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Pe3ynbraTtbl

Mpeaplayline nccnefoBaHma U3yvanamn CBA3b reHETUYECKON M3MEHUYMBOCTU reHa
peLenTopa nporectepoHa C pPas/IMYHbIMKM TOPMOHA/NIbHO O6YCNOBAEHHbBIMM
3ab0n1eBaHMAMM, TaKUMWU KaK pak MoOIOYHOW Xenesbl (PMMK), sHaoomeTpua u
ANYHMKOB, 3HAOMETPMO3, MPMBbIYHbIE BbIKMAbIWKW, OEcnioame y KeHLMH.
Jednumt BuTamnHa D TaKKe MOMKEeT Bbl3BaTb OHKOMOrMYecKkme 3abonesaHus,
Takue Kak: PMIK, pak KOXK, paK NOAKeNyAO4YHOM Xenesbl, paK XenyaKa, pak
nuLLeBoZa, pPakK MOYKM, paK NpPeacTaTes/lbHOM Kenesbl, pak AWUYHWMKOB, PakK
mo4yeBoro nysbipa. [lporectepoH u ButammH D umHAYyUMpPYlOT CBOe
rOPMOHaNbHOE AENCTBME Ha KNETKU-MULUEHW MyTEeM CBA3bIBAHWA AKTUBHOM
dopmbl ropmoHa ¢ ee peuentopamu. CnefosaTtenbHO, Nt0Oble reHeTUyYeckue
BapuaLnmM, KOTOPble MOTYT BbI3biBATb OTUYXK/AEHWE PeLLenTopoB NporecTtepoHa
M BUTammMHa D, a TaKKe CHUMXKeHWe CMHTe3a akTMBHOM GOpPMbl FOPMOHA, MOTYT
NPUBECTU K MOBbIWEHHOM BocnpuMmumsocTn K PMIK. Mpu stom B 6onee
pPaHHUX WCCNEeLOBAaHUAX He Y4YUTbIBaAUCb MOpdONorMyeckne 0CoH6eHHOCTU
Onyxonen u BAUAHME MOJIEKYNAPHO-FEHETUYECKMX OCOBEHHOCTEN Ha BO3pacT
MaHudecTaumm 3abosieBaHuA.

Lenbto 3Toro uccnegoBaHuA Oblla OUEHKA CBA3M CHUMKAKOWMX  PYHKUUIO
BapuaHToB B reHax PGR, VDR, CYP27B1 c puckom ropmoHo3asucumoro PMXK un
BO3pacToM MaHudecTauum 3abonesaHums.

BbiABneHa 3HauMTenbHO 6osee BbICOKAA YacToTa MUHOpPHoro annens PGR (45% npotue 16%), VDR (29% npotus 17%), u
CHuXKatowero ¢yHkumnio depmenTa annens CYP27B1 (43% npotus 12%) cpeam 60bHbIX PMIK, 4em B KOHTPOJIbHOW rpynne,
YTO MOATBEPKAAET CBA3b ITUX reHETUYECKUX BapMaHTOB C PUCKOM pa3BuTtua PMXK. 3HauntenbHaa accoumauma reHOTMNOB
PGR 1 VDR ¢ PM} Habntoganack y 60s1ee monoabix NnaumMeHToB Ao 55 net. Y 6osee B3poc/ibix NaLMEHTOB YacTOTa BapuaHTOB
PGR u VDR cHM)Kanacb U 6blna 61M3Ka K KOHTPOJIbHOM rpynne, 4YTo rOBOPUT O BKAade ApYrux ¢GpakToposB B MaToreHes
3abonesaHus nocne 55 ner.

MeTopabl

MpoBoANNOCE  PETPOCNEKTUBHOE  WUCCAEAOBAHUE  «C/YYaW-KOHTPOAbL», B
KOTOPOM MNPUHANM y4dacTme 87 KeHWwMH B Bo3pacte oT 40 go 72 net. 42
YKEHLINHbI C INAarHO30M FrOPMOH-3aBUCUMBbIV PMMK 1 45 )eHWwmH 6e3 PMXK B ux
aHamHe3e M aHamMHe3e 6/M3KMX POACTBEHHWMKOB. [EeHOTUNMPOBAHUE
npoBoAMAM C MNOMOLbI reHoTunuposaHua SNP  metopgamum npsamoro
CEeKBEHUPOBaHUA. bblin unccnefoBaHbl CHUMMXKAOWME BapuaHTbl B reHax
peuenTtopa nporectepoHa PGR ¢.1486G>T; p.Val660Leu; peuentopa BUTaAMUHA
D Bsml Polymorphism, [VS10+283G>A; d¢epmeHTa la-rugpokcmnassl
g.57764205A>G; c.1137-29T>C.

YACTOTA BCTPEHAEMOCTU MMUHOPHOIO YACTOTA BCTPEHAEMOCTN MUHOPHOIO YACTOTA BCTPEHAEMOCTW ANNENA,
AJIIENA PGR ANNENA VDR CHUXAIOLLEFO ®YHKLUUIO GEPMEHTA CYP27B1
Cpeam *KeHLWMH ¢ AnarHo30mM ropmoH-3aBmucmbii PMIK B KOHTpOANbLHOW rpynne
3aknouyeHue

PM} aBnseTtca Beaylieit NPUUNMHON CMEPTHOCTM OT PaKa CPeaM KEHLUMH BO BCEM MUpeE. ITOT OTYET NOATBEPKAAET BKAAS,
BapunaHToB reHos PGR, VDR, CYP27B1 B atnonormio PMK. Huskaa vysctButenbHocTb peuentopoB PGR n VDR cBA3zaHa ¢
b6onee paHHMUMM Gopmamu ropmoH-3aBucumoro PMIK. FeHoTunuposaHue peuentopoB ButamuHa D (VDR), akTMBHOCTb
depmenTa 1-a-ruapokcmnasbl (CYP27B1) u peuentopa nporectepoHa (PGR) B 6yayuwem no3sosAT paspaboTtaTb cTpaTernto
BbIAAB/IEHWA XKEHLLMH, NOABEPKEHHbIX PUCKY pa3BuTua PMXK.
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