PIOKICHI CMTAOKOBI XBOPOBH. KIIHIYHI CITOCTEPEXXEHHS

YAK 575.117.2:575.224:577.112.386

A.A. 3abenuna, EA. I'peuanuna
XapbkoscKuti Mesicoo1acmHoU CReyuaIu3upoOB8aHHbIN MEeOUKO-2eHeMUYecKull yenmp —
yenmp peoxux (opghannuix) 3abonesanuu (XMCMI'L]-1]P(0)3),
Kkageopa meouyunckou cenemuxu XHMY 2. Xapvkos, Ykpauna

METUWJIEHTETPAI'TAPODPOJIATPEAYKTA3A
KAK CAMOCTOSATEJBHASA QIIM'EHETUYECKASA BOJIE3HD

AKTYaJbHOCTh. TEpPMHUH BIUT€HETHYECKOTO
3a001€BaHUSI TIPAaBOMEPEH MPH HATUYHH CTaTyca
HapyIICHHOTO METWJIMPOBAHUS. DNMUTCHETHYCCKOS
3a00eBaHUE BKJIIOYAET B Ce0S MHOXKECTBO Hapy-
menni ¢yaknuii remoma [1].  HccrnemoBanue
HACJICJICTBCHHBIX OOJIC3HEH 3a MOCIEIHUE ICCSITH-
JeTHs, CBUICTEIhCTBYIOT O BAXXKHOCTH IIpoIiecca
METHJINPOBAHUS B WX 3THOJIOTUU U TIATOT€HE3€, YTO
MO3BOJISET pa3padaThIBaTh HOBBIC METOJBI JICUCHUS
Y PO UITAKTHUKH.

Heab. M3yunts momuMophu3M KIHHHICCKUX
nposiBjicHui  nedunura (GepMeHta  (HoJaTHOrO
mukna  5,10-MeTuneHTeTparuapodoIaTpeyKTas3bl
it 3QQPEKTUBHOW IUATHOCTHKH, JIEUCHHUS U
NpOQHIAKTHKH.

Marepuajbl M Meroabl. /[ AWarHOCTHKH
WCTIONIb30BaHbl COMATOTEHETHYECKHUE WCCIIe0Ba-
HUSL C CHHAPOMOJIOTHYECKUM W KIMHUKO-TEHEaJo-
TUYECKUM aHAIN30M, OMOXMMHYECKHE W MOJEKY-
JSPHO-TEHETUYECKNE METOJIbI CCIICIOBAHNS.

Pesyabtatbl. B XMCMI'L-1IP(O)3 B nepuox
¢ 2008 rogma mo 2014 rox, u3 oOmero uucia
MOCTYIUBIIKX MAI[MCHTOB, POBEJACHA MOJICKYJISp-
HO-TEeHEeTHYecKas TUarHoctuka 8793 oOpaTHUBIIMM-
csi B CBSI3W C OEpEeMEHHOCTHIO, HEBBHIHAIIMBAHUEM
OCpEMEHHOCTH, JUIS IPSKOHIICTIIIUOHHON MTOATOTOB-
KW, TI0 TOBOIy 3a0oJieBaHUS peOeHKa WU JPYTUX
YWIEHOB CeMbU. AHAU3UPYS TOMY4YEHHBIE PE3yIb-
TaTbl BUABIECHO 884 manmeHTa ¢ TOMO3UTOTHOM
mytarueit MTHFR C677T, uto coctaBuno 10,1%
OT 00Iero yucia o0ciaeayeMbIX B HAIleM IIEHTpE.
Hamu oOpabGoran wmarepuan 306 T€HETHYECKUX
KapT MAIlMeHTOB C TOMO3UIOTHOH MyTaluei reHa
MTHFR C677T. [lony4yeHsl cnenyroumue pe3yib-
TaThl: JWMarHo3 YCTaHOBJEH 257 malueHTaM
(83,9%), 13 ux 4ucia ¢ XxpOMOCOMHOM MaTOIOTUEH
U XPOMOCOMHBEIM TOIHMOp(H3MOM 15 manueHToB
(4,9%), ¢ monorenHoit maronorueit — 71 (23,2%), c
MeTaboarmyeckuMu Hapymenusmu — 186 (60,7%),
BKJIFOUAIONINE MAI[MCHTOB C 3aJICPKKOH TEMIIOB
TICUXOPEUYEBOTO PA3BUTHSI U PACCTPOMCTBOM ayTHC-
THYecKoro criekrpa — 14 (4,6%).

[layiee mpencraBieHbl HaubOJIee YacTo BCTpe-
YaeMble XPOMOCOMHBIE, MOHOTEHHBIC MaTOJIOTHH,

BBIABIICHHBIE Y HOCHUTEJICHl HCCIELyeMOro HaMu
TeHOTHIA:

- YepenmHOo-M03roBoi 1u3octo3 Kpy3oHa;

- cuHIpoM Diepca-Jlanioca;

- TUIIEPTOHAA0TPOIHBIN THIIOTOHAIN3M;

- Oone3np PexnmHraysena 2 THI-MHOMXECTBEH-
HBIA HelpopuOpoMaTos;

- cunapowm [lepemeBckoro-TepHepa;

- cunapom Mapodana;

- curpom Typerra;

- cunapom Kuapu;

- cu"apowM IIpanepa-Buinuy;

- mepuoanveckas OOJE3Hb
MOpCKast TUXOPAIKa);

- cunapom Kpurnepa-Haitspa, 2 Tum;

- TeMOXpOMAaTo03; 3K30CTO3Hasl XOHAPOIUCI-
nasus;

- paK MaTKy;

- MyKOTIOJIFICaxapuao3 2 TUIIa;

- CT/[1, romorictennypusi, pakoMaTos;

- UXTHO3; TMM(OrpaHyIeMaTo3;

- BITP IIHC, okkito3noHHast 3HIe(hanonaTusl.
CocTosiHME TOCNE LIYHTUPOBAaHUS; PaHHUM JAeTc-
KHUU ayTU3M;

- pabgoMuoMa CepaIa;

- cungpom Yeamaka-Xuracu;

- netckuil aytusMm (cunapom Kannepa);

- BIIP MBC (mucromms emuHCTBEHHOH L-
00pa3HO! OYKN);

- DKTOZIepMaJTbHAs UCIUIA3US, TUIPOTUIECKAS;

- BPOX/ICHHBIA ONEPUPOBAHHBIA HUCTArM,
KaTapakTa, IOclieonepanoHHas Kojioboma Tpa-
BOTO T1a3a. AHO(TaIbM CIIeBa;

- rTUnoQu3apHbIi HAHU3M;

- OCTE€OXOHAPOANCILIA3US;

- cybcencuc Buccnepa-®aHKoHHU, peaKTHBHBIN
renaTHT, CIUICHUT, IyJIbMOHHUT, aCLIUT, apTPaT1y;

- cuaapom Coroca;

- MEHHHTOpeIUKYJIoIesie TOSICHUYHOTO OT/eNa
MO3BOHOYHUKA;

- Spinae bifidae Ha ypoae C2-C3 mM03BOHKOB;

- cuapoM Kinnnens-TpeHone;

- MUTOXOHApUanbHas AuchyHkuus. CHHAPOM
Kepuca-Ceiipa;

(cpenezemMHO-
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- XpOMOCOMHAasl ~ TAaTOJIOTHS,  MAapKepHBIE
xpoMocomMbl — mos 47,XX,+mar(6)\48,XX,marl,
mar2(25);

- cuHApoM PerTa B codeTaHNH ¢ XpOMOCOMHBIM
nouMopduzmom 46,XVY, 14pstk+; 46,XY,14ps+;

- TUPO3WHEMHS 3 TUINA B COYCTAHHUU C XPO-
MOCOMHBIM TTOTUMOP(HUIMOM;

- XpOMOCOMHBIA monmuMophu3M 1o 22 u 15
xpoMocomam (22ps+, 15ps+).

BeiBogpl. ['omo3urorHas MyTamus —TreHa
MTHFR C677T, obycnaBnuBasi pa3indHyo (QyHK-
MUOHAJIBHYIO AaKTUBHOCTH OEJIKOBBIX IMPOAYKTOB,
XapaKTEePHU3yeTCs OMPEICIICHHBIM CIIEKTPOM OHOXH-
MUYECKHX PEaKIIHid, 3aTparuBaronx Kak Qoiat-
HBINA IUKII, TaK 1 aCCOLITUMPOBAHHBIC C HUMH APYTIUe
CTOpPOHBI MeTaOonu3Mma. [lomyueHHBIE JaHHBIC
0TOOpaXXarT KIMHUYECKUH MOTUMOPQU3M HEAoC-
TaTOYHOCTH 5,10-meTunenTeTparuapodoIatT-
PEAYKTA3bl, YTO MO3BOJIACT CHUTATh TOMO3UT'OTHYIO

myTaruio reaa MTHFR C677T camocrosTensHOM
SMUTECHETHYECKON 60JI€3HL}O U OTKpPBLIBAECT HaM
MyTH JUTs TpoBeieHus 3 (HEKTUBHOM TUAarHOCTHKH,
MPOGUITAKTHKY U JICUSHHSL.
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