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B [l rkcap* B CTaTbe paccMaTpuBaeTcs 3ajada W3yu4eHus accoupnauuy MuTo-
XOHAPWaNbHOW NaTosorun ¢ AeuLMTOM epMeHTOB hoIaTHOMO LMK-
na, 4To NMO3BOJIUT YCOBEPLLEHCTBOBAThL AN EpPeHLNan bilo-guarHacTm-
yeckre KPUTEPUM MUTOXOHAPUANbHbLIX 3a60seBaHUA U HapylleHWui
o6MeHa cepocofepXkallx aMMHOKUCAOT U NPUGAN3UTLCS K UHAUBUAY-

JA'up laKOHt'KUU HO LMOKWUA bHbI I
,Mer7uuyHCpLWn yHUBepCcuTeT

NapbKIKCKUM cheywcL.uiupr>> a/1bHO Tepanny MUroKoBAPMONaTHA.
BUHHbIN .MEN'MKO-TeTUNNNY6'C KNt
UeHTp KniouyeBble cnosa: MUTOXOHAPpMonaTtuA. (i)OI'IaTFIbIIZ UnkKn, nonn-
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BeegeHune, Co BpeMeHM yCTaHOB/IEHUS BbICOKOW 4acTtoTbl anniend C677T MTHFR B
YKpanHe, B YKPanHCKOM MHCTUTYTE K/INHUYECKON reHeTUKM XapbKOBCKOr0 HauMOoHanbHOro
MeguumMHcKoro yHmsepeuTteTa (YUKIE XHMY), npoBognMTca U3yyeHue ero accoymaunii ¢ Mum-
TOXOHAPWaNIbHOW U A4EpHOM MOHOreHHoi nartonorven [1]. Bblno n3yyeHo pacrnpeesieHune
yacTtoTbl annensa C677T MTHFR n annena A66G MTRR B pa3/InyHbIX 3THUYECKUX Fpynnax w
ycTaHOBNeHa Haubonbllasa vactota T annena B Ntanun, ®paHumu, Poccnun, YkpanHe (46,6;
36.1; 41,2; 27,4 cooTBeTCTBEHHO). HacTtoTa G annens Hambonee BbicOKas B Poccuun, dpaHumn,
YkpauHe u Utanuu (0,64; 0,57; 0,57; 0,52 cOOTBETCTBEHHO) [21.

YuuntbiBas TOT (pakT, 'TTO A4epnunT (PePMEHTOB (PONATHOrO LUKNa NPUBOANT K CHU-
XeHuto MetunuposaHus JTHK n notepe 3awinTbl OT BpeAHbIX PeLEeCCUBHBLIX MyTaLWui, Ham
NpeacTaBsACcA HecnyyanHbIM (DEHOMEH accoumalmii NoONMMOpPnU3Ma 1 3KCMPeccnmn To4vey-
HbIX MyTaumi (Mo-BUAMMOMY, Ma>KOpPHbIX) [31*

Llene mnccnepoBaHusa. M3ydeHme accoumaunmm MUTOXOHAPUANIbHOW MNaToNoOrnm ¢
aeuyuntomMm hepmMeHTOB (hONaTHOro LmMKYa.

MaTtepuanbl u meToabl. YactoTel annenen C677T MTHFR n A66G MTRR paccuun-
TaHbl Ha OCHOBE pPe3y/ibTaToB CKPUHWHIa MNOIMMOPMU3MOB B FeHax CuUCTemMbl (DONATHOrO
uMKnIa, KoTopblii npoBoguTcs ¢ 2008 r. B YUK XHMY n HacumTbiBaeT 1238 nauMeHTOB C
fedunumTtom honatHoro umkna. Cpeam HUX yCTaHOBIEHO CYLLECTBEHHOE KOJINYECTBO FeHETU-
YecKMx KomnayHzoB. Hanbonbliee pasHoobpasme Ho3o0n0rn4eckmx opm (y 167 naunmeHToB)
Habnganocb Npu reTepo3nroTHOM kKomnayHae C677T Htzg/ A66G Htzg v npu covetaHumn
C677T Htzg/A66G Hmzg C'59 nauneHTOoB).

PesynbTatbl n o6cyxxaeHune. NMpueognmoe HabnogeHue 3a cembeli . noaTeep-
XAaeT KIMHUYECKYI0 3HAaUMMOCTb YKa3aHHbIX accoumaunii U packpbiBaeT BO3MOXXHOCTU Na-
TOreHeTMYEeCKOol KoppeKumn.
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MaTb pebeHka A,, 14 net, o6paTtunace B YVIKIT XHMY gna ytouHeHusa gnarHosa. Aun-
arHo3 y cbiHa Mpu NOCTYN/IeHNN: cuHapom JSlyn-bap. cuHapom geuuymta BHUMaHUSA, coegn-
HUTENbHO-TKaHHasA Aucnnasus. MNpu obpalieHn MasbYMK XKanoBascad Ha HEYCTOMYMBOCTb
MOXOAKW, MPUBOAALLEN K YacTbIM MageHUsaM, 0bLLyo c1abocTb, 4eULNT BHUMAHWS, YacTble
NpocTyAHble 3a60/1eBaHUSA, YacTble FO/I0BHbIe 601 (MPEUMYLLLECTBEHHO B /1I06HOM 061acTun)
6e3 BUAMMOI NpuumnHbl. Cectpa NpobaHga - T., 15 fieT, Takxke NpegbsABasia »anobbl Ha vac-
Tble TOMIOBHbIe 6O/ B NOGHOM 06M1acTn, NEPUONYECKME 0OMOPOYHbIE COCTOSIHUS, MOCTOSIH-
HYH0 €/1ab0CTb M YTOM/ISAEMOCTb, 60/ B HMXKHUX KOHEYHOCTSX (KOJSIEHHbIX CycTaBax U MKPO-
HOXXHbIX MbILILLAX).

B chbeHOTUNE NpobaHaa n cubca obpalwaloT Ha ce6s BHUMaHMEe acTEHMYECKUIA TUN Teno-
CNOXEHMA. gonmxouedanms, TeneaHrM3kKrasmym 1 HEBYCbl Ha KOXE, «MPaMOPHOCTb» KOXKHbIX
MOKPOBOB, HE3HAUYUTENbHbIM MTO3, ronybble CKNepbl, YyMepPeHHas rmnepmMobunsHOCTbL CcycTa-
BOB. MbIWIEYHasi TMMOTOHUSA, CKOAMO3. b (heHOTMNE MaTepu - OXMPEHWe, NTO3, «Mpamop-
HOCTb>» /1afi0OHEN, BblpaXXeHHas rMNOTOHMSA MbILL, Me3odepManbHas aucnnasus (puc, 1-2).

Puc. i. deHoTnn npobaHga Puc. 2. deHoTun maTtepu n cmnbea

b HEBPO/IOTNYHECKOM CTaTyCe NauynMeHTOB onpeanendasinCb NpmM3Hakun I'II/IpaMI/I,EI.HOVI He-

OO0CTaTOYHOCTM U MMonatTn4dyeCcKoro cMHApoma.

Tabnuuyai

CpaBHI/ITerIbHaFI XapakKTepuUCtTukKa pe3ysibtatoB O6Cﬂe,ﬂ,OBaHI/IF| mMaTtepn un ,que|7|

MeToasl
HCC/leOBBH.UA

3neKTpo-
Muorpadpus

Aonneporpadus

JxarapAKocKon us

Y3
BHYTPEHHUX opra-
HOB

O XX
aMWUHOKUNCNOT KPO-
BU

JlakTaTt Kposu
Monsapo-
rpadguyeckme Ho
cnefoBaHUE MbITO-
X0 K[ pranBsH bix
hepmeHTOB
Monnmopdunsmel E
reHax onaTHoro
umkna

MpobaHpg

AKcOHanbHasi HeliponaTusi Mano-
6epLoBOro HepBa, MPU3HaKK
HeliponaTuu iy4eBoro v UKpo-
HOXXHOIO HEepBOB crnpasa

PernoHapHasi aHrMoANCTOHUS a
KapoTuaHoOM n BepTebpo-
6B3UNSAPHIOM 6GacceliHax

Mponanc mmnTpasnbHOro

KnanaHa 1cr.

MepHBacKynapHas HHHAbpauns
neyeHu, NpU3HaKM NaHKpeaTons-
TUW. NepuBacKyNAPHBA NHPUb-
paLms MoYeYHbIX CUHYCOB, BU-
3yanmsaums Hajno4ye4yHNKOB

Cneabl METHATUCTHANHA,
+ OPHUTUHA. FNTaM1Ha

1,26 u MO/b/N1 [N- 0,2-2,2)

V [bIXaTeNbHOro Ko3M-Tta. Koag-
Ta hochapHNHpPabaHHA MansTa.
ackopb6arta, ckopocTu gocdopu-
nnpoBaHus

He o6Hapy>xeHbl

CHoc

.AKCOHa/lbHas HeliponaTusi MKpo-
HOXHOr0 HepPBOB Crpasa

PernoHapHas BHrMoANCTOHNS.
AcCMMETPUA KPOBOTOKA

[ononHutensHas xopga B MoO-
NIOCTU NeBOro >Xenyfouka
MepuBackynsapHas, nepu-
OHNMapE-3as nHunbpauna ne-
YeHW. NMPU3HaKN NaHKpeaTona-
TUN. KOCBEHHbIE NPU3HAKK ra-
CTpUTa, NPU3HAKN CONEHOrO
AnaTtesa. BU3yannsaunsa Haano-
YEeYHNKOB

Cnefpbl, LUCTOTUOHUHA.

+ [OTBMW Ha, acnapBruHB

1,09 mmonb,-n G63*0,2-2,2)

V AblXaTeslbHOro Ko3g-Ta, Ko3d-
T8 thocthopnNMpoBaHMUS MBNATB,
CcKOpocTU hochopunnpoBeHNS

Htzg MTHFK
677C—T (A222V)

Martb

AKcOHasnbHasi Heliponatus,
ManobepL,oBOro Hepsa, Npu-
3HaKuW HeliponaTum ny4veso-
ro N NKPOHOXXHOIO HEPBOB
cnpase

PernoHapHasa aHrmoguncTo-
HUa

Mponanc MmnTpanbLHOro
KnanaHa 1cr.

YMepeHHas renaTome raams.
>XMPOBOW renatos. XpoHuue-
CKWIA NaHKpeaTuT, XXenye-
rameHHasi 60/1€3Hb, MoYe-
KameHHasa 60ne3Hb

Crefbl METUA TUCTUANHA.
* ypOBEHb FN0TaMMHa

2,77 mmons/n [N* 0.2-2,2]
i AbIXaTeNbHOro Koam-Te,
Ko3-Ta hocdop nanpo BB-
KNS ackopbarta, CyKLMHBTA.
ckopocTu thochopunmnpoBa-
Hua

Htzg MTHFR 677C—T
[A222V)



ocTeonopos
AHanM3 poAoC/I0BHOM
BbIpa)XeHHas c/a- COCAV HUTC/1 bHO-
60CTb MbILLL, TKaHHas Aucniasus,
MUK [LONNXOCTEHOMEN US
3a60/1eBaHNsI HEPBHO- naToniorusi cepaua 1 MarucT-
MbILLIEYHOI CMCTeMbl npe- pasibHbIX COCYZO0B
nakTaT- aTpocms Nno/ABbIBUX T romoumncTenHa VMYLLIECTBEHHO MO MaTepuH- (MHhapKT, apTepranbHble
aumaos 3pUTENLHOIO XpycTanvka B KPOBU, MOYe CKOW TIMHUN 1 BeHO3Hble TPOM6O3b),
OHKOMATO/I0TUs
N3MeHEeHUs1 Npu uccneoBaHue YPOBEHb
MONEKYAPHOE anekTpomwuorpadmn IMET”OH”Ha- YPOBHS XXUPHbIX, MONEKyApHoe NMMNONPOTENO0B U TPUTN-
nccnefoBaHue (RRF-theH0.MCH) uncTemHa KUCNOT nuccnefoBaHne Lepuaos
MTOHK B KPOBM reHoB uuknia
¢honatos

OCHOBHble K/IMHUYECKME NPOSBEHMS:
MeHTa/lbHaa peTapaaums;
3HUedanonaTns, 1eBUaHTHOE NOBEAEHMeE:
cyfmoporu;

COCYAUCTbIe HapyLIeHUsi (MHCYbTbl, UHCYNbTO MOAOGHbIE 3NM304bl):

MoOAOCTPbIN NaHKpeaTUT

MLDOOWOT3g N9HhAVH

uo

Of M»Auag (T€) @ N 010z ‘Bunewdedp eHunioy wmds)
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AHann3 poaocnoBHON BbIABUA OTArOLWEHHOCTL TpoMbodunmer, anunencuei, Hed-
ponaTuvei, ampn3emor nerkn*, LMPPoO3oM MeveHU, BPOXKAEHHOWN KaTapakTon.

Pe3ynbTatbl 4ONONHUTENbHbIX METOA0B MCCNeA0BaHU ceMbU (BMOXUMUYECKUX, MO-
NeKyNSApHbIX, NHCTPYMeHTabHbIX) NpuBedeHbl B Tabn. L

BbiBOAbI. [N0syyYeHHbIE aHHbIE MO3BOIVUAN 3aN0403PUTb CeMEeNHbIM cnydyail MUTO-
XOHAPWanbHOro 3aboneBaHns, 60ee BCEro COOTBETCTBYOWMNIA cnHapoMmy MELAS (MUTOXOH-
ApvanbHasa 3sHueanonatMa ¢ nakraT-aunmgo3oM U UHCY/bTONOA06HBIMWU 3nn3ogamun), Y
cnbca. U matepu npobaHga NaTtonorua pean3osanacb Ha HOHE CHMKEHUSA aKTUBHOCTU KO-
yeBOro pepmeHTa ponatHoro umkna - iIlITHFR, 0 yem cBNAeTeNbLCTBYET KIMHUYECKAaA Kap-
TUHa 3a60/1eBaHNA 1 OOHaPY>XXEeHHbIV nonnmopdunam. OgHaKO abCoONOTHLIM A0Ka3aTenbCT-
BOoM MorjT cny>xuTb onpegesieHMe camoro peHomMmeHa runoMeTUINPOBaHUA 1 OBHapy>XXeHue
M;Taumm B MTAHK, accoummnposaHHoii ¢ |1 ELAS-cuHapomMom,

BBefeHMe CKPpUHUHIA Ha NOIMMOP(IHbIE TeHbl 001aTHOrO LMK/A, HapyLlleHne KOoTo-
poro npucylle yKpamHCKoli nonynsumm, No3BOSIN/O YCTaHOBUTL OMnpeesieHHble 3aKOHOMe-
pPHOCTU B/IUAAHUA TeHOTUMNa Ha (eHoTUN 60MbHbIX W pasdoTaTb AUddepeHUNanbHO-
ANarHoCTu4eckme KpUTepum MUTOXOHAPUAbHbIX 3a601eBaHNi U HapyLWeHNA 06MeHa cepo-
cogepXkalux ammHokucnot (puc. 3). [JanbHeilwne nccnefoBaHua accoumaumii MUTOXOHA-
puanbHOW naTonormn ¢ geuumTom GepmMeHTOB (DONATHOrO LKA NO3BOMASAT YCOBEPLUEHCT-
BOBaTb 3TV KPUTEPUM U NPUBNN3UTBCA K UHANBUAYA/TbHOM Tepanum MUTOXOHAPMONATUIA.
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FAMILY CASE OF ASSOCIATION OF MITOCHONDRIAL DISEASE WITH GENE
MTHFR G77C/T POLYMORPHISM

Y B.Grechanina In the article is consideredthe task of examining the association of mi-
tochondrial disease with deficiency of the folate cycle enzymes that mil im-

EY. Grechanina prove the differentia! diagnostic criteria of mitochondrial di-ease and nieta™

LV. Moiodan bolic disorders of sulfur-containing amino acid and approach of individual
0.U. Vasilyeva therapy of mitochondriopathy.
v.fl. Gusar
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