CHROMOLAS

HayuyHo-nabopaTopHbIN KOMMIEKC

Pesynbrar uccnenoBanus

o R0
Jata poxxaeHus:

IMomn: Howmep obpasna:

[ara B3aTHs OMoMareprana: Otpnenenue / kapra: /CtpaxoBas

Jata peructpauuu: kommaHus: N/A

Bpau: Ne nonuca:

buomarepuan: kpoBb

Hccrenosanne | €eHeTHYECKAs] MPEIPACHOT0KEHHOCTh K HAPYIIEHUIO (POJIATHOTO HMKJIA

®enorun  Hapymenue ¢osarnoro nukiia

Pesynbrar:
I'en Ha3Banue rena Bapuant I'enotun | Puck
MTHFR Merunenrerparuapodonarpenykrasa c.665C>T; p.Ala222Val C/T IoBbIICHHBIH
MTHFR MertuieHteTparuapodonarpenykrasa ¢.1286A>C; p.Glu429Ala A/A CpenHenony I IHOHHBII
MTR 5-MeTUnTeTparnaApooNaT-roMOLUCTENH c.2756A>G; p.Asp919Gly Asp/Gly IoBbIICHHBIH
MeTHITpaHCchepaza
MTRR Penyxraza S-merunterparuapodonar- | c.66A>G; p.lle22Met Met/Met IloBbIICHHBIT
TOMOLIMCTENH METHITpaHC(epasbl
SLC19A1 | Cneundudeckuii Tpancnoprep ¢osaton ¢.80A>G; p.His27Arg A/G IoBbIIeHHBII
Pacwugposka puckos:

puck «Ipomexmuenoviity — OR 0-1; puck «Cpeonenonynayuonnsitiy — OR 1; puck «Ilosviwennviity — OR 1-3; puck «Bwvicokuiiy — OR 3-5.
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3akJjioue

MTHFR(c.665C>T; p.Ala222Val) I'en MTHFR xonmupyer BHYTpHKIICTOYHBIH (epMEHT MeTHIeHTeTparuapodoarpe-
IyKTa3y, yJacTBYIOIIMH B IPEBPAIICHUN T'OMOLMCTEHHA B METHOHHH C ITOMOIIBIO
Ko(hakTOpoB (MMPHUIOKCHHA M MHAHOKOOAJIaMHIHA) U cyOcTpaTa (porneBoil KUCIOTHL
AKTHUBHOCTb JaHHOTO (pepMEHTa BIMAET Ha YPOBEHb (DOJIATOB B IIIa3Me KPOBH, IIPU
€ro HeI0CTaTOYHOCTHU NMPOUCXOAUT HAKOIUIEHHE TOMOIMCTEHHA B KJIETKaX, pa3BHBaA-
etcst romouucrenHemus. Bapuant ¢.665C>T rena MTHFR acconuupoBaH ¢ moHH-
JKEHHUEM TEPMUYECKOH cTabMIBHOCTH O€lKa, B Pe3ysibTare 4ero yBeJIMUMBaCTCs YHC-
JI0 HEMETHIIMPOBAaHHBEIX ()OPM MPOM3BOAHBIX (hoaTa, B KIETKaX HAKAaIJIMBAETCS TO-
MOIIMCTEHH. BapHaHT MOXKET MOBBIIATE PHCK PAa3BUTHS TAKUX MATOJOTUYECKUX CO-
CTOSIHU, KaKk TpoMOO03, OIyX0JieBble HOBOOOPA30BaHMsI, IPEIKIIAMIICHSI, TIPUBBIYHOE
HeBbIHAIIMBaHUE OEPEMEHHOCTH B Pa3BUBAIOLIMXCS CTpaHaX MM pa3BUTHE Jedek-
TOB HepBHOH TpyOKu. Berasienusiii renorun C/T BapuanTa ¢.665C>T rena MTHFR
CBsI3aH C PUCKOM HapylIeHHUs (oIaTHOTO UK.

MTHFR(c.1286A>C; p.Glu429Ala) I'en MTHFR koaupyer BHYTpHKIETOUHBIH (pepMEHT MeTHieHTeTparuapodonarpe-
JIYKTa3y, y4acTBYIOIIWH B IPEBPALCHUH T'OMOLMCTEHMHA B METHOHUH C ITIOMOIIBIO
Ko(akTopoB (ITMPHIOKCHHA W IIMaHOKoOasaMKHa) U cyOcTpara (DOoJIHeBON KHCIIOTHI.
AKTHBHOCTb JaHHOTO (PepMEHTa BJIMSET Ha YPOBEHBb (DOJIATOB B IIa3Me KPOBH, IPU
€ro HeJJOCTaTOYHOCTH NPOUCXOAUT HAKOIIGHHE FOMOLIMCTEHHA B KIIETKaX, pa3BUBa-
ercst romoructrenneMus. Bapuant ¢.1286A>C rena MTHFR accoruupoBan ¢ mo-
HIDKCHUEM TEPMHUYECKOW CTaOMIIBHOCTH OeliKa, B pe3ylibTare 4Yero yBeJIHMYHBaeTCs
YHCIIO HEMETHJIMPOBAaHHBIX (JOPM NPOU3BOAHBIX (hojaTa, B KJIETKAX HAKAIUIMBACTCS
TOMOLIMCTEHH. BapuaHT MOXET MOBBINIATh PHCK PAa3BUTHS TAKHX ITATOJIOTHYESCKUX
COCTOSIHMH, KaK JeroyHas >MOOJHS W IPUBBIYHOEC HEBHIHALIMBAHUE OSPEeMEHHOCTH.
Bruisenennsiii renotunt A/A Bapuanta ¢.1286A>C rena MTHFR =e cBsizan ¢ Hapy-
IeHneM (oNaTHOTO IHKJIA.

MTR(c.2756A>G; p.Asp919Gly) I'er MTR xomupyeT pepMeHT 5-MeTHATETparuapogoIaT-roMOUCTeNH METHIITPAHC-
(hepazy, wim KobaTaMUH-3aBECUMYI0 METHOHUHCHHTETa3y. DTOT (DepMEHT KaTalu3H-
pyeT GbHHANBHYIO CTaANI0 OMOCHHTE3a METHOHMHA - TIEPEHOC METIIBHOW IPYIIIBI OT
MeTHIKOOamaMuHa K roMonucTenny. Bapuant ¢.2756A>G rena MTR accoruuposan
C CHHTE30M 0OeJKa CO CHWKEHHOW ()yHKIMOHAJIBHOM aKTUBHOCTBIO, YTO TPHBOIHUT
K HEI0OCTAaTOYHOCTH METHJIMPOBAHMS TOMOLMCTEHHa (roMouMCcTenHeMuHn). Bapuanr
MOXKET TIOBBIIIATh PHCK Pa3BUTUS HEKOTOPHIX (DOPM OHKOJIOTMYECKHX HOBOOOpa-
30BaHUM, WIIEMUYECKOH OONE3HU cepiua, a TaKKe NMPHUBBIYHOTO HEBBIHAIIMBAHHS
OCpPEeMEHHOCTH WM Pa3BUTUA NC(PEKTOB HEPBHOW TPYOKH. BBISBICHHBIH TeHOTHIT
Asp/Gly Bapuanta ¢.2756A>G rena MTR cBsi3an ¢ puckoM HapyIieHus: (osaTHOTO
IUKJIA.

MTRR(c.66A>G; p.Ile22Met) I'er MTRR xommpyeT pepMeHT METHOHHHCHHTA3Y-PEeIyKTa3y, KOTOpas BOCCTaHABIIH-
BacT METHOHUHCUHTA3y ITyTéM PEMETHINPOBAHNUS, a TAKXKE 0OecrednBaeT ooOpaTHoe
MpeBpaleHre TOMOIIMCTENHA B MeTHOHUH. Bapuant ¢.66A>G rena MTRR accoru-
MpOBaH C CHMHTE30M OelKa CO CHIKEHHOH (pyHKIMOHAJIBHOW aKTHBHOCTBIO, YTO 3a-
TPYIAHSIET NPEBpAlLIEHNE TOMOLUCTENHA B METUOHUH, B PE3YNIBTATE YET0 pa3BUBACTCS
TOMOLIMCTEHHEMHS. BapraHT MOXXET MOBBIIIATH PUCK Pa3BUTHS HEKOTOPHIX BHUJIOB
OITyXoOJIeH, HalpuUMep, MEHUHTHOMBI, & TAKXKE BPOXKACHHOTO MOpOKa Cepilua, Hapy-
IIEHUs MMIUIAHTALMU U TpedKiamIiicui. BeiseienHslid renotun Met/Met BapuaHTta
c.66A>G rena MTRR cBsi3an ¢ puckoM HapymieHUs (OJIATHOTO HUKIIA.
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A>G; p.His27Arg) T'er SLCI19A1 xommpyer MeMOpaHHBIH IMPOTEWH - TpaHCHopTep (oyaToB, KOTO-
PBIf yYacTByeT B PEryJisilMM BHYTPUKICTOYHON KOHICHTpauuu (hojaroB. Bapuant
¢.80A>G rena SLC19A1 accouumpoBaH cO CHHXXEHHEM KOHIEHTpauuu (onaroB B
IUIa3Me ¥ MOXKET MOBBIIIATH PUCK pa3BHUTHs Ae()EKTOB HEPBHOM TPyOKH y IUIOZA.
BrrsiBnennstit renorun A/G BapuanTa ¢.80A>G rena SLC19A1 cBsi3aH ¢ prckoM Ha-
pymIeHus (oJIaTHOTO IHKIIA.

T'en MTHFR Metunenrerparuapodonarpenaykrasa

®ynkuusa reia  Ien MTHFR nokanm3oBan Ha KopotkoM muiede | xpomocomsl (1p36.3) n KomupyeT BHYTPUKICTOUHBIH (HEPMEHT METH-
JeHTeTparupodonaTpeayKrasy, y4acTBYIONMH B MPEBPALIEHNH T'OMOLMCTEHHA B METHOHUH C IOMOIIBIO KO(aKTOpOB —
NHUPUIOKCHHA U LIHaHOKOOaIaMuHa U cyOcTpaTa (HoMeBOi KUCIOThl. AKTHBHOCTh TAHHOTO ()epMEHTA BIUSCT Ha yPOBEHb
(donatoB B IUIa3Me KPOBH, NPH €r0 HENOCTATOYHOCTH MPOUCXOJUT HAKOIUICHHE OMOLIMCTEHHA B KJIETKaX, pa3sBHUBACTCS
TOMOIIMCTENHEMHUs. JJaHHOe M3MEHEHHe IPUBOANT K YBEIUUCHUIO PHCKA PA3BUTHUS PA3IMYHBIX CEPIAEYHO-COCYIUCTBIX U
OHKOJIOTMYECKUX 3a00JIeBaHUi, BO3PACTHBIX 3a00JICBaHUH OPraHOB 3pPEHMS, TAKKE YBEIHMYUBACTCS PHCK IEPEIOMOB KO-
CTEH B CBS3M C YMEHBIICHHEM HX MUHEPAIbHOH INIOTHOCTH.

Ten MTR 5-metunterparuapodoiar-roMOIUCTeNH MeTHITPaHC(epasa
@®ynkuusa reia  [en MTR komupyeT GepMeHT 5-MeTHITETparuapodoIaT-roMoIUCTenH MeTHITpanchepasy, Win KoOalaMUH-3aBHCHMYIO
METHOHHHCHUHTETa3y. JTOT (epMEHT KaTalu3upyeT (UHAIBHYIO CTaguio OMOCHHTE3a METHOHHMHA - MEPEHOC METHIBHOU
IPYIIBI OT METHJIKOOAJIaMHHa K TOMOLMCTEHHY, YTO MPUBOIUT K 00Opa30BaHUIO METHOHUHA. 3aT€M OH PEMETHIIPYET KO-
(haxrop, ncronb3yst MermaTeTparuapodonar. Myranun B rere MTR unenTHOHINPYIOTCS Kak BOSMOXKHASI IPHYHHA Je(H-
uTa KobaraMuHa.

I'enm MTRR enykraza S5-meTunTeTparuapogoiaT-roMoIUCTenH MeTHITpaHchepasbl
@®yukuusa reia  [en MTRR komupyer hepMeHT METHOHHHCHHTA3y-PEIYKTa3y, KOTOpask BOCCTAHABIMBAET METHOHUHCHHTA3Y IyTEM peMe-
TUJIMPOBAHUS, a TaKXKe 00ecHedrBaeT 00paTHOEe MpeBpalleHIe TOMOIIMCTENHA B METHOHUH. B kadecTBe kKodakropa B 3TOH
peakuuy NPUHUMAeT y4yacTie BuTaMuH B12 (ko6anamun). CHHTE3 METHOHMHA KaTaIu3UpyeTcs: GEepMEHTOM METHOHUHCHH-
TeTa30ﬁ, KOTOpast MHAKTUBUPYETCA IPU OKUCIICHUU KOOaJIaMHHOBOTO KO(baKTOpa. HaHI/IeHTBI C HapylI€HUsAMHA MeTabom3ma
(onaroB/kobamaMuHa, XapaKTEPU3YIOTCS NePHINTOM PEIyKTa3HOH aKTHBHOCTH METHOHHHCHHTETA3bI.

Ten SLC19A1 Crnenuduueckunii Tpancrnoprep (onatos
@®ynkuusa rena Ten SLCI9A1, nokanu3oBaHblii HA [UIMHHOM Iuiede xpoMocomsl 21 (21¢22.3), komupyeT MeMOpaHHBIH TPOTEHH - TPaHC-
moptep ¢osnaroB. DTOT GEIOK YIACTBYET B PETYIALUN BHYTPUKIECTOUHON KOHICHTpamu (onaros. TpaHcnoprep dKcmpec-
CHpYETCsl B TKaHSIX MHOTHX OPraHOB, OCOOCHHO B KHIICYHHKE, MOYKAX M IUIALCHTE, YTO OOYCIOBJICHO MX BBIPAKECHHOM
(hyHKIMEeH NOIIOMeHNS.

Hara: Bpau-reHeTuk : Moanuce:
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