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MarucTpaHT

OI'bOY BO «AcTpaxaHCKuM rOCy1apCTBEHHBIN YHUBEPCUTET»

r. AcTpaxanb, AcTpaxaHckas 00J1acTb

HOJIUMOP®HBIE BAPUAHTBI 'EHOB ®OJJATHOI'O OBMEHA
Y CTYJEHTOB ®I'EOY BO «KACTPAXAHCKHUM
I'OCYJAPCTBEHHBI YHUBEPCUTET»

Annomauyusn’ ¢ pabome npeocmasieHvl pe3yabmamsl U3yu4enus: noaumMoppusma
2eH06 ghonamnozo yuxna y 006posonvyes 2. Acmpaxanu 08yx IMHUUECKUX SPYNn: pyc-
ckou u kasaxckou. Donammuviii YUK A611emcsi CLONCHBIM U 8ANCHBIM IMANOM 0OMeHa
gewiecmas, 8 KOMopoM NPOUCXO0Um Memaoboiusm 2omoyucmeunda. epuyum gonuesoii

Kuciaomal npueodum K pA31UYHbIM HAPDYUWEHUAM 6 OpcAHU3IME.

Knrwueswie cnoea: gponammwiii yuki, nonumopghrvie apuanmol 2eH08, NOIUMOP-
Qduszm 2enos, NpeopacnoNONHCeHHOCMb K 3a001e8aHUAM, (epmermbl PoIamHO20 Me-

ma60/zu3Ma, OMHU4YecKas npuHa@]ZeDiCHOCn’Zb.

@donaTHBIN LUK ABJISETCS MOCTABIIUKOM OJHOYTJIEPOIHBIX (PparMeHTOB /sl Ta-
KHUX XU3HEHHO BA)KHBIX KJIETOYHBIX MPOLIECCOB, KaK pereHepanns METHOHHHA, OMO-
CUHTE3 MMyPUHOBBIX HyKJIeoTHaA0B, MeTuinpoBanue JIHK u PHK. ITonumopdubie my-
Tallu¥ MOTYT IPUBOJIUTH K UHAMBHUIYaJIbHBIM OTJINYHUSM B YPOBHE dKCIIPECCUN T'€HOB —
YYaCTHUKOB (POJATHOTO IMKJIA, YTO BBI3bIBAECT PA3JIMYHBIE HAPYIIEHUS METa0O0In3Ma
domnaros [2].

HccenenoBanus mMociaeaHux JET MOKa3ajau, YTO BOCIPUMMYMBOCTE OpraHu3Ma K
BPEJIHBIM BO3JICMCTBUSIM OKPY’KAIOLIEH CpeAbl B 3HAUUTEIBHOM MEpPE 3aBUCUT OT aK-
TUBHOCTU (DEPMEHTOB CUCTEMBI IE€TOKCUKAIIMN KCEHOOMOTUKOB. [Ipn Hannuuu QpyHk-
[IMOHAJILHO OCNA0JIEHHBIX BApUAHTOB TAaKMX I'€HOB PUCK BO3HUKHOBEHUS HEKOTOPBIX
qacTbIX 3a00JIEBaHUN PENPOAYKTUBHOM CUCTEMbI (3HIOMETPHO3a, HEBbIHAIIMBAHMS

OepeMEHHOCTH, IecTo3a, IJIAllCHTAPHOW HEJA0CTAaTOYHOCTH | JIp.) yBennuuBaeTcs [1].
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Jedbunut QonueBoit KUCIOTHI MPUBOIUT K PA3IMYHBIM HApYIICHUSM B Opra-
Husme. Jlepumut donara, a Takke Hapymenne GyHKIUA METAOOIUZUPYIOIIINX TOMO-
muctenH-pepmertoB (MTHFR, CBS, MTR, MTRR), npuBoAWT K HAKOIUICHUIO TOMO-
IIUCTCHHA B KJICTKAX M MOBBIIICHUIO OOIIET0 YPOBHS FOMOIIMCTEHHA B Tu1a3me [3].

L]envto pabomsi OBLIO UCCIIEIOBAHKE YaCTOT BCTPEYAEMOCTH HanboJiee pacipo-
CTpaHEHHBIX MOJUMOP(PHBIX JTOKYycOB IeHOB (onaTHoro mnukia — MTHFR, MTHFD,
MTR.

I'en MTHFR nokanu3syercs Ha KOpOTKOM 1uiede xpomocoMsbl 1 (1p36.3) (puc. 1.)
u coctouT u3 11 sx30H0B, ¢ nuuHOK oT 102 10 432 map OCHOBaHMIA, a TaK)K€ HHTPOHOB
B nipeaenax ot 250 mo 1,5 T. m.H., B TeueHne 0 HOTO UHTPOHA 4,2 T. I1.H., JJIMHA BCETO

KOJMPYIOIIEro pernoHa coctaiseT okoyio 1980 nap HykiI€oTHAOB.
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Puc. 1. Jlokanuzanus nonmumopgusma B rene MTHFR:_677_

Hpyrum nonumopduszmom rena MTHFR sBasiercss muccenc-myranus ageHuHa
(A) Ha murosun (C) B mosummm 1298, mpuBonsmias K 3aMEHE aMHUHOKHCIOTHOTO
ocraTka rnmyramuHa Ha ananuH (Glu429Ala) B perynstopHom gomMeHe GpepMeHTa (B 3K-
30HE 7).

Haubonee pacnpoctpaneHHsiM moiaumopdusmom rera MTR sBnsietcs 3ameHa
A2756G, npuBosIIas K 3aMEHE aclmapariHOBOW KUCJIOTHI HA TJIMIIMH B IMOJIOKCHUHU
2756. T'en, komupyroummii 3ToT (hepMEeHT, JOKAIU3yeTcs B TEIOMEpPHOM pailoHe
1-it xpomocombl (1043), coctout u3 12 3K30HOB M KOJHUPYET OCIIOK, COCTOSIIHIN U3
1 265 amunokucior. Ha naHHblif MOMEHT M3BEeCTHO 392 OJHOHYKJICOTHUIHBIX 3aMEH

reaa MTR (puc. 2).
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Puc. 2. Jlokanuzamus nonumopdusma B rene MTR:_2756

®epment MTRR HeoOxouMm 1715 mpaBUIbHOM pabOThI APYTOro pepMeHTa, Ha3bl-
BaeMoro metroHuH-cuHTa30d (MTR). 'en MTRR kxoampyer aMHHOKHCIOTHYIO TTO-
CJIeI0BAaTEIbHOCTh (PEPMEHTA, UTPAIOIIET0 BAXHYIO pOJIb B CUHTE3€ OeJliKa U y4acTBY-
OILErO B OOJIBIIOM KOJIMYECTBE OMOXMMHUYECKHX PEAKLUH, CBA3aHHBIX C MIEPEHOCOM

MetunbHOU rpynmbl. 'en MTRR pacnonoxken Ha xpomocome 5 B Jokyce 5pl15.31

(puc. 3).
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Puc. 3. Jlokanuzanusa nonumopduszma B reie MTRR:_66_

B paboTte nmpoBoauiIrch UCCae10BaHMs IO BBISIBICHUIO MOIMMOpdr3mMa reHoB (o-
JATHOTO LHMKJA Y UCIBITYEMBIX, PUHAMICKAIINUX K PAa3HbIM 3THUYECKHM TIpynnam
HacesieHus. B 1aHHOM Hccnea0BaHny IPUHAIY yyacThe 69 yenosex.

VY UCHBITYEMBIX CTYJIEHTOK IPOBOUIICS 3a00p KPOBH U3 BEHBI, I1OCJIE YETO KPOBb
HAaXOJINJIach B XOJOJIHOM MeCTe (B XOJIOIUIBHUKE), T/I€ IPOUCXOANIO €€ OCaXKICHUE.

Brinenenne IHK mpoBoaunock u3 nepudepuydeckoid KPOBU HCIBITYEMbBIX MPHU
nomoliu Habopa peareHToB «IIpobOa-Panun-I'eneTrika», B KOTOPbIA BXOAST CIEAYIO-
me peareHtol: 1. Jlusupyrommit pactBop; 2. PeaktuB «IIPOBA-PAIIUy. Onun
Habop paccunTan Ha 48 mpo0, M03TOMY ObLIO UCIOJIB30BAHO 2 TaKUX Habopa.

Boeinenenune JIHK mpousBoamioch B HCCIIENOBATEILCKON J1aOOPATOPUU HUHCTH-
TyTa, IPU NOMOIIM OJHOPA30BbIX HAKOHEYHUKOB B CIIELUATIBLHOM OOKCE, B CTEpUJIb-

HBIX YCJIOBUSX.
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B nccrnenoBanuy ObITM BBISBICHBI MOTUMOP(HU3MBI BCEX YETHIPEX JIOKYCOB HC-
CJIelyeMbIX TEHOB C pa3HOW yacToToi. B o0mieit BeIOOpke HAOII01aUCh CIASAYIONINE
NOJIUMOP(PUMBIL:

I'et MTHFR:_677_ C > T BoisBieHo aBe pasubie 3amMeHbl (CT u TT), CT-3amena
BCTpeuaeTcs B 26 BapruaHTax v cocTaBisier 37,6% ot ob1iero uucia; T T-3aMmeHa BCTpe-
YyaeTcs JOCTaTOYHO penko (Bcero B cemu BapuanTax) u coctasiser 10,1%. Hopma
(CC) B mannom reHe coctaBmwio 52,1% ot o01eli BEIOOPKH.

B rene MTHFR:_1298 A > C BrisBieno aBa tuma 3ameH (AC u CC), AC-3amena
BCTpeuaeTcs B 25 BapuaHTax, T.€. 36,2% cnyuyaeB; CC-3amena BcTpeyaeTcs B IISTH Ba-
puaHTax, uto cocraiset 7,2% ciayuyaeB. Hopma (AA) maHHOTO TreHa coctaBmia 56,5%.

I'en MTR:_2756_ A > G o6ycnosinien 3ameHamu cienyromux tunoB: AG u GG.
AG-3ameHa BbIsiBIIcHa B 35 BapuaHTax, uro coctaBmiio 50,7%, GG-3ameHa B o4eHb
MaJIoM KOJIM4YeCcTBe BapuaHTOB (Bcero tpu), 4,3%. Hopma (AA), o0ycioBiIuBaroIas
HOpMaJibHOE (YHKIIMOHUPOBAHKE TAHHOTO T'eHa, coctaBmia 44,9%.

B reae MTRR:_66_ A>G 3ameuensi 3amersl AG u GG. AG-3aMeHa BBISBIICHA B
34 BapuanTax, 4yto coctaBuio 49,2%, B To Bpems kak GG-3ameHa BcTpeuasnach B 23 Ba-
puanTax u coctasmwia 33,3%. Hopma (AA) B nanHOM reHe cocraBuia 17,3%.

Kak 0110 onucano Boilie Hanbolee u3y4eHHbIM noaumopduzmom rena MTRR
SBJISICTCSI 3aMEHa B MO3UIMU 66. OH oYeHb pacrpocTpaHeH B momyssnusx. Yacrora
TeTEPO3UTOTHBIX HOocHTeled amtens 66G cocrabimser okono 45,0-50,0%, a romo3u-
rotHbIX ~25,0% [4]. B ActpaxaHckoii momyssiuu 0buth BeisiBiieHbl AG-3amenbl u GG-
3aMeHBI B MpoIrieHTHOM cooTHomeHnu 49,2% wu 33,3% cootBeTcTBeHHO. M3 3THX MaH-
HBIX BUJIHO, YTO B T€TEPO3UTOTHOM COCTOSHUHU JJAHHOTO T'€HA 3HAYCHUE 3aMEHBI TIPH-
OJIM3UTEIIBHO CXOXE C JAHHBIMH JIPYTHUX HCCIICIOBAaHUH, a TETEPO3UTOTHOE COCTOSTHHE

Ha 8,3% mpeBbIIaeT n3yuyeHHbIC 3HAYCHUE IPYTUX aBTOPOB.
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