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O6ocHoBaHue. MeTremornobuHemun — rpyrnna 3aboseBaHui, 06yCA0BAEHHbIX Pa3/IMYHbIMU paKTopamu, rnpu KOTopbIX
yBe/n4ynBaeTcs cogepaHne metremMoriobnHa (MetHb) B kpoBu cBbile ¢pu3noaornyeckor HopMmsl. OnucaHue KJanHu4Ye-
cKoro cayyas. [lpeacTaB/ieH KIMHUYECKNUI CayYal JeBOYKM ABYX JIET, y KOTOPOHU METreMOorio6uHeMns OKa3asach caydan-
HOM HaxoAKoM npu obpalleHnn no noBoAy TpaBMbl ro/10Bbl. B pe3ynbTate nccaeoBaHuii ycTaHOBIEH Hy/1€BON ypPOBEHb
aKTUBHOCTH (epMeHTa LUMTOXpPOM-b5-penyKTasbl, YTO CBUAETE/bCTBYET O FOMO3UIOTHOM COCTOSIHUMU reHa. CoCcTosiHUe
yMaHo3a M rmMnoKcumn KynupoBaHo npueMomM acKopbUHOBOW KMUCIOTbl Kypcamu 250 mr/cyT. 3aknioyeHue. Crenyet rnpo-
ABJISITb MOBbILLIEHHYIO HACTOPOXKEHHOCTb B OTHOLUIEHUU AINTENIBHOIO U30JIMPOBAHHOIO LiMaHo3a Mpu UCKIYEHUU Hanbo-
Jlee pacrpoCTPaHEHHbIX MPUYUH ero pa3Butus. [lpy cBoeBpeEMEHHO Ha4YaToM JIeHeHMM MOXXHO MPeaoTBpaTUTb pa3sutne
TSXEJIbIX OC/IOKHEHMH.

KnioyeBble cnoBa: MeTreMOrno6uHeMus, roMO3UroTHas MeTreMoriobMHeMuUs, HUKOTUHaMUAaAeHUHANHYKIEOTUArAPO-
reHasa-UnToxpom-b5-pesyKktasa, KIMHUYECKUI CayYal, AeTH, METTEMOIIOBUH, LUMaHo3, aCKOPObUHOBas K1caoTa
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OBOCHOBAHME
MeTremornobuHemun — rpynna 3aboneBaHuin, 06y-

C/IOBJIEHHBIX pPa3nuyHbiMU GaKTopaMu C YBETUYEHUEM
cofepxaHua metremornobuHa (MetHb) B KpoBu CBbllwe
dunsnonorndyeckon Hopmbl (> 2% OT o6LLEr0 KONMyecTBa
remorno6uHa (Hb)) [1, 2]. B npeactaBneHHOM Habnoae-
HUX NPUYUHON Pa3BUTUS METTEMOrIOOUHEMUU ABNSETCHA
BPOXAEHHbIV ebULUT HUKOTUHAMUAAAEHUHANHYKNEOTU -
ruaporeHasbl-umMtoxpom-b5-peayktasdbsl (NADH-CYB5R) [3].
BnepBble 0 gaHHOM 3abofneBaHWM yNnoMWHanocb Gonee
BeKa Haszaj. CyulecTByeT TpU 3HAEMUYHbLIX o4ara MeTre-
MOII06UMHEMUU: Cpean MHAENLEB U 3CKMMOCOB Ha AndcKe
1 B AKyTuu [4].

Llenbio onucaHus KIAWMHUYECKOro ciy4vas gaBnseTcd
[EMOHCTPaLMUS CNOXHOCTH AMarHOCTUKKU AaHHOro 3abone-
BaHWS BCNELCTBME HECMNELUPUYHOCTU KIIMHUYECKUX NPO-
ABNEHUN.
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KAUHUYECKUNA NPUMEP

O nayueHTe

11 ¢depang 2017 r. B NpuemMHoe oTaeneHne obpaTu-
NIMCb poauTenu AeBoYkun 2 net 10 mMec B CBSI3W C TpaBMOW
B 061aCTU TEMEHHOW KOCTU — pebeHOK rocnutanmampoBaH
B HEMPOXMPYPr1uYecKoe oTAeNeHHE.

M3 aHamHe3a M3BECTHO, 4TO pebeHOoK OT wecTon bepe-
MEHHOCTHK, MpoTeKaBlWen Ha GoHe yrpo3bl MpepbiBaHUA
¢ 19- Hep, nepBbIX poAoB. PaHHee pa3BUTHE MO BO3paAcCTY.
AnneproaHamHe3 OTArOWEH — KOXHas CbifMb MNpKU yno-
TpebneHnn npenapaToB, COAEPKALLMX NAKTO3Y, caxaposy;
flapuHrocnasm Ha Mbibly, WepcThb.

BbinonHeHa KomnbioTepHas Tomorpadus — nepenom
/IEBON TEMEHHOM KOCTU, 6€3 3HAYUTENbHOIro CMELLEHUS
OT/IOMKOB, AaHHbIX 3@ Hannyne BHyTPUYEPEMHbIX KPOBOMU3-
JINSHWUIA, YHaCTKOB YLUMGOB M APYrov CTPYKTYPHOM NaTonorum
roON0BHOrO0 MO3ra He nosiyyeHo. [okazaHui ansa onepatus-
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HOro BMellaTenbCTBa He Obl1o, leYeHne KOHCEpPBATUBHOE.
OpHako npu o6cnefoBaHUKM BbiSIBAEH BbICOKMI YPOBEHb
MetHb — 42%.

[Mpy nogpo6HOM ornpoce Ha NpeameT Xanob Ha LuaHo3
Mua M akpouMaHo3 BbISICHUAOCb, Y4TO AaHHble CMMMTOMbI
NosIBUANCb BECHOW B BO3pacTe ABYX JIET NOC/e NepeHeCEeHHON
pecnupatopHon MHOEKLMN. PebeHoK 6bin o6cnenoBaH, npu-
YUHY LiMaHO3a CBSA3bIBa/IM C BO3MOXHOW pecnunpaTopHOM naTo-
norven (6poHxuanbHasa actMma?). Co cnoB matepu, Ha doHe
WHransunmM OpPOHXONUTUKAMM LIMaHO3 yMmeHblancs. Jletom
[0 rocnutanuaaunm Haxogunach B AepeBHe, rae OTCyTCTBOBa
KOHTPONb 3a MuTaHWem — ynoTpebnsna B MUy NpPOAYyKTbl
«C 3emM/in». B OTHOCMTENBbHO CBOGOLHOM AOCTYMNE Haxoanauchb
a30TUCTble yaobpeHus (Mo TUMY KanbLMEBOW CENUTPbI) U UHCEK-
TMUMABI (OT KOMOPaACKOro XyKa), MCMoNb3yeMble Ha Aa4yHOM
y4aCTKe C LEenblo NOBbIWEHUS ypoxKanHoCTW. [epeBeneHa
B OTAENEeHWe reMaTonornv Ans 06cnefoBaHuns U neveHus.

PusmkanbHaa AUarHocTuKa

CocTodHMe pebeHKa cpegHeTskenoe. B co3HaHuw,
aKTMBHa, Ha OCMOTP pearupyet ageksBaTHo. Ob6pauwatoT
Ha ce6q BHUMaHWeE LLMaHOTUYHbIE KOXKHble MOKPOBbI, YUCTbIE
OT MHPEKLMOHHBIX U annepruyecKmx BbICbIMaHUN, YyMEPEH-
HO BnaxHble. B neBon TemeHHOW 06acTU MPUNYXNOCTb.
Cnnsunctole 060/104KN LMAHOTUYHbIE, BNAXKHblE, YUCTblE
OT BbICbiNaHWi. 3eB He runepemMuMpoBaH. AycKynbTaTUBHO
AblXaHue nyapunbHoe, NPOBOAMTCS BO BCE OTAENbl, XPUMNOB
HeT. ToHbl cepAaLa 3BY4Hble, pUTMUYHbIE. HacToTa cepaeyHblX
COKpalweHnn — 150 ya./MuH. XKMBOT MArKUKN, 6e36ones-
HEHHbIW, JOCTYNEH ry6OKOM M NOBEPXHOCTHOM Nanbnauumn
BO BCeX oTAenax. Pasamepbl neyYeHu 1 ceneseHkun B npeaenax
BO3pPaCTHOM HOpMbl. HeBponorvyeckas U MeHWHreanbHas
CMMNTOMaTUKa OTCYTCTBYET.

MpeaBapuTenbHbli AUArHO3

[To paHHbIM GU3MKaNbHOIO (BblPa*EeHHbIM LMaHO3)
M nabopatopHoro (MetreMornobuH 42%) wuccnenoBaHWin
BbICTaB/EH NpeaBapuUTeNbHbIN AnarHo3 — meTremMornobu-
HEMUS.

AnarHocTuyeckue npoueaypbl

Mo pe3ynbratam NabopaToOpHbIX UCCIEA0BAHNI: 3PUTPO-
LIMTO3 (3pUTPOLUTLI — 6,2 X 1012/n), Hb — 162 r/n, MeTabo-
JINYECKMIA KOMMEHCUPOBAHHbIN auunao3 (pH 7,33, M36bITOK
ocHoBaHui (BE) — 9 mmonb/n, HCO; — 16,8 mMmonb/n),
MetHb — 39,7%. Mo aaHHbIM 3xoKapauorpadbuuM avarHo-
CTMPOBaHbl AedeKTbl MeXNpeacepaHOn Neperopoaku —
2,21 3,4 MM, reMOAMHaMUYECKN He3HavymMMble. [poBeaeHa
[MarHoCcTMKa Ha onpeaeneHne akTUMBHOCTU LMTOXpoM-b5-
pefyKTasbl, OCHOBHOrO ¢depmeHTa MeTabonM3ama remMmorno-
O6WHa, — aKTMBHOCTb paBHa O (npu Hopme 2,2-4,5%),
YTO CBMWAETENLCTBYET O FOMO3WUIOTHOM COCTOSIHUM TeHa
CYB5R3, koanpytowero depmeHT NADH-CYB5R. Takke npo-
BeAeHo nccnegoBaHne KoadpouumeHTta betke 1 (N > 1,25),
BeTke 2 (N > 2,8), KOTOpble ABNAOTCA MapKepamu NaTtonoru-
4yecKoro remornobuvHa M. Bbinn noayvyeHbl oTpUuaTesbHble
pesynbTaThbl, YTO CBUAETENbCTBYET O €r0 OTCYTCTBUM.

KnuHunyeckum gnarHos

OcHoBHOM AguarHos: «MeTreMornoémMHemMus roMo3uroT-
Has». ConyTCTBYOWMUIN AnarHo3s: «[lepenom NeBon TEMEHHON
KOCTK 6€3 CMeLLeHNs OTIOMKOB. BpoXAeHHbIM NOPOK cepa-
ua: gedeKT MexxnpeacepaHon Neperopoku».

AnddepeHunanbHaa guarHocTuka
M0 KAWHWYECKMM CUMNTOMaAM MeETreMornobuHemumto
B JaHHOM cnyyae cneayet avdodepeHumMpoBaTtb ¢ 6GPOHXM-

aNbHOM aCTMOM B CBA3W C HAIMYMEM OTATOLEHHOrO annep-
roaHamHesa (napuHrocnasm Ha Mblfbly, WeEPCTb) U Kynu-
poBaHWEM LMaHO3a MNocne WHranauum GPOHXONUTUKAMMU,
a TaKXKe ¢ ApPYrMMun NaToiormsamm 6poHXoNero4Hom CUCTEMBI,
NPUBOAALLMMU K PA3BUTUIO [ibIXaTENbHON HELOCTATOYHOCTH.
OnddepeHumnanbHylo AMarHoCTUKY TaKKe cneayeT NpoBoO-
[UTb C BPOXAEHHbIMM MOPOKaMKW cepaua c obegHeHUeM
Manoro Kpyra KpoBoob6palleHus: TeTpagon Panno, TpaHc-
no3unLmMen MarucTpanbHbIX apTepuin, 06LLMM apTeprasibHbIM
CTBOJIOM W T.A.; BHYTPM HO30/10TMU — C MPUOBPETEHHOMN
MeTreMoriobMHeM1UeEn, BPOXKAEHHON reTepo3nroTHOM MeT-
remMornobmMHemMuen, ¢ apyrumu 3ab6ofeBaHUS MU KPOBU —
cynbdremornobnuHemmen, KapboKcureMornobuHemmemn
W OPYrMMKU reMorio6uHoNaTUsSMu.

MeauuMHCKME BMellaTebCcTBa
XUpypruyeckme BMmelaTenbcTBa He MNPOBOAWIIUCH.
[narHocTnyecKkune BMellaTeNibCTBa OMncaHbl BhlLLE.

AnHamuKa 1 ucxopbl

HasHayeHa aTMoTponHas Tepanus acKopOGUHOBOM KUC-
notov no 500 mr 1 p/cyT, KOTopasa ABNSETCS BOCCTAHOBU-
Tenem MetHb. lMpn onpeaeneHnn KUCNOTHO-LWENOYHOIO
COCTOSIHUSA KpoBM 4veped 10 AHen nocne nocTynfieHus
Hab6noganacb NONOXKUTENbHAA AMHAMUWKA — YMEHbLUEHWe
ypoBHs MetHb ¢ 42 pgo 26,9%. BbinucaHa Ha amb6yna-
TOpHOE /leyeHne ¢ NOCTOSAHHOW TepanuMen acKopbUHOBOWM
Kucnoton B go3npoBke 250 Mr 1 p/cyT Kypcamu no 2 Hepj,

B mecsl, [5].
Takke o6¢cnegoBaH cM6¢ 10 Mec Ha HannymMe BPOXKAEH-
HOM MeTreMornobuHeMmn — no pes3ynbTataMm BbiiBlEHa

CHUXEHHass aKTMBHOCTb depMeHTa, Y4TO CBUAETENbCTBYET
0 reTepo3nroTHOM MyTaumMu, O4HaKO KJIMHUYECKKeE NposiBIe-
HUA OTCYTCTBYIOT.

MporHos

Mpn paHHoOM 3ab6oneBaHWM MPOrHO3 6aaronpPUATHbLIN
npu cob0AEHUN pexnma npuema npenaparta (acKopbuHo-
BOW KUCJIOThI).

OBCYXAEHME

CywectByeT MHOWM B3Mg4 Ha fle4eHUe rOMO3UTrOTHOWM
METreMorno6MHeEMMn — C MOMOLLbIO METUIEHOBOIO CUHErO
C BHYTPMBEHHbIM BBeAEHMEM npenapaTa B NepBoHayalb-
HOM Ao3upoBKe 1-2 Mmr/Kr [6, 7]. Kpome Toro, psa aBTo-
pPOB cyuTaloT, YTO cneunduryecKas Tepanuns acKopobnHOBOM
KUCNOTOM MAN METUAEHOBBLIM CMHUM MOKa3aHa nauneHTam
C BbIPAXXEHHOMN KIMHMYECKON CUMNTOMAaTMKOM M NauueHTam
C NaToslorMen co CTOPOHbI BHYTPEHHMX opraHoB [1, 7, 8].
ABTOPbI JaHHOW CTaTbW NPUAEPKMBAIOTCA MHEHUS O HEOO6-
XOAUMOCTU MOCTOSIHHOIO NeYeHUst ¢ UCMNONb30BaHNEM BOC-
CTaHOBUTENS MEeTremMornobuHa — aCKOPOMHOBOW KUCNOTHI.

3AK/IIOYEHHME

[JaHHbIN KAWHUYECKUN Ccnydyah AEMOHCTPUPYET COXK-
HOCTW AWMArHOCTMKWM METreMOorno6uHemMMnM Ha BCEX YpPOB-
HSIX CUCTEMbI OKa3aHWs MeAMLMHCKOM MOMOLM BCNeaCTBME
HecneuMdUYHOCTHU U CKYAHOCTM CUMNTOMATUKM. [posiBNeHUs
3aBUCAT OT YPOBHSA METreMoriobuHa B KpOBM — OT 6eCCHUM-
NTOMHOrO TEYEeHMs A0 Pa3BWUTUS KOMbl. B gaHHOM cnydvae
AWarHo3 MeTreMorno6uHemMun Oblfl YCTAHOBMEH CyYalHO
npu ob6cnegoBaHWM B CBA3M C TpaBMOW. TeM He MeHee,
Bpa4yaMm cneayet NposiBAATb KAMHMYECKYID HACTOPOXKEH-
HOCTb B OTHOLWEHWU AIUTENbHOIO M30IMPOBAHHOIO LiMaHO3a
npu OTCYTCTBUM CepAevHON NaToNoruK, TaK KaKk npu cBoe-
BPEMEHHO Ha4yaToOM SIe4EHUU MOXKHO M36eraTb CepPbe3HbIX
ocnoxHeHun [8-10].
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UWHOOPMUPOBAHHOE COIJIACHE

He nony4yeHo M3-3a OTCYTCTBUS KOHTAKTa C NaLMEHTOM.
[aHHble 0 NauneHTe 06e3/MYEHbI.

INFORMED CONSENT

Not received due to lack of contact with the patient.
Patient data was depersonalized
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