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MeTremornobuHeMrn — rpynna 3aboAeBaHWiA, KoTopble
06YCAOBAEHbI Pa3AMUYHbIMKU GaKTOPAMM, MPU KOTOPbIX YBEAUUK-
BaeTca coaepxaHue metremornobuHa (MetHb) B KpoBM CBbiLLIe
GU3MOAOTMUECKON HOPMbI (> 2% OT 0OLLEFO KOAMUECTBA rEMO-
rnobuHa (Hb)). MpuuMHaMu pasBUTUS METrEMOrAOOUHEMMUM
MOTYT ObITb BPOXAEHHbIM AEDULUT HUKOTUHAMUAGAEHUHANHY-
KAEOTUATMAPOreHasbl-UnToxpom-b5-peaykrasol (NADH-CYB5R);
reHeTMyeckue pedektbl CTpykTypbl Hb; peakumn Ha OKUCAK-
TeAbHble areHThbl, npeobpasyowre Hb B MetHb.

AkrtyanbHocTb. OepmeHT NADH-CYB5R koanpyeTcs reHoMm
CYB5R3, KOTOPbIM PacrnoAOXeH Ha 22-1 XpOMOCOME B AOKyCe
22q13-qter. Ha paHHbIA MOMEHT B AUTEpAType OMMCaHO OKO-
A0 500 cAyvaeB BPOXAEHHOM METreMOrnoOUHEMUU. AaHHOE
3ab0AeBaHNE SIBASIETCA PEAKUM, a KAMHWUYECKWUE MPOsBAE-
HUS1 — HecneuMpnYeckKMMm, 4To CyLLLECTBEHHO BAUSIET HA CBOE-
BPEMEHHYIO AUATHOCTUKY.

LUeab. Lenbto paszbopa AAQHHOTO KAMHWUYECKOTO CAy4asi
MOCAYXUAWM PEAKOCTb BPOXAEHHOM GOPMbI yKazaHHOro 3abone-
BaHWA U aKTyaAu3aLMss CUMMNTOMOB AASl Bpayel BCeX cnelmanb-
HocTeln AN BbICTPOM AMATHOCTUKKU U ACUEHMUS.

KnuHuueckui cayuam. PoauTenn peBouku M., 2 ropa
10 mec, obpatuancb B MATKE B CBSi3n ¢ TpaBMoW B 0b6AacTu
TEMEHHOM KOCTU — PeBEHOK rOCMUTAaAM3MPOBAH B HEMPOXM-
pypruyeckoe OTAEAeHMe. BbinoAHEHa KOMMbitOTEpHasi TOMO-
rpadua (KT) — AaHHbIX 3@ HaAMUME BHYTPUUEPENHbIX KPOBO-
U3AUSIHUIA, YYACTKOB YLLIMOOB M APYroM CTPYKTYPHOM NMaToAOrvu
FOAOBHOIO Mo3ra He MoAyyYeHo. [lokaszaHui AAS OnepaTMBHOIO
BMELLATEALCTBA HE ObINO, AeUeHWe KoHcepBaTMBHOE. OAHAKO
npu 06CAeA0BaHUM BbISIBAEH BbICOKMI ypoBeHb MetHb — 42%.
N3 aHaMHe3a M3BECTHO, YTO pebeHOoK OT LecTo bepeMeHHo-
CTW, NPOTEKaBLLEN Ha GOHe yrpo3bl NpepbiBaHUs ¢ 19-1 Hea,
paHHee pa3BWTME MO BO3PACTy. AAMeproaHamMHe3 OTATOLEH —
atonus. Xanobbl Ha UMAHO3 AMLA M aKpPOLMAHO3 MOSBUAWCH
BECHOM B BO3pacTe ABYX AET MOCAe MNepeHeCeHHOW pecnu-

paTopHON MHOEKUMU. /NETOM HaxOAMAACb B AEPEBHE, TAE
OTCYTCTBOBAA KOHTPOAb 3@ NMUTaHWeM — ynotpebasina B NULLy
NMPOAYKTbl C 3€MAW, B CBOBOAHOM AOCTyne ObiAM a30TUCTbIE
YyAOBPEHUS U UHCEKTULIMABL. MpK ocMoTpe obpallasm Ha cebs
BHUMaHWE LIMAHOTUUHbIE KOXHbIE MOKPOBbI U CAU3UCTbIE 060-
AOYKM, OCTaAbHble CWUCTEMbI OpraHoB — 6e3 mnatororuu. Mo
AaHHbIM 3axokapauorpadum (AxoKrl) anmarHocTMpoBaH AedekT
MexnpeacepaHon neperopoakn (AMMM) — aABa Aedekra
(2,2 n 3,4 mm). MpoBepeHa AMArHOCTMKA Ha OMpeAeneHue
AKTUBHOCTU LMTOXPOM-b5-peaykTadbl — aKTMBHOCTb pPaBHa
0 — romosurotHasa myTauus. Mo pesyabTatam AabopaTopHbIX
UCCAEAOBAHMIA: 3PUTPOLIMTO3 (3PUTPOLMTBI — 6,2 X 1012/h),
Hb — 162 r/A, MeTaboAMYECKUIA KOMMNEHCUPOBAHHbIN aLMAOS,
MetHb — 39,7%. HasHaueHa aTMOTponHasa Tepanua ackopbu-
HoBOM k1cAoTon no 500 mr 1 p/cyT, koTopasn ABAAETCA BOCCTa-
HoBuTeAeM MetHb. lMpu onpeapeneHnr KUCAOTHO - LLLEAOYHOTO
COCTOSIHUSI KpOoBUW Yepes 10 AHel nocAe NOCTYNAeHKA HabAoAa-
AaCb MONOXUTEAbHASA AMHAMUKa — yMeHbLUeHWe ypoBHS MetHb
A0 26,9%. BbinMcaHa Ha aMbynaTOPHOE A€UYEHME C MOCTOSIH-
HOW Tepanuen ackopbUHOBOW KUCAOTOW B A03UpoBke 250 mr
1 p/cyT Kypcamu no 2 HeA B MeCSILL.

3akAoueHne. AaHHbI KAMHUMYECKUN CAyyYal AEMOH-
CTPUPYET CAOXHOCTU AMArHOCTMKM METFEMOrAOOUHEMUM Ha
BCEX YPOBHSIX CUCTEMbl OKa3aHWA MEAWMLMHCKOM MOMOLUM
BCAEACTBME HeCneumdUUYHOCTU U CKYAHOCTU CUMMTOMATUKMU.
MpoABAEHUST 3aBUCHAT OT YPOBHS METreMOrA0bUHa B Kpo-
BW — OT 6BECCUMMNTOMHOrIO TEUEHUSA A0 PA3BUTUSI KOMbI. B AaH-
HOM CAyYae AMArHo3 MeTreMornobMHeMun ObIA YCTAHOBAEH
CAy4alHO npu oBCAeAOBaHMKM B CBSIBU C TPaBMOW. TeM He
MeHee, BpayaMm CAeAyeT MPOSABAATb KAMHWUYECKYIO HACTOpO-
XEHHOCTb B OTHOLUEHWUW AAMTEABHOTO M30AMPOBAHHOIO LIMAHO-
3a Npu OTCYTCTBMM CEPAEYHOM MATOAOTMU, TaK Kak Mpu cBOe-
BPEMEHHO HauyaTOM AEYEHUU MOXHO M3b6exaTb Cepbe3HbIX
OCAOXHEHWMN.
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WCKUI NeAuaTpUUeCKUid XXypHaA.
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