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Pe3synbTatbl

ButammH D oOKasbiBaeT cBoe AelcTBME NyTeM MNpeBpalleHunsa B
ropmoH Kanbuutpmon (1,25(0H)2D). 3Ta peakums KaTaansmpyetca
depmeHTOoM l-anbda-rugpokcmnasa (red CYP 27B1) B noyKkax nog,
BO34EeNCcTBMEM  MapaTUPEOMAHOro  ropmoHa. ButamuH D
UMpPKyAupyeT B KpoBu B Buae 25(0OH)D. MpespauweHne 25(0H)D B
1,25(0OH)2D CHUWKEHO y NnL, C FreHeTUYECKUM NoUMOPPU3IMOM B
reHe CYP27B1. BapuaHTt g.57764205A>G reHa CYP27B1 cBa3aH co
CHUXKEHMEM AKTUBHOCTH bepmeHTa 7 NOBbILEHHOM
BOCMPUUMYMBOCTbIO K AedULMTY BUTaMUHA D. Y TakMx naumneHTos,
0COBEHHO C FOMO3UFOTHbIM Moanmopduamom, 3¢PeKTUBHOCTb
npumeHenna ButammHa D B ¢dopme xonekanbumbepona
COMHUTE/NIbHA, a OUEeHKa cTaTyca BuTamuMHa D Ha ocHoBaHUM
KoHueHTpaumn 25(0H)D HeumHdbopmaTtuBHa. Lenb gaHHoro
uccnefoBaHUA - BbIABUTb  TPyMMy  MNauMEHTOB, KOTOPbIM
HeobxoaMma Tepanua akTUBHbIMKM MeTaboautamu BuTamuHa D B
cBA3M € HeadOdeKTUBHOCTbIO  Tepanum  BUTamuHom D3,
06YCNOBNEHHON CHUMKEHUEM aKTMBHOCTM l-anbda-rnapoKcunnassl
BCNeaCTBME reHeTuyeckoro noammopdusma s reHe CYP27B1.

CpeaHee 3HayeHue 25(0OH)D coctasuno 36,4+9,66 Hr/mn, napatMpeouaHoro ropmoHa - 59,7+8,87 nr/mn. KoHueHTpauusa Kanbuusa
Haxogmnacb B npeaenax Hopmbl (2,25+0,08 mmonb/n). FeHeTUYeCcKUit aHann3 BbiIBUA FOMO3UTOTHbINA noanmopodusm (reHotun A/A) B
87% 06pasuoB N reTeposnroTHbli noammopdusm (reHotnn A/G) B 13%. CornacHo ctatucTMke KauMHMKKM npodeccopa KannHYeHKo 3a
nepuog, co 2 aHBaps 2023 roga no 13 Hoabpsa 2023 roaa, B BbIbOpKe 13 2846 yenosek, Npoleawnx reHeTUYecKoe TeCTMpoBaHME Ha reH
CYP27B1, KONMYECTBO UCMbITYEMbIX C FOMO3UIOTHbIM NOAMMOPPU3IMOM BbIIO 3HAUNTENBHO MeHbLLE U cocTaBuno 39% (1115 yenosek).
[eTepo3nroTHbIM noaumopdusm npucytctsoBan y 48% (1375), a 13% (381) umenn HopmanbHbiid BapuaHT G/G 3Toro reHa. 3To
cBMAETeNbCTBYeT O 6osiee BbICOKOM PACMNpOCTPAaHEHHOCTU FOMO3WUrOTHOro noaumopémsma reHa CYP27B1l y auu ¢ BbICOKMMM
HOPMa/IbHbIMM U NOBbILWEHHBIMW KOHLLEHTPaLMAMM NapaTUPEOUAHOIO rOPMOHa .

MeTtogabl

B uccnenoBaHue 6bi10 BKAoYeHO 30 YyenoBek B Bo3pacTe oT 15 Ao
77 net (12 mMyumH M 18 XeHWWMH). Kputepmem BKAKOYEHUA B
uccnegoBaHve 6blna  BbICOKAA HOPMasbHAas M MOBbIWEHHAA
KOHLUEHTpaLmMa napaTMpeongHoro ropmoHa B Kposu (Bbiwe 40
nr/mn). OnA Kaxgoro nauMeHTa oOnpeaensnnm KoHUEeHTpauwuio
25(0H)D, napaTMpeouaHOro TropmoOHa, ObOLIero Kanbuusa C
NMonpaBKoOlM Ha cogepraHue anbbymMmHa B nasme, a TaKXke
reHeTUYeCcKni aHanus nonnmopomsma reHa l-anbda-
rmgpokcunasel (CYP27B1, g.57764205A>G; rs4646536) nyTem
NPAMOro CEKBEHMPOBAHUA.

Monumopduam reHa CYP27B1 y naumneHToOB c Monumopdusm reHa CYP27B1 B o6wieit nonynaumm

BbICOKUMU HOPMa/ibHbIMU U NOBbILLIEHHbIMU (ctatuctuka Knunmnkn npodeccopa KanmHueHko)
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(cBepXHU3Kana aKTUBHOCTb)

3akaueHune

FeHeTUYecKoe TecTUpoBaHWe Ha nosmmopdumsam reHa CYP 27B1 noKasaHo BCEM MaUMEHTaM C MOHUMKEHHON BOCMPUMMUYMBOCTBIO K
BUTamMMHy D, KOTOpas MpoABAAETCA B BMAE BbICOKMX HOPMAJIbHbIX MAWM MOBbILWEHHbIX KOHLEHTPALUMN NapaTMpeongHoOro ropmoHa B
KpoBM. B TakMX KAMHUYECKMX CUTyauMax BblbOp npenaparta nafaeT Ha aKTUBHble aHanorn (metabonuTbl) BUTamuHaA D, Takme Kak
anbdakanbUMAO0N U KaNbLUTPUOS.
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