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B cTatbe npeacTaBneH KMMHUYECKMIA Cryyaln peaKoro HacnefCcTBEHHOMO 3a60MeBaHNS — HEAOCTAaTOYHOCTU MUTOXOHAPWAIIbHOW
[EOKCUIyaHO3UHKMHA3bl, MOATBEPXAEHHOrO naéopaTopHo B Poccuun. CrHapom nctoLLeHust MutoxoHapuansHon OHK, ceazan-
HbI C AePULMTOM OEOKCUIryaHO3UHKMHA3bI, XapakTepuayeTcs TkaHecneunuyHbiv nctoweHnem MTAHK v cHxeHnem aktms-
HOCTU KOMMJIEKCOB [AbIXaTefIbHOM LEenu MUTOXOHAPWUIA, MHOTME CyObeamHUUbl KOTopbix kogupytotcs MTOHK. 3a6onesaHve
XapakTepusyetcs HeobpaTMMbIM MOPaXEHWEM MEYEHW U FOfIOBHOrO Mo3ra u sBnseTcs abCofoTHbIM NPOTMBOMOKa3aHNEM
K MPOBEAEHUNIO TPaHCMaHTaumMM nevyeHn. PaHHUMK npusHakaMu MUTOXOHAPUANbHBIX HapYLLEHWA SBRSIOTCA CTOMKWIA nakrtar-
aumao3 M MNOBbILLIEHNE YPOBHA METMOHMHA B KPOBUW. [lnarHoctuka faHHOW 60ne3Hn MMeeT 60sbLLoe 3HAYeHne Ons Meauko-
reHEeTUYECKOr0 KOHCYNBTUPOBAHMSI CEMbU U NMO3BONSET N36eXaTh HEONPaBAAHHOIO BbIMOMHEHWS TPaHCMaHTaUMN NeYeHN.
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This article presents case report of rare inherited disorder — mitochondrial deoxyguanosine kinase (dGK) deficiency, which has
been confirmed by genetic test in Russia. Deficiency in dGK activity, due to genetic alteration, has been shown to cause tissue-
specific depletion of mtDNA and reduce activity of mitochondrial respiratory chain enzymes. Irreversible liver and brain alter-
ations are typical for the disease and are absolute contraindication for liver transplantation. Earlier symptoms are permanent
hyperlactacidaemia and high serum metionin concentration. It is very important to confirm the disease for family consulting and

to prevent ineffective liver transplantation.
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H ayyHbliA Nporpecc B 061aCTu KIIMHUYECKON U MONEKynsap-
HOW reHeTUKN No3BONWI BbIAENUTL U3 paHee He andde-
PEHLMPOBAHHLIX COCTOAHWUIA OBLLMPHYIO FPYMMy «HOBLIX» 60Me3-
Hel [eTCKoro Bo3pacTta, CBA3aHHbIX C UBMEHEHUAMU CTPYKTYpbI
N PYHKUMU BHYTPUKIIETOYHBLIX 06pa30BaHNn — IM30COM, MUTO-
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XOHOPWI, NepokcrcoM. MNMepen KNMHMLMCTaMMN OTKPbINICA HOBbIV
knacc 3abonesaHuii — 601€3HM KNETOYHbIX OpraHens. 370 Taxe-
Nble 3a60eBaHUA, XapaKTepusyoLLnecs pesknum oTcTaBaHnem
OeTel B pa3BUTUN, NATOSIONMHYECKUMUN N3MEHEHUAMWN PA3IINYHbIX
OpraHoB M CUCTEM, B COBOKYMHOCTU 3aHMMaloLLMNe CyLLeCTBEH-
HOE MEeCTO cpeau NPUYMH UHBANMAHOCTU U CMEPTHOCTM AETCKO-
ro so3pacta [1]. MHoroneTHue nccrnegoBaHUs NaTonornm nn3o-
COM MPUBENN K 3HAYUTESNIBHOMY PaCLUMPEHUIO HAy4YHbIX 3HAHWIA
0 Npvpoje, METOAAX ANArHOCTUKU U NIEYEHUS NTM30COMHbIX 60-
nesHen. Bmecte ¢ Tem 3aboneBaHusi, 06yCrOBEeHHbIE NaToso-
rmer MUTOXOHAPUIM U NMEPOKCUCOM, OCTAlOTCA He OO KOHUa U3y-
YEHHbIMM.
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MuToxoHApuanbHble 60/1E€3HN — 3TO FEHETUYECKN reTeporeH-
Hble 3aborneBaHusi, 06YCIOBIEHHbIE HAPYLUEHUAMW AbiXaTerb-
HOW uenn MUTOXOHOPWUIA. B HacTosiLLiee BpeMsi U3BECTHO OKOJI0
50 Takmx 6onesHen [2]. OgHa M3 rpynn MUTOXOHAPMASbHBIX 60-
Ne3Hel cBfA3aHa C HapyLUEeHNsIMU MEeXIeHOMHOro B3anMofencT-
Bus. [Npu aTon naTonorMn Mytauumn B AAepHbIX reHax npuBogsaT
K BTOPUYHBIM HapyLUueHusM mutoxoHgpuansHon OHK (MTOHK)
(MHOXECTBEHHBIM Jeneumam 1 uctowleHuto) [3-5]. Hanbonee
M3BECTHbl 3 KMuHMYeckne opMbl (MbilleyHas, renarouepeo-
panbHaa 1 aHuedanommonaTnyeckas) HapyLleHUs MeXreHoM-
HOrO B3aMMOLENCTBUA Y AeTel, B OCHOBE KOTOPbIX NexaT Ae-
heKTbl NATU pasnnyHbIX reHos [4-8].

MeiweyHas dhopma cBsidaHa € NoOBpeXAeHUeM reHa, oOTBeTCT-
BEHHOMO 3a CMHTE3 MUTOXOHAPWUANbHOM TUMWAMHKMHA3bI (TK2).
Mpn MyTaumax reHa MUTOXOHAPUASIBHON OEOKCUTryaHO3MHKUHA-
3bl (DGUOK), nonumepasbl ramma (POLG) n rena MPV17 npo-
WCXOAUT MopakeHne NeYeHn 1 rofloBHOro moara (renarouepes-
panbHasa dopma) [8, 9]. dedekT B reHe cykumHun-KoA-cuHTeTa-
3bl (SUCLA2) npuBOAUT K pa3BuTUIO aHLechanommonaTmyeckomn
dopmbl 3a6onesanus [10].

B nutepatype onucaHo 6onee 100 HabnogeHun cuHopoma
nctowleHns MTOHK. CuHapom MCTOLEHMSA MUTOXOHAPUANbLHON
OHK — knuHunyeckn (deHoTunmyeckun) pasHoobpasHasa rpynna
HapyLUeHW, XapakTepu3yoLasaca BblPaXXEHHbIM CHVKEHMEM
Konunyectea konui MTOHK B OOHOM MM HECKOMBbKUX TKaHSX.
CuHapom ucToLLeHnst MuToxoHapuansHo OHK, cBsizaHHbIN C
0edUUMTOM [EOKCUryaHO3MHKMHA3bl, — PefKkoe HapyLleHue.
OTa maronorus xapaktepuayeTtcs TkaHecneumyHbIM UCTOLLIe-
Hnem MTOHK 1 cHMXeHneM akTUBHOCTW KOMIMINEKCOB AbIXaTerb-
HOW Lenn MUTOXOHAPWN, MHOTMe CyObeuHULbl KOTOPbIX KOAU-
pytotcs MTOHK. MOCKOSIbKY MUTOXOHAPUU HYXAAt0TCA B COGCT-
BEHHOM Myrne [eOKCUryaHo3uH — TpudocaTos, HEO6XOAUMbIX
ana cuHtesa MTOHK, aTu coegmHeHns JomkHbl 6biTb TPaHCMNOP-
TUPOBaHbI N3 LMTO30MA UMY CUHTE3MPOBAaHbLI HEMOCPELCTBEHHO
B MUTOXOHAPUAX B peakumax peyTunusaumm asoTucTbiX OCHOBA-
HUI («cnHTe3 cbepexermns»). DGUOK n TK2 — gea cepmeHTa,
KOTOpPbIE Y4YaCTBYIOT B NMEPBOW, CKOPOCTLIIMMUTUPYIOLLIEN peak-
LW 3TOrO CMHTETMYECKOro NyTu (peakummn ocopmnmpoBaHms
[E30KCMHYKNe03naoB B COOTBETCTBYOLLME HyKneoTuapl). Mpu
fedeKkrax aTux pepmMeHToB COOTBETCTBEHHO HapyLLaeTcs Mnpo-
uecc cuHTtesa MTOHK B mutoxoHgpusx [2, 11-14].

Y 6onbLUMHCTBA NaumeHToB 3a6osieBaHve NposiBsSeTcs B nep-
Bble Helenn X13HW B BUOE M3MEHEHUN CO CTOPOHbI renaToounm-
apHon cuctembl 1 HapyLieHun LIHC. MpakTuydeckn y Bcex oTMeya-
H0TCA 0OUIIbHBIE CPbITMBaHUA W PBOTLI, MIOCKas BECOBas KpuBas,
Ivddy3Has MbilleyHas rMnoTOHWUSA, XeNTyxa 1 renatomMeranms.
[MaToOrHOMOHUYHBIMW NPU3HaKamy GONEe3HN ABNAIOTCSH CTOMKas
rUMNOrNMKeMUsl, MeTaboIMYECKUIA aumMao3 U MOBbILLEHVE YPOBHS
nakTata B KpoBW. Ha paHHUX cpokax GOne3Hn xapakTepHO Mo-
BblLLIEHME BUOXMMUYECKUX MapKepoB Xorectasa U TpaHcaMuHas.
B panbHerwem oTMevaeTcs nocTeneHHoe hopMmpoBaHme 6unu-
apHOro LMppo3a ¢ COOTBETCTBYIOLLIMMU KITMHUYECKUMW MPOsiBIie-
HUSMW: HApYLLEHNEM CUHTETUHECKON (DYHKLIMM NeYEHU (CHUXeHne
ansbyMuHa, NPOTPOMOUHOBOIO MHAEKCA, (UOPUHOreHa, XONMHaC-
Tepasbl U Op.), Pa3BUTUEM MOPTANbHOM MMNEPTEH3MM (acuMT, Ba-
pVKO3HOE paclumMpeHve BeH nuwesoda) [2, 11, 12, 14-16]. lNMpwn
MOpPdO0NOrM4ecKoM nccnefoBaHny GronTara neveHn oTMeHaroTces
XMpoBasi fereHepauusi, fBNeHUs Xorecrasa, nponudepaums
XKENM4YHbIX MPOTOKOB, HapyLUEHWEe NEeYEeHOYHOW apXUTEKTOHUKU Y

PucyHok. Pe6eHok C. B Bo3pacTe 7,5 Mmec.

PUBPOTNHECKME WM3MEHEHUSA C MOCTEMNEHHLIM (POPMUPOBAHNEM
NOXHbIX JOMEK, T.e. umppo3a nedenn [11, 17, 18].

B HeBponormyeckom cratyce nauymeHTa 0TMevaroTcs paHHee
nosiBfieHe 1 NPoOrpeccMpoBaHNe MbILLEYHOW FMNOTOHUN, MOSB-
NeHVe HUcTarma, Kak npaswio, KpynHopasmallumMcToro, rpybas
3afep>Xka MNCMXOMOTOPHOIO Pas3BUTUSA U MYNbTUMOKaNbHbIE CY-
poporu. B ocHOBe HEBPONMOrMYECKNX HapYLLIEHWIA nexar aereHe-
paTuBHbIE N3MEHEHWNA B KOpPE M CepbIX CTPYKTypax rofioBHOro
Mo3ra, NMocTeneHHoO NpuBoAsLLMeE K ToTanbHon aTpodum [9, 11,
14—16]. HenocpeacTBEHHOM NPUYMNHOM CMepPTU 60SIbHOMO MOTYT
cTaTb HEBPOMIOrMYECKNE HapyLLEHUS U OCMOXHEHWs bunmap-
HOro uupposa.

B kavecTBe mnnocTpaumMmn nNpuBogMM UCTOPUO 60Me3Hn pe-
6eHka C. (pUCYHOK).

PebeHok pogmnca OT poACcTBEHHOrO 6paka (poguTenn Tpoto-
popHble 6paT 1 cectpa), 2- 6epeMeHHOCTH, NPOTEKaBLLEN C Yrpo-
30V MpepbIBaHVs B NEPBOM TPUMECTPE, reCTO30M BO BTOPOW MOO-
BMHE 6epeMeHHOCTM (MoBbilueHne Afl, oTekun, aHeMus), MHEKLM-
e/l MO4YeBbIBOAALLMX NyTel Ha 38 Hef., BTOPbIX CPOYHbIX POAOB
(nepBbie poapl B 1994 r. — ABONHSA, AeTy 3a0poBbl). Comatnyeckuii
aHaMHe3 poguTenen He oTarolleH. Bec npu poxagerun — 3790 T,
anuHa — 54 cm, oueHka no wwkane Anrap — 6/7 6annos. B paHHeM
HeoHaTasIbHOM Meproge 0TMEYaNoCh NMOSBIEHME XENTYXU K KOHLYY
MepBbIX CYyTOK XXN3HU U PBOTbI «KOMENHOM TyLLelr» 1 MOCTUHBEK-
LIMOHHOW KPOBOTOYMBOCTM Ha 5-e CyTKW. Ha 14-14 AeHb XM3HM onu-
caHbl renatomeranus ¢ gndY3HbIMA N3MEHEHVSMUN NAPEHXUMbI
npun Y3W, rugpouedanbHbIi CUHOPOM B CTagum CyObKOMMEeHCaLmMu.
BbIsiBNEeHHblEe N3MEHEeHVS pacLeHeHbl Kak NMPOSBIEHUS BHYTPUYT-
po6Hon LIMB uHgekumm, npoBegeHo crneumguryeckoe neyeHve
6e3 adhdpekTa. B gancHenem otMeyanock oTctaBaHue pebeHka
B hM3NHECKOM Pa3BUTUN U MOCTEMNEHHOE (hOPMMPOBaHNE bunmap-
HOro Lmppo3a K Bo3pacTy 6 mecsueB. B HepBHO-MCUMXNYECKOM
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pa3BUTUN OTMEYEHO MOSIBIIEHME KpaTKOBPEMEHHOW (MKcaumm
B3IMA4a, a 3aTeM ee yTpara, HEOQHOKPaTHO onncaHa BbipaXeHHas
IvddysHas MblLLeqHast TMNOTOHWA, MOMbITKa PopMUPOBaHUA Mo-
BOPOTOB C MocrefytoLlen yTpaTon HaBblka, yracaHue pedrnekcos
HOBOPOX[EHHbIX 6e3 POPMMPOBAHNA YCTAHOBOYHBIX U BbIMNPAMU-
TesfbHbIX peakumii. B Bo3pacTe ABYX MecsLeB MosiBUNCS rpyoblii
rOPU3OHTasTbHBLIN HUCTArM M pacxofsLlieecs Kocornasue, ycunm-
NMCb NPOSBIEHNS AUAEY3HON MbILLIEYHON MMMIOTOHUMN.

B Bo3pacTte 7 mec pebeHOK NocTynun B OTAeNeHVe TpaHcnaH-
Tauumn nedenn I'Y PHUX um. akag. B.B.lMeTtpoeckoro PAMH gns
obcnenosaHnsa 1 onpefeneHus BO3MOXHOCTU NPOBefeHNs one-
patuBHoro nevenus. MNpu nocTynneHun Bec pebeHka — 5 Kr,
pocT — 63 CM, YTO COOTBETCTBOBASIO MOCTHATANILHOM MMNOTPOdUN
Il cteneHn. KoxHble MOKPOBbLI U CKIEPbl UKTEPUYHBIE, YCUIEH CO-
CYAMCTBIN PUCYHOK Ha rpyam v xxusoTe. CepaeyHo-neroyHas ges-
TenbHOCTb YAOBNETBOPUTENbHAsA. 2KMBOT yBeNvyeH B obbeme 3a
CHET CKOMIEHNSA XUOKOCTN B OPIOLLIHOM MOSIOCTU, NMeYeHb +4 CM,
nyoTHas, ceneseHka +6 cm, MnoTHas, CTyn OKpaLleHHbIA, Anypes
B HopMe. [Npu ob6crnenoBaHny BbisiBIIeHa rmMnepounnpyonHemmns
3a cyeT nNpsAMon dhpakumm (06Lwmn — 451,2 MKMOnb/n, NPAMOn —
310,7 MKMOMb/f), BbIpaXeHHbIi cuHgpom umTtonusa (ANT —
895 epn/n, ACT — 2108 en/n npu Hopme o 40 ep/n), NoBbILLEHNE
MapkepoB xonectaza (T — 67 ep/n, Hopma — pgo 32 en/n,
LLd — 1781 en/n, Hopma — go 150 ep/n), CHYKEHME NoKa3aTenen,
OTPaXaoLLUMX CUHTETUHECKYID (DYHKUMIO MNeYeHn (anbObymuH —
28 r/n, NTN — 45%, dombpuHoreH — 0,67 r/n). Mpn Y3 otmeyanuch
NPU3HaKN NOpTasibHOM MMMNEepPTEH3NN (YBENUYEHe anameTpa nop-
TanbHoM BeHbl — PV = 0,6 cM, pekaHanMsauusi OKOnornyno4YHon Be-
Hbl, 3HAYUTENBHOE KOMMYECTBO XWAKOCTM B OPIOLLHON MOMOCTW),
npu ®IMAC — Bapmko3Hoe pacLumpeHmne BeH nuwesogda lll ctene-
HW. OTMeYanuch aBneHns rmnepcrneHmama (aHemms (Hb — 99 r/n),
TpomboumTOoneHns — 128 Tbic). MNpu oLeHKe KMCNOTHO-LLENOYHOro
COCTOSIHUSI KPOBW BbISIBIIEHbBI MPU3HAKM METabonmM4yeckoro aunaio-
3a (BE — 10,5) v 3HauuTenbHOE MOBbILLIEHWE YPOBHA Nakrara
(7,9 npn Hopme pgo 1,5). Takxe OTMEYanoCb CHUDKEHWE YPOBHS
caxapa B kposu (0,5—-1,2 MkM/n). Mapkepbl BUPYCHbIX renaTtntos
(C, B) otpuuatensHble. B HEBpOnormiyeckom cratyce BblpaXeHHas
3a/iep>XKa TEMIOB MCUXOMOTOPHOro pasBuTUA, Avddy3Has Mbl-
LeYHast runoToHus, runopedonekcns. CyxoxXusbHble pediiekchl ¢
HWDKHMX KOHEeYHOCTel oTcyTcTBoBany. Oyarosas cuMmnTomMaTika B
BUEe FOPU3OHTANILHOrO HUCTarMa C poTaToOpHbIM KOMIMOHEHTOM,
pacxopsieecs kocornasue. [pn ocMoTpe 0TMeYeHb! anNn3oab! fe-
BVaLVWK rfas BnNpaso, BHU3 C TOHNYECKUM KOMIMOHEHTOM.

Mpn o6cnepoBaHnmn Apyrux OpraHoB BbISBNEHbI YMEPEHHbIE
na3meHeHus cepgua npu Axo-KI (Hebonbluas gunaraums npaso-
ro Npefcepavs, TPYKyCcnMaanbHas HegoCcTaToOYHOCTb | cTenenm).
OKT ceBupeTenscTBOBana o cMHycosoM putme. 30C OTKNOHeHa
BMpaBo, MPU3HaKM MOBbILLEHUA 3NEKTPUHECKON aKTUBHOCTU
npasoro xenypoyka. PeHTreH opraHos rpygHoun KneTku 6e3 na-
Tonorun. @OYHKUMOHANBHOE COCTOSIHUE MOYEBbIAENUTENBEHON
cucTeMbl B npefenax HopMbl.

Ha ocHoBaHuu npoBefeHHOro o6¢cnefoBaHuns BoisiBIEHbI Npu-
3HaKM BUNMapHOro LMppo3a NevYeHn ¢ HapyLLUeHemM CUHTEeTUYe-
CKOW (PYHKLMUN 1 NOPTaribHOM rMnepTeH3nen, TsaxKesble HEBPOJIO-
rMYecKne OTKITOHEHUS, a TakXe TUMorfvkeMus, rmnepnakrare-
MUA N MeTabonnyecknin aunpos. JaHHbI CUMMMNTOMOKOMMMEKC
pacueHeH Kak nposisfieHe Metabonmyeckoro HapyLleHus, ¢ Le-
NbIO0 YTOYHEHUSI TeHe3a KOTOPOro NpoBefeHO OOMNONMHUTENbHOE
obcrefoBaHve, BKIOYaroLLee CreKTp aMUHOKUCIIOT U opraHu-

YeCcKMX KUCNOT KpoBM, 06CnefoBaHne Ha ranakTto3emuto, ypo-
BeHb anba-detonporenHa (ADI) B kposu, KT n MPT ronosHo-
ro Mo3ara, oTanbMonorn4eckoe nccnegosaHme. Hanmume okpa-
LLIEHHOrO CTyna M BM3yanusauma >XenyHoro nyseips npu Y3U
MO3BONMAN UCKITIOYNTb BUMAPHYIO aTpes3unio, ABNSIOLLYIOCS Ha-
nboree 4acTon NMPUYMHON PaHHEro LMppo3a rneveHu.

Mpu nccnegoBaHnM YpoBHS aMUHOKMCIIOT B KPOBU OTMEYEHO
3Ha4uTenbHOE MOoBbIeHne MeTuoHuHa (515 MkM/n npu Hopme
bo 65 mkM/n). [pyrue nokasarenu, a TakXe opraHmyeckme Knc-
N0TbI 6bINK B Npefenax Hopmbl. YposeHs ADIT 3Ha4nTensHo no-
BbiLLeH (18 769,82 Hr/mn npu Hopme Ao 15 Hr/mn). AKTMBHOCTb
ranakTto3o-1-gocarypuamntpaHcdepassl 6bina B npegenax
HOPMbI, YTO MO3BOSIUIO UCKKOYUTL ranakTo3eMuio.

Mpn KoMMbOTEPHON TOMOrpadun rofloBHOrO Mo3ra nartorsio-
rMn He BbifiBNIeHO. MarHuTHo-pe3oHaHcHas Tomorpadmsa noka-
3ana KapTuHy NepvBEHTPUKYNSAPHOW NernkomMansaumm, BTOPUHHO-
rO HEepe3koro pacLuMpeHns GOKOBbIX XenyAoyKoB Ha (hOHe 3a-
JepXaHHON MUenMHM3aummn. 3akodeHe OKynucTa BKIHYano
pacxogsiieecs Kocornasue, OTCyTCTBME dmkcaumMn B3rnsga,
HMCTarM, aHrMonaTuMo CeT4aTKW, BbICKA3aHO NPeanonoXeHne o
naTonornv NPOBOJALLMX 3PUTENbHBIX MyTEW.

MoBbILLEHNe YPOBHSA METUOHMHA B KPOBW Hapsagdy C MoBblLLe-
Huem A®IN y pebeHka € BbILLEONUCAHHLIM CUMNTOMOKOMIIEK-
COM MOXET 6bITb 06YCINOBIEHO TUPO3UHEMUEN, ONs NOATBEPX-
[JeHVs KOTOPOW onpefeneHo cofepXXaHue CYyKLUMHWN aleToHa B
MO4M (ypOBeHb npesbiuan Hopmy). OgHaKo nNpu MONEKynNspHO-
reHeTM4eckoM WUCCNefoBaHMM BCEN KOOMPYHOLLEN nocnenosa-
TenbHOCTU reHa FAH MyTaumm BbisiBfieHbl HE ObIN, YTO ABUSIOCH
OCHOBaHWeM MnpennonoXutb OPYroe HacneacTBeHHoe 3abone-
BaHve — renatouepebpanbHyo (hOpMy MUTOXOHAPWUANBbHBIX Ha-
pyLweHuin. B nabopaTopumn HacneacTBeHHbIX 60ne3Hen obmMeHa
Belects 'Y MI'HL PAMH 6bino npoBefeHo uccnegoBaHve re-
Ha POLG, myTaumm B KOTOPOM OMNMCaHbl Npy cuHapome Anbnep-
ca, n reHa DGUOK, myTaumm B KOTOPOM OGYCMOBMMBAIOT Yr-
HeTeHne MTOHK. B rene POLG OTKNOHEHWI OT HOPMbl He 06-
HapyxeHo. B rene DGUOK o6HapyxeHa HOHCEeHC-myTauus
¢.313 C>T, npuBogsLLasa K 3aMeHe aMUHOKUCIIOTbI Ha CTOM-KO-
JoH ARG105Stop B rOMO3MIrOTHOM COCTOSIHWM.

HepocTaTto4HOCTb MUTOXOHAPMASIBHON [EOKCUTYaHO3UHKMHA-
3bl NpegnonaraeT HeobpaTMble MPOrPeccUpyoLLne N3MEHEHUS
co ctopoHbl LIHC, yTo aBnsieTca abCcontoTHbIM NPOTUBOMOKAa3a-
HVMeM K MPOBEeAEeHNIO TpaHcnnaHTaummn neveHn. CeoeespemeHHas
OVMarHOCTUKa MUTOXOHOPWANbHOrO HapyLleHWs B OaHHOM CIly-
Yae nNosBonuna nsdexarb TpaHcnnaHTaumm, Kotopas npegnona-
rana pes3ekuuio NeBoro farepasnbHOro CeKTopa y 340poBOro Jo-
Hopa — oTua pebeHka.

Tabnuua 1. IMHaMuKa ypoBHA 6uMnupy6uHa, akTUBHOCTU chepmeH-
ToB (AJIT, ACT, I'T'T) m noka3areneu, oOTpa)KaroLUX CUHTETUYECKYIO
yHKLMIO NeYeHn y pebeHKa C.
[MokasaTenu Hopma Bospact
7mec 7Mec 7Mmec 7mMec 8mec 8mec
10pH 14pgH 18pgH 27pH 3pgHA 8 OH
0.5, mkM/n po17,1 4512 5286 5572 5219 6526 9137
M.6, mkM/n po34 310,7 359,7 3467 3219 3774 4791
ACT, ea/n po40 2108 1166 1139 491 314 426
ANT, eg/n po40 895 601 595 248 192 204
Benok, r/n 54-87 56 54 52 53 53 64
AnbOymuH, r/n 38-56 28 31 30 28 32 30
ITT, ep/n no 32 67 47 50 53 44 51
MTW, % 80-100 45 35 40 32 34 13
®ubpuHoreH, r/n 2,5-3,5 0,67 0,97 1,4 0,8 0,65 0,52
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Tabnvua 2. iIHaMuKa ypoBHS rnioKo3bl, BE u nakrtata B KpoBu
y pebeHka C.
lNokasatenu Hopma Bospact
7mec 7mvec 7mec 7mMec 8mec 8wmec
10pH 14pH 18pgH 27p40H 3pgHA 8 4H
Inioko3a, MM/n  3,3-6,1 0,5 1,7 3,0 1,5 2,5 0,9
BE +2 -106 -85 -108 -70 -39 -9,6
JNaktar pol5 79 42 10,2 125 132 75

3a BpeMs npebbiBaHNa B OTAENEHUN, HECMOTPS Ha NPOBOAM-
MYIO MIHTEHCVBHYIO Tepanuio, 0TMeYarnock HapacTaHue neveHo4-
HOM HefoCTaTOYHOCTU: MOBLILLEHNE YPOBHSA OUNUPYOUHA, CHU-
XeHune TpaHcamuHas, I'TT, MNTU n dmbprHorena (taén. 1). He-
KOTOpPOE MOBbILLIEHNE YPOBHS anbObymMuvHa B AMHaMUKe ObINo
O6YCIMOBMIEHO MOCTOAHHLIMW WHAY3UAMU [AHHOrO pacTeopa.
CoxpaHanmcb rvnornnMkemMusi, HECMOTPS Ha BBEAEHWE pacTBO-
POB TTIOKO3bI, rvneprakrateMmsa U MeTaboMyecknin aumpos
(Tabn. 2). B HEBPONOrMYECKOM CTaTyCce OTMEYasnocb pasBuTue
aguHaMuu ¢ nepuoamnyeckum 6ecrnokorCcTBOM, CNyTaHHOCTU CO-
3HaHuA. Ha 31-e cyTku npebbiBaHusA B cTaumoHape pebeHoK
ymep. HenocpencTBeHHOM MPUYMHON CMepTU fBMNACh OCTaHOB-
Ka cepAeyHo-NeroyHon [enaTenbHOCTU LEHTPanbHOro reHesa.

3aknw4yeHume

B nocnepHve pecatuneTvs 6narogapsi COBPEMEHHbIM BO3MOX-
HOCTSIM MOJIEKYTNAPHO FTEHETUKIM OMCaH LIENbIN P HOBbLIX HO30/10-
rM4ecknx oOpM, YTO 3HAYUTENBHO PACLUMPSET Halle MOHMMaHue
OCHOB M MaTtom3nonorMm MHorux 3adonesaHuii nedveny n LIHC.
Oedovumt DGUOK sBnsieTcs peoKmM HacneaCcTBEHHbIM 3a60reBa-
HVEM M3 TPYMMbl MUTOXOHOPUASBHBIX HAPYLLEHWI C HeGnaronpusT-
HbIM NPOrHo30M. OCHOBHBIMU OpraHaMU-MULLIEHSIMU SIBIISKOTCA Me-
YeHb, MOPaXXEHNE KOTOPOW Ha paHHMX CPOKax BKIIOYAET CUMHAPOM
xonectasa € MNocTeneHHbIM (POPMUPOBAHMEM LIMPPO3a MeYeHn, U
rOMTOBHOWM MO3T, MEPBbIM MPU3HAKOM MaToNorm KOTOpOro ABMSETCS
Inchdhy3Has MblLLIEYHas TMMOTOHMSA C Pa3BUTUEM B farbHENLLEM TO-
TanbHOWM aTpoghum Kopbl FOIOBHOrO Mo3ra. MuToxoHapuasbHble Ha-
PYLLEHMS XapaKTEPU3YHOTCA HEOOPaTUMbIM MOPaXKEHNEM MO3ra U,
cnefoBaTenbHO, CnyXaTt abComnMoTHbIM NMPOTUBOMNOKAa3aHNEM K MPo-
BEJEHWIO TpaHCnaHTaummn nevyeHn. [marHoctvka gaHHom 605e3Hu
no3BonseT n3bexarb HeornpasAaHHOro XMPYPruyeckoro BMmeLla-
TENbCTBA U MMEET BAXKHOE 3HAYEHVE NSt MEAUKO-TEHETUYECKOrO
KOHCYNETMPOBaHWS ceMbU. DTO NEPBbIV CryYal JaHHOrO cCUHOpoMa
B Poccun, noaTBep>XaeHHbIN nabopaTtopHbIMU METOAAMMU.
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