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BBenenue. Co BpeMeHH yCTaHOBJIEHUA BBICOKOU dacToThl ayutesisi C677T MTHFR B
YkpauHe, B YKPAaHCKOM WHCTUTYTE KJIMHUYECKOU reHEeTUKU XapbKOBCKOTO HAIMOHAJIHLHOTO
MmenurHckoro yauBepeurera (YUKI' XHMY), mpoBoAUTCSA U3ydeHUE €r0 acCOIUAIUi ¢ MHU-
TOXOHZPUAILHON U SIIEPHOM MOHOTeHHOU matosiorueid [1]. Bbuio m3ydueHO pacmpeneneHue
vacrotsl aytensa Co677T MTHFR u ayutena A66G MTRR B pa3inuHbIX 3STHUUECKUX TPyINIax U
ycTaHoBjIeHa HauOoJibinas yacrota T amnens B Utamuu, @panmum, Poccun, Ykpaure (46,8;
36,1; 41,2; 27,4 cooTBeTcTBeHHO). YacTora G asuesnss Haubosiee Bbicokasi B Poccuu, ®paHiuw,
Yxpaune u Utanuu (0,64; 0,57; 0,57; 0,52 COOTBETCTBEHHO) [2].

YuuteiBadg TOT paxrt, 4To Aepuut GpepMeHTOB POJIATHOTO IIUKIA TPUBOAUT K CHU-
sxkeHnio MetwiupoBanusi JIHK u mmorepe 3amurhl OT BPEITHBIX PEIIECCUBHBIX MyTaIlui, HAM
MIPE/ICTABJIAJICA HEeCAyJYalHbIM (PeHOMEH acCOIHAIUi MOJIUMOp(U3Ma U SKCIIPECCUU TOUYEU-
HBIX MyTaIu# (I10-BUANMOMY, Ma>KOPHBIX) [3].

Ileas ucciaemoBaHusi. V3yueHne accoluamuy MUTOXOHAPUATBLHOHU IATOJIOTHU C
nedunurom pepmeHTOB POIATHOTO IMUKIIA.

Marepuasbl u Mmeroabl. Yacrote! ayutesneir C677T MTHFR u A66G MTRR paccuu-
TaHbl HAa OCHOBE PE3yJIbTAaTOB CKPUHUHTA MOJUMOPGHU3MOB B TeHaX CHUCTEMBbI (DOJIATHOTO
IMKJIa, KOTOPBIXA mpoBoauTces ¢ 2008 1. B YUKI' XHMY u HacuuThiBaeT 1238 MaIlleHToB ¢
nedbunurom osaTHOro nuksia. Cpeu HUX yCTAHOBJIEHO CYIECTBEHHOE KOJIMYeCTBO FreHeTH-
YecKUX KoMIiayH10B. Hanbosbliiee pazHooOpasue Ho300THIeCKuX popM (y 167 manueHToB)
HabJsro1a10ch Ipu rerepo3urotHoM kommayuzae C677T Htzg/ A66G Htzg u npu coueranun
C677T Htzg/A66G Hmzg (159 mariueHToB).

PesyabTaTrhl U o0cyxkaeHue. [IpuBogumoe HabmoneHre 3a cembelt I1. moaTBep-
JKTaeT KJIIMHUYECKYI0 3HAUMMOCTD YKa3aHHBIX aCCOIMAIMUA U PACKPhIBA€T BOBMOKHOCTH ITa-
TOTEHETHYECKOU KOPPEKITHH.
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Marts pebenka A., 14 jier, oopatwiack B YUKI' XHMY as1a yrouHeHus Auartosa. /{u-
arHo3 y ChIHA MPH MOCTYIIEHUH: cUHAPOM JIyu-bap, cuapom Aedunta BHUMAaHUs, COEIH-
HUTEJIbHO-TKaHHAsS AucIvIasusa. [Ipu oOpallieHnu MaIbUHK KaJa0Bajics Ha HEyCTOHYHUBOCTD
MTOXO/KH, IPUBOSAIIEH K YaCThIM MaZ€HUAM, O0IIYyI0 ¢1a00CTh, AeUITUT BHUMAHHS, YacThie
MIPOCTy/IHBbIE 3a00JIeBaHMsI, YaCThIe TOJIOBHBIE 00IH (IPEUMYIIeCTBEHHO B JIOOHOHU 00J1aCTH)
6e3 BuauMmou npuunHbl. Cectpa mpobana — T., 15 JieT, TakKe IpeabABIIsAIa Kalo0bl HA Yac-
ThIE TOJIOBHBIE OO/ B JIOOHOM 00J1aCTH, IEPUOIMUECKHE 0OMOPOUYHBIE COCTOSTHUS, TTOCTOSTH-
HYIO ¢J1a00CTh ¥ YTOMJISIEMOCTD, 00JIM B HUKHUX KOHEYHOCTSIX (KOJIEHHBIX CycTaBaX U HKPO-
HO>KHBIX MBIIIIIAX).

B ¢enorune npobana u cubca obpamaoT Ha cebs1 BHUMaHUE aCTEHHYECKUH THII TeJIO-
CJI0KeHUs, Aotuxonedanns, TeJIEAHTUAKTa3UH U HEBYChI Ha KOXKE, «MPaMOPHOCTb» KOKHBIX
IMOKPOBOB, HE3HAUUTEIbHBIA IITO3, TOJMYOble CKJIEPHI, YMEPEHHAs] THIIEPMOOUIBHOCTh CyCTa-
BOB, MBbIIIEUHAas TUIIOTOHMUS, CKOJIN03. B (dbeHOTHIIE MaTepu — OXKHUPEHUe, ITO3, «MPaMOop-
HOCTh» JIaJIOHEH, BhIPaskKeHHasi THIIOTOHUS MBI, Me30AepMasbHas auciiasus (puc. 1-2).

Puc. 1. ®enorun nmpobanaa

Puc. 2. ®eHotun MmaTepu u cubca

B HeBpoJsIOTHUECKOM CTaTyce MAIUeHTOB ONPEAEISIIUCh IPU3HAKN MTUPAMUHON He-
JIOCTaTOYHOCTH ¥ MUOTIATUYECKOTO CUH/IPOMA.

Tabanma 1

CpaBHUTETbHAA XapaKTEPUCTHKA PE3YJIbTATOB O00CIEI0BAHUS MaTEPH U ieTen

BHYTPEHHUX Opra-
HOB

IeYeHy, IPU3HAKY IIAaHKpeaToIa-
THUH, IEpUBACKYJIAPHASA HHPUIIb-
panus NOYeYHbIX CHHYCOB, BU-
3yasu3alysa HaAIOYeYHUKOB

Merozet IIpobann Cube Martsb
HuccseIoBaHusA

DJIEKTPO- AxcoHasbHAs HEUPOMATHSA MaJIo- | AKCOHAJIbHAs HEUPONATHS UKPO- AxcoHasIbHAs HEHPOMATHS

muorpadus 6epII0BOrO HEPBA, IPU3HAKHU HO’KHOT'O HEPBOB CIIPaBa Mas06epIIOBOrO HEPBA, PU-
HeHpOIaTUH JIy4eBOTO U UKPO- 3HAKHA HEUPOTIATUH JIy4EBO-
HOKHOTO HEPBOB CIIpaBa 0 U UKPOHOKHOTO HEPBOB

crpaBsa

Jomneporpadus PernonapHast aHTHOJIUCTOHUSA B PervoHapHas aHTHOJMICTOHUSA. PernonapHasi aHTHOJIUCTO-
KapOTHIHOM U BepPTeOPO- AcuMMeTpHst KPOBOTOKA HUSA
6a3uApHOM HacceliHax

IXOKapIUOCKOIIUA IIposianc MUTPAILHOTO JomonuurenbHas xopaa B mno- | IIposanc MurpajabHOTO
KJIallaHa 1 CT. JIOCTHU JIEBOTO YKEJIYZ0UKa KJIallaHa 1 CT.

y3u ITepuBackynsapHas nnwibparusa | [lepuBackysspHas, nepu- YMmepeHHas renaToMeraius,

6unuapHas HHQUIbpAIUA I1e-
YeHH, TPU3HAKY IaHKpeaToIa-
THUH, KOCBEHHBIE IIPU3HAKH T'a-
CTpHUTA, IPU3HAKH COJIEBOTO
JiuaTe3a, BUSyaIM3alys Ha/lllo-
YEeYHUKOB

)KI/IpOBOﬁ renarTros3, XpoHude-
CKUM IIaHKpeaTHurT, Keaue-
KaMeHHasa 60)'[63HI), Moue-
KaMeHHasl 60JIe3Hb

BOXKX
aMUHOKMCJIOT KPO-
BU

C.J'Ieﬂbl METHUJITUCTUANHA,
i« OPHUTHUHA, INIIOTAMUHA

Creibl IUCTOTHOHMHA,
| rmoramuna, acmaparuaa

Crenpl METUITUCTHINHA,
{ ypoBens rimoramMuna

JIakTaT KpoBHU

1,26 mmosp/s1 (N= 0,2-2,2)

1,09 MMmos/a1 (N= 0,2-2,2)

2,77 MMoJib/J1 (N= 0,2-2,2)

ITonspo-
rpaduyecKoe uc-
cJlefloBaHUe MHUTO-

 npIxaTenpHOTO K03d-Ta, K03 Gh-
Ta pochopUIpPOBAHUA MaIaTa,
ackopbata, ckopoctu pochopu-

 npIxaTenpHOTO KO3d-Ta, KO3 (h-
Ta pochopUIpOBaAHUA MaIaTa,
ckopoctu GhochopUIupOBaHUS

{ npIxaTenpHOrO KO3Gb-TA,
ko3¢-Ta pochopunuposa-
HUs ackopbaTa, CyKI[MHATA,

UK

XOH/IpHAJIbHBIX JIMPOBAHUSA ckopoctu dhochopuIupoBa-
depmMeHTOB HUA

IMosmmmopdusmer B | He oOHapyxeHBI Htzg MTHFR Htzg MTHFR 677C—-T
resax ¢oyaTHOTO 677C—T (A222V) (A222V)
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"  MEHTaJbHas perap/aus;
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AHaTM3 POJIOCTIOBHOM BBISBUII OTATOIEHHOCTh TpOoMOOdmwInen, snuierncuei, Hed-
ponatuei, 5MpuU3eMOH JIETKUX, IIUPPO30M IIeUeHH, BPOXKI€HHOH KaTapaKTOM.

Pe3ynbraThl JOTOJTHUTETBHBIX METOOB HCCIENOBAaHUN ceMbH (OMOXUMUUECKUX, MO-
JIEKYJIIPHBIX, THCTPYMEHTAIBHBIX) IIPUBEJIEHBI B Ta0JI. 1.

BoiBoapl. [losyyeHHBbIE JaHHBIE TTO3BOJIMIN 3aTI0I03PUTh CEMEHHBINA CTydail MUTO-
XOHAPHUATBHOTO 3200 1eBaHMsI, 00JIEe BCETO COOTBETCTBYOMNY cuHapoMy MELAS (MUTOXOH-
JipuasibHas sHIedarTonaTus ¢ JIaKTaT-allu030M W WHCYJITONOAOOHBIMU 3MMU307aMHu). Y
cubca 1 Marepu IpoOaH/Ia MaTOJIOTHS Peayin30Baiach Ha (DOHE CHIKEHUS aKTUBHOCTH KJTIO-
yeBoro ¢pepmenTa ¢osartHoro rukia — MTHFR, o uem cBuzerenscTByeT KJIMHAYECKAsA Kap-
THHA 3a00JieBaHUsI U 00HAPY:KEHHBIN MoIuMOpdu3M. OfHaKO abCOTIOTHBIM JOKA3aTeThCT-
BOM MOTYT CJIYKHUTD OIpezieJieHrne caMoro (peHoMeHa TUITOMETUIMPOBAHUS U OOHapYKEeHHE
mytannu B MT/JHK, accommupoBannoii ¢ MELAS-cuHIpoMOM.

BBeneHre ckpuHUHTa Ha OJIUMOPQMHBIE TeHbI (POJIATHOTO IMKJIA, HAPYIIIeHUe KOTO-
pOTO TIPUCYIIEe YKPAUHCKOU IOIYJISAINUN, IO3BOJIJIO YCTAHOBUTD ONpe/e/IeHHbIE 3aKOHOMe-
PHOCTH BJIMSHHSA TeHOTHIIa Ha QeHOoTUN OOJBHBIX M pasborath AuddepeHInaIbHO-
JINaTHOCTUYECKHUE KPUTEPHUHU MUTOXOHAPHUATBHBIX 3a00JIEBAaHUI U HAPYIIIeHUH 0OMeHa cepo-
cojieprKaIuX aMHUHOKUCIOT (puc. 3). JlasbHelIe uccieloBaHusa acCcouauii MUTOXOH/T-
pUaATbHOM MATOJIOTHH C AehUIUTOM (HEePMEHTOB (POJIATHOTO IHKJIA MTO3BOJIAT YCOBEPIIEHCT-
BOBATh 3TH KPUTEPUHU U MMPUOTUBUTHCSA K MHAUBUAYATIHBHON TEPAITUA MUTOXOH/IPUOTIATHH.
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FAMILY CASE OF ASSOCIATION OF MITOCHONDRIAL DISEASE WITH GENE
MTHFR 677G/T POLYMORPHISM

Y.B.Grechanina In the article is considered the task of examining the association of mi-
EY.Grechanina tochondrial disease with deficiency of the folate cycle enzymes that will im-
s prove the differential diagnostic criteria of mitochondrial disease and meta-

L.V.Molodan bolic disorders of sulfur-containing amino acid and approach of individual
0.V.Vasilyeva therapy of mitochondriopathy.
V.A. Gusar
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