Cekyuns 4. [eHETUKA YE/I0OBEKA, MEANLIMHCKAS M CIIOPTUBHAS FEHETUKAE | 129

E.A. HaymoBa?, 3.T. KokaeBa?!, A.U. 3aiyeBa?, A.A. AHyuuHa?!, K.B. Ckopo6oraTbix?,
O.M. Pyabko?, H0.3. A3umoBa?3

ACCOLUMMNPOBAHHbLIE C MUTPEHbIO KOMIJIEKCHbBIE FTEHOTUINbI

'Mocroeckuii cocyoapcmeennwiil ynugepcumem umenu M.B.Jlomonocosa, 6uonocuueckuii gpaxynomem,
Poccuiickas @edepayus, 119234, 2. Mockea, ya. Jlenunckue eopwi, 1-12
2000 « Vnusepcumemckas kaunuka 20106Hou boauy, Poccutickas @edepayus, 121467,
2. Mockea, yn. Monooozesapoetickas, 2-1
‘OI'BHY «Hayuno- uccnedosamenbckuil uHcmumym ooujeti namono2uu u namo@pusuoiocumy,
Poccuiickas @edepayus, 125315, 2. Mockesa, yn. banmuiickas, 8
e-mail: klimov_eugney@mail.ru

MurpeHb — KOMIUIEKCHOE HeWpococyaucroe 3adoneBanue. |eHerndeckue (HakTopsl BHOCAT CBOM
BKJIa/1 B THOJIOTUIO U IATOI€HE3 MUIPEHU. B rocniennne necsatuiaeTrs 0TME4aeTcsl MOBBIIIEHHBINH HHTEpEC
K T€HETUYECKUM HCCIIEJOBaHUAM y MALMEHTOB C MUTPEHBIO. BBISBIEHBI T€HbI, OTBETCTBEHHBIE 3a Pa3BU-
THE Pa3IUMIHbIX (POpM ceMeHON reMUIUIern4eckoil Murpenu. [lomyueHHbie Ha CeroiHsl MUPOBBIE JaHHbBIE
TEHETHUUYECKUX aCCOLMaTUBHBIX MCCIIEAOBAaHUN MOATBEPIMIN KOHIIETILUIO NIATOT€HE3a MUTPEHN KaK Hew-
POCOCYAHCTOro 3a00JIeBaHMsI, OTHAKO TUATHOCTUYECKAs 3HAYMMOCTh Moy4eHHbIX SNP kak GnomapkepoB
3aboneBaHus ObUIa HeBeIMKA. [lepcrieKTMBHBIM B M3yUYeHHH OMOMapKepOB MHUTPEHH MOXET OBITh MHOTO-
JIOKYCHBII aHaJIN3, B YaCTHOCTH, BBISIBIIEHHE aCCOLIMUPOBAHHBIX KOMIUIEKCHBIX T€HOTHIIOB, MTOIYYEHHBIN
Ha OCHOBE MOJIMMOP(H3MOB, YK€ TIOKa3aBIINX CTATUCTUUECKYIO 3HAUMMOCTb IPH OTHOIIOKYCHOM aHAJIN3E.

Llenbro uccnenoBanus ObITO OCYIIECTBUTH MOMCK KOMIUIEKCHBIX TEHETHUECKUX MapKepOB, TpeIcKa-
3BIBAIOIIMX HHIUBUAYAIBHYIO IPEIPACTIONOKEHHOCTD K TAKOMY MHOTO()aKTOPHOMY TMOJIMTE€HHOMY 3a00-
JIEBAaHUIO KaK MUTPEHb.

B nccnenosanue Bonumn 155 manueHTOB ¢ METPEHBIO, HAOTIOAAIOIINXCS B YHUBEPCUTETCKOM KITMHU-
Ke roioBHOM 60mn, MockBa. Bee manueHnTs! 6e10i pachl, MpokuBain B MOCKOBCKOM peruone. CpenHuit
Bo3pact 41,7+12,5 net, 19 myxunn, 136 xenmuH. KoHTpons — 365 HeoOcIe10BaHHBIX Y€JI0BEK (ITOIy-
JSUOHHBIN KOHTpOJh). Beinenenne JJHK — nabop MagnaTM DNAPrep 200 (Jlaboparopust U3orex,
Mockga). [Ipaiimeps! B cirydasx TP, [TIP-ITAP® u AC-IILIP nogoOGpaHbl aBTopaMu BpyuHYIO 03 Hc-
MOJIb30BAHUS CIICIIMATM3UPOBAHHBIX ITPOrPaMM HIIM B3STHI U3 myoOnukanuii, B ciydae [1L[P-PB — Habopst
30H10B TofgoOpansl cnermanucramu «JJHK-Cunres» (Mocksa). Bee nmpaiimepst 1 GiryopeciieHTHO-Me-
yeHHbIe 30H/bI cuHTe3upoBanbl B «JHK-Cunrtes» (Mocksa). [TLP, ITLHP-ITIP® u AC-IILP npoBoau-
U ¢ ucrnons3oBanueM Habopa HSTaq JIHK nonumepasza (3AO Eporen, Mocksa). I[P npoBogunu
B ammutudukarope T100 (Bio-Rad, CIIA) unu amnudukarope ms [TLP-PB CFX96 (Bio-Rad, CIILIA).
[Ipu ucnonszoanuu merona ILP-IT/IP® pecrpukiuro npoaykros I[P nmpoBoauny ¢ UCIOab30BaHUEM
sHnonykiea3 npousBoacTea HITO «Cub3u3um» (HoBocubupcek). Ipoxykrer TP, AC-IILP u ITLIP-
[MP® paznensuu B 2,5% arapo3nom resne. BolsiBiieHHe CBSI3aHHBIX C MUTPEHbIO KOMIUIEKCHBIX T€HOTHU-
OB TIPOBOJIWIIN C MCTIOIBb30BaHUEeM mporpaMMbel APSampler v3.6.

ITonmyueHHbIe HAMU JaHHbBIE 00 ACCOLIMNPOBAHHBIX C MUTPEHBIO KOMILIEKCHBIX T€HOTUIAX YKa3bIBatOT
Ha 3HAYMMYIO POJIb B MaTOTeHe3¢e 3a00I€BaHuUs IBYX OMOXUMHUYECKUX cHcTeM: 1) XOnenncTOKNHUHEPT U~
YECKON CHCTEMBI, PEeTYJIUPYIOIIEH BRIOPOC 1 00paTHBI 3axBar godamuHa. K 310l cructeme MOKHO OTHE-
ctu rensl, kopupytomue xoneuuctokuaul (CCK) u ero peuentopsl (CCKAR nu CCKBR). 2) ®onarnoro
[IUKJIA, B X0/Ie pabOThl KOTOPOTO TOMOIIMCTEHH MPEeBpaIiaeTcs B METHOHUH. BbUH mpoaHann3npoBaHbl
BCE I'eHbI, KOAUPYIOHe GepMeHTHI ()OTAaTHOTO HUKIA. YeThIpe 13 U3yuYeHHBIX T€HOB BXO/ST B CTATUCTHU-
YEeCKHU 3HauMMble accounnpoBaHHble Mapképsl 3a0oneBanus: MTHFD1, MTHFR, MTRR u MTR.
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