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1. HaumeHoOBaHuEe MNpeIOKEHUSI: crocod OIIpeacICHHUA I'EMOIIO3THYECKOTO

XUMepusmMa IIph HCCIIEOOBaHHH OJHOHYKJICOTHAHBIX HOJ'IHMOpCbeISMOB I€HOB

MTHFR: 677, MTHFR: 1298, MTR: 2756, MTRR: 66

2. Kparkas  adHOTamms:  ycmex — alZIOTEHHOHM — TPaHCIUIAHTAIlUN

remonostryeckux kinetok (ammoTI' CK) orpaHiYeH pa3BUTHEM TaKUX OCJIOKHEHHH
KaK peakIusl «TPaHCIUIAaHTAT INPOTHB XO3SHMHA», OTTOPXEHHE TPaHCIIJIaHTaTa,
peLMIMB OCHOBHOIO 3a0osieBaHus. VIHTEHCHBHOE pa3BUTHE KIETOYHOM Tepanuu
o0yclOBNIMBaeT BHHMAaHWEe K pa3paboTKe TPOCTBIX, WMH(M)OPMATUBHBIX U
SKOHOMHUYHBIX METOJOB JUATHOCTHUKHU MOCTTPAHCIUIAHTALMOHHOITO IOHOPCKOIO
xumepuszma (JIX). TunmpoBaHHe TeHOB  (ONATHONO LHKJIA OTBEYaeT ITHM
TpeOOBaHUAM U U3YUCHHE BO3MOXKHOCTH MX HCIIONB30BaHUs B Ka4€CTBE MapKepoB
JIX mpencTaBiseT HAYYHBIA W NpakTUYeckui uHTepec. TexHOnorus aHammsa
reHeTHYeCKUX MOJIUMOP(H3MOB MMO3BOJSIET ONMPE/ENUTh 3aMeHy B HyKICOTHIHON
nocnenoBatensHoctd JIHK w Tpu BapuaHTa I€HOTHIIA: TOMO3HIOTHOCTH C
HCXOIHOM MIOCJIEI0BATENBHOCTBIO HYKJIEOTH/IOB, reTepO3UTrOTHOCTD,
FOMO3UTOTHOCTE C 3aMEHOU B MOCJIE10BATETbHOCTH HYKIICOTHO0B.

3. DddekT OT BHeApEHUS

Pacrpenenerne nonumopusmos resos MTHFR: 677, MTHFR: 1298,
MTR, MTRR wu3yueno y 114 1oHOpOB KOMIIOHEHTOB KpoBH (Tabiuiia). bimie
APYTUX K MEHJIEJIEBCKOMY Paclpe/IelIeHHI0 HaXOAATCS TeHbI PAI-1, MTHFR: 677,
MTHFR: 1298, MTRR. Ompezenenrie MoIUMOp(H3Ma I'€HOB OCYILIECTBIIAIN
metonoM T1L[P B pexuMe peanbHOro BpeMEHH C MCIIOJIB30BaHUEM OTEUECTBEHHOTO
oGopynoBanus u peaktusos (Kapmuol'enetnka. OO0 «HIIO JHK-Texnomorus»,
Poccus).

[TpoaHaqM3MpoBaHa BO3MOKHOCTb MCIIOJIE30BaHMS aJJICNBHBIX BapHaHTOB
reros donatHoro makia (MTHFR: 677, MTHFR: 1298, MTR, MTRR) B kauecTBe
mapkepos xumepu3sma rocie a0 TI'CK y 48 maruenTos. ['eHeTHUeCKUE Pa3THYMS
BbIsiBIeHbl y 97,4% map. MexuaHa KOJMYECTBA MOIMMOPGOHBIX pasnuuMi s

POJCTBEHHBIX ITap JOHOP-PELHIUCHT COCTaBHIa 3 kak g HLA-UIeHTHYHBIX, TaK



W TAIUIOUAEHTUYHBIX, IJIi HEpOJACTBEHHBIX — 5. HamOosnbIee 4HCIO alllelbHbIX
pasnuuuii ycraHositeHo B renax MTRR, MTHFR:1298.

Takum oOpasom, TreHbl (ONATHOro LHUKJIA OTBEYAOT ~ OCHOBHBIM
TpebOBaHUAM, TIPEABABIIEMEIM K MapKepaM OLIeHKH XMMepHu3Ma: aHalnn3 OCHOBaH
HAa WIEHTUGUKAIMK YYaCTKOB IEHOMa, OTIMYAIOIIMXCS ONHOM HYyKICOTHIHOH
TOCITeI0BATENILHOCTRIO; MCCIeAYIOTCS [Ba a/Ule/IbHBIX BapuaHTa reHa; 4acToTa
BCTPEYAEMOCTH B IMOIMYJSI[MM TOMO- M IETEPO3UIOTHBIX BAPHAHTOB AOCTATOYHA
ms oOHApYXKEHWsl IeHeTHYeCKMX pasiuduii Ooiee 4eM Yy 90% map HOHOpP-
PELIUITUEHT.

Tabnmuua PacrpeneneHve TeHETHYECKMX —IOJMMOP(U3MOB, CBA3AHHBIX  C

I‘HHepI‘OMOHHCTeHHeMI/IGﬁ

['en ['enotun YacToTa BCTPEYaEMOCTH, Yo
B IOMYJIALUU y JJOHOpPOB U
(n=114) peuumnuenTos I'CK
(n=48)

MTHEFR: 677 C>T Lic 52,8 47,9

C/T 339 37

L 8,3 14,6
MTHFR: 1298 A/A 37,1 37,5
A>C A/C 37 43,8

C/C ) 18,8
MTR: 2756 A>G A/A 70,0 62,5

A/G 214 29,2

G/G 8,6 8.3
MTRR: 66 A>G A/A 11,4 16,7

A/G 44,3 60,4

G/G 44,3 22,9

4., MecTo ¥ BpeMs HCNOJb30BaHMUS TNPEIOKCHHUS: oIpeneIeHHE

FeMOIIOITHYECKOTO ~ XMMepH3Ma IpH HCCIEIOBaHMM  OTHOHYKJICOTHIHBIX
nonumopdusmos renos MTHFR: 677, MTHER: 1298, MTR: 2756, MTRR: 66 B
naGoparopur uMMyHoremaronornd  OI'bYH KHUUI uIIK ®MBA Poccun
CHCTEMATHUECKH TI0 Mepe HeobxomumocT ¢ 12.10.2016 roza.

5. ®opma BHEAPEHUS




Hacrosimass paspaboTka BHeJpeHa B IPaKTUKY paboTel JrabopaTtopuu
MMMYHOIeMaToJIOruu U otaeneHus xumuorepanuu 1 TKM ®I'BYH «Kuposckui
HAYYHO-HCCIIeIOBATENbCKUH HHCTUTYT TEMATOIOTMM U TIEPelIMBaHUS KPOBH

(I)e,uepanf.Horo MG,[IHKO-6HOJ'IOI"H‘IECKOI"O areHTCTBa».

6. HasBanme M mmdp TeMbl: IpeiaraeMblii crmocob ornpeseneHue
reMOITOATHYECKOr0  XMMEpH3Ma IIpU HCCIIeIOBAHUH OJIHOHYKJI€OTHUAHBIX
nonumopduszmos resos MTHFR: 677, MTHFR: 1298, MTR: 2756, MTRR: 66
paspadoran B ®I'BYH KHUMI'ulIK ®MBA Poccuu B paMKaxX BBITOTHEHHS
Hay4HO-HCCIIEI0BATENBCKOM paboThl Mo Teme: «Paspaborka METOIOB NOBbIIICHUS
TepaNeBTHYECKOro  [OTEHIHana  TPAHCIUIAHTALMOHHBIX  TEXHONOTHH B
OHKOTeMATOJIOTHH C Y4€TOM KOMIUIEKCHOH OLEHKH (paKkTOpOB, ONpEeNArOmUX
JONrOoCpouHble  pesynbrarsl  JedeHus»  (wmdp:  «TpaHcrnaHTalHMOHHBIE

TEXHOJIOTHH — 17»); CPOKH BBIIOJIHEHHS paboThl: Havano — 2017 r., okoH4YaHWE

—20191.).
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