIA3bl 6enKOB, Takmx kak HDM2 1 TRIM27, y4acT-
BYIOLLVX B COOTBETCTBYIOLIEM Npolecce. MyTaumm B 3TOM reHe ObInv CBA3aHbl C PaCCTPOMCTBOM Pa3BUTUS
HEPBHOW CUCTEMBI.

"O.ﬂy‘leHHble reHoTunbl:

leH FeHoTMN Puck

ESR1 /T CpefiHenonysumMOHHbIM
CYP17A1 A/G [OBbILLIEHHbIN

MDM4 G/G MOBbILLUEHHbIN

LIF A/C [OBbILLUEHHbIN

LIF A/A [OBbILLIEHHbIN

SERPINE1 5G/5G CpeaHenonynsUMOHHbIN
USP7 c/C CpeaHenonynsuMOoHHbIM

3aksloueHune:

BbissneHHbIn reHoTun A/G reHa CYP17A1 accoummpoBaH C NOBbILIEHWEM 3KCNPECCUM FreHa 3a CHeT co3aa-
HMS AONONHUTENBHOMO CaliTa CBA3bIBAHMNS C TDAHCKPUMUMOHHBIM (akTopoM Sp-1, TaknM 06pa3oM, CTUMY-
NMpyeTcs BUOCKMHTES MOMOBbLIX CTEPOMAOB — aHAPOreHoB U 3cTpaamnona. HapyleHne metabonmnama cre-
POVAOB MOXeT OblTb CBA3AHO C NOBbIWEHHbIM PUCKOM Pa3BUTUS TUNepaHAPOreH i, MUOMbl MaTKUN 1 IH-
LOMETPMO3a.

BblsBneHHbIN reHoTun G/G reHa MDM4 accoummpoBaH C M3MeHeHeM KoHUeHTpauum 6enka MDM4 1 cBs-
3aH C NOBbIWEHHBIM PUCKOM HapylleHus uMnaaHTaumm nocne KO 1 puckom becnaoams.
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BbigBneHHblin reHoTnn A/C reHa LIF accoummnpoBaH ¢ HapylleHnem nMnnaHTaumm 6nactoumcTsl. BcTpeya-
emMocTb C annens Bbille y eHUWMH C nanonaTnyeckm becnnoavem B Bo3pacte A0 35 NeT, HO He CTapule.
BblsiBneHHbIN reHoTn A/A reHa LIF accoummpoBaH ¢ HapyweHnem nmnnaHTaumm 6aacToumcTsl.

PekomeHpauum:
ObpaTnTech K CBoeMy nevalleMy Bpayy Ans nogdopa onTrManbHbiX NpodrAaKTUYeCKX MEPONPUSTUN.
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