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HEBPOJIOTUYECKUE ITPOABJEHUA JEOUITNTA
BbUMOTHUHNAA3bI HA ITPUMEPE KINHUYECKOI'O
HABJJIOAEHUA ¥ PEBEHRKA PAHHEI'O BO3PACTA
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YO «Beaopycckuii zocyoapcmeennviii MEOUYUHCKUU YHUueepcumems',
'Y «Pecnybauxanckuii nayuno-npaxmuueckuti yenmp <Mamv u oums»?,
T'Y «Pecnybauxanckutl Hayuno-npaKmudeckutl yenmp omopurHoLaAPUH20L02UU

Bposxkdennviii depuyum 6uomunudasvt s611emcs peoxum 6poKOeHHM HAPYULEHUEM MeMmd-
60sU3MaA, KOMOPOe uawe 6cez0 NPOLBALEMCs Y HOBOPOKOEHHLIX U Demell pannezo 603pacma.
Tax xax akmuenHocmv pepmenma 6 HepeHOU MKAHU HU3KAS, OHA Haubo/ee UYeCMEUmMenvHd
U YA36UMA, UMO NPOAGASAEMCS 8 NEPEYI0 0uepeds MblUednol 2UNOMonUel, CYyoopozami, amax-
cuetl, a maxxe depmaiviolmu napyuenusmu. Kiunuuecku evidensiiom dee ghopmvr dehuruma
b6uomunudasvl, KOMopvle ONPEVeNIIMCI OCMAMOUHOU AKMUSHOCMbIO hepmenma: pannss (eny-
boxuti depuyum), nozouss (wacmuunoii). Bedyuumu 1a6opamopruoLmu mecmamu s8isiomcs
8bLSIGACHUE Y NAUUCHMA MEMADOSULECKOZ0 AUUA03d, UCCIed08aHUe MOUU HA OP2AHULECKUE KUC-
JI0Mbl, HUZKAS AKMUBHOCY (hepmenma, 2unepammoHuemMusl, 6blsaeieHue MYMAayull npu ceKeeHu-
posanuu zena BTD. Ilpoananu3uposanvt 0co6eHHOCMU COMAMULECKOZ0 CINAMYCA U HEBPOI0ZU-
yeckux nHapyuwenul npu deuyume 6UOMUHUOA3bL HA NPUMEPE KIUNULECKO20 CAYUAs U 0030pa
aumepamypol. Pannss duaznocmuxa u nasnavenue mepanuu OUOMUHOM UZPAIOM BAKHYIO POJLb
6 npedomepauienuu nPozpeccuposanus 3a601e6anus U KAUHUYECKUX NPUIHAKOS.

Katoueeswie crosa: demu, dechuyum 6uomunudasol, nesposozuneckue napyuenus, 6uomum.
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NEUROLOGICAL MANIFESTATIONS
OF BIOTINIDASE DEFICIENCY (CLINICAL CASE)

Congenital deficiency of biotinidase is a rare congenital metabolic disorder that most often
occurs in newborns and young children. Since the activity of the enzyme in the nervous tissue
is low, it is the most sensitive and vulnerable, which is manifested primarily by muscle hypotension,
convulsions, ataxia, and dermal disorders. Clinically, there are two forms of biotinidase deficiency,
which are determined by the residual activity of the enzyme: early (deep deficiency), late (partial).
The leading laboratory tests are the detection of metabolic acidosis in the patient, the study
of urine for organic acids, low enzyme activity, hyperammonemia, and the detection of mutations
in the sequencing of the BTD gene. The features of neurological disorders in biotinidase deficiency
are analyzed on the example of a clinical case and a review of the literature. Early diagnosis
and administration of biotin therapy play an important role in preventing disease progression
and clinical signs.

Key words: children, biotinidase deficiency, neurological disorders, biotin.

POXAEHHbIE HApPYLLEHUA MeTaboAM3Ma NPeA-  A€HHbIX [1]. B 60AbLUMHCTBE CAyYaeB HACAEACTBEHHbIE
CTaBASIOT COOOWM 3HAUMTEABHYHO Tpynny Mo-  6oAe3HM obmeHa (HBO) npoTekatoT ¢ nopaxeHnem
HOreHHbIX 3a60AEBaHMIA, CyMMapHasa yactoTa KOTO-  HEPBHOM cucTeMbl. CBOEBPEMEHHAA AMArHOCTMKA
pbIx oueHnBaeTca 1 Ha 3-5 ThiCAY XMBbIX HOBOPOX- U KOPPEKLIMS, MO3BOASIOLIME MOAHOCTbIO MAKM Yac-
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TMUYHO HMBEAMPOBATb NATOAOTMUYECKME CUMMTOMbI,
MMEIOT pellatoLLliee 3HaYeHe B NPEAYNPEXAEHUN
BO3HWMKHOBEHUS NMCUXOHEBPOAOTMUYECKMX HapyLle-
HWIM 1 OTCTaBaHWUs B Pa3BUTUM pebeHka. Mpuoputet-
HYIO POAb B AMArHOCTMKE BPOXAEHHbIX Hapylue-
HUIA MeTaboAM3Ma UrparoT BUOXMMUYECKNE U MO-
AEKYASIPHO-TEHETUUECKME METOAbI MCCAEAOBAHMUS.
OaHako, HepAOCTaTOUYHAs HaCTOPOXEHHOCTb CO CTO-
POHbI CMELMAAUCTOB B BUAY PEAKON BCTpeYaemMo-
CTW OTAEAbHbIX HO30AOTMI NPUBOAUT K HECBOEBpE-
MEHHOMY HanpPaBAEHWUIO HA MEAUKO-TEHETUUYECKOE
obcaepoBaHUE. AMArHOCTUYECKME OLIMOKKM MOTyT
ObITb TAKXE CBA3aHbI C HAAMYMEM COYETAHHOIO BO3-
AEVCTBUSA HEBAArONPUATHBIX NEPUHATAAbHbIX Gak-
TOPOB, UMEILLIMMUCA BO3PACTHbIMWU 0COBEHHOCTSA-
MW COMAaTMYECKOrO0 M HEBPOAOIMUYECKOro cTaTyca,
KOMOPOMAHBIMKW COCTOSHUSIMM, C BOBAEYEHUEM B Na-
TOAOTMYECKUI MPOLLECC APYTUX OPraHOB U CUCTEM,
OTCYTCTBUSI CNELUPUUECKUX KAMHUUECKMX MapKe-
POB M T. A. MaHMbecTauma KAMHUYECKUX MPOsIBAE-
HUW Y€ Ha PaHHWX aTanax XW3HW, NPOorpeccupy-
tolLlee TeueHne, NPUBOASILLEE K BblPaXEeHHbIM Ae-
3apanTaumy M HapyLeHUAM XUIHEAEATEAbHOCTH
BMAOTb AO TSXEAOW CTEeneHW yTpaTbl 3A0POBbA
OMNPEeAENstoT aKTyaAbHOCTb NPOBAEMbI AASI BpaYen-
crneunasnMcToB NeAMATPUYECKOro NPOPUASL.
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BMOTHH ABASIETCA BOAOPACTBOPUMbIM BUTAMM-
HOM rpynnbl B (BUTaMunH B7), B HEOOALLLOM KOAM-
yecTBe OH MOCTYyMaeT B OpPraHW3m c nuiien Anbo
obpasyeTcss KULWEYHbIM MUKPOOUMOMOM. FABAASIC
KOPEPMEHTOM UYeTbipex kapbokcuaas, OH Urpaert
3HAYMMYHO POAb B KAETOYHOM MeTaboAU3ME.

OnucaHbl ABa HAaCAEACTBEHHbIX 3a60AeBaHMS,
06yCAOBAEHHbIX HapylleHWeM metaboaMsama 6uo-
TMHa: AePUUMT rorokapbokcraascmHTeTasbl (TKC)
M HEAOCTaTOUHOCTb B1OTUHKMAG3bI. 063 NPOABAALOTCS
MHOXECTBEHHbIM AePULIMTOM Kapbokcnaas. OCHOB-
Has ¢yHKumMsa TKC B cBsidbiBaHWM cBOBOAHOIO B1O-
TWHa C YETbIPbMSI HEAKTUBHbIMK anokapbokcKnaasa-
MU AAS OAYUYEHUST aKTUBHbIX ronokapburkeuaas (XK).
PoAb 6UOTMHMAG3bLI 3aKAOHYAETCS B BbICBOBOXAEHWM
CcBOBOAHOr0 BUOTUH U3 IHAO-/3K30rE€HHbIX OBUOTUH-
COoAepXallMX NPOTEMHOB, TEM CaMbiM obecneun-
BaETCH PELMPKYAALMSA OMOTHHA M MOAAEPXAHUE ero
CcBOOOAHOIO MyAa B TKAHSX B OTHOCWUTEABHOM MO-
cTosiHCTBE (purc. 1) [8].

AedrumnT GUOTMHA NPUBOANUT K HEAOCTATOUHOM
NPOAYKLIMU YETLIPEX BUOTUH-3aBUCUMbIX KapOOKCH-
Aa3: NPONMOHUA-COA-KapbOKCHAA3bl, METUAKPOTOHMUA-
CoA-kapboKcuaasbl, NMpyBaT KapboKCHAa3bI, aLETUA-
CoA-kapboKcKAa3bl, MPOBOASLLME K HAPyLIEHUAM
FAIOKOHEOreHe3a, CMHTe3a XMUPHbIX KUCAOT U MeTa-
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MKK: nponnoHuA-CoA-kapbokcunasa, MKK: MeTuakpoToHUA-CoA-kapbokcuaasa,
MK: nupysaTt kapbokcrnasa, AKK: auetna-CoA-kapbokcunaasa

PucyHok 1. LIMKA 6MOTMHA (MAAOCTPALLMA BbIMOAHEHA C UCMOAb30BAHUEM PUCYHKA M3 KHUMU Fernandes J. u coaBT. [8])
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MKK: nponnoHnA-CoA-kapbokcraasa, MKK: MeTuakpoToHUA-CoA-Kapbokcraasza,
MNK: nupyBaT kapbokcunaasa, AKK: auetna-CoA-kapbokcraasa

PucyHok 2. Aokaan3aumst GBUOTUH-3aBUCUMbIX KapbOKCHAG3 B METabOAMUYECKUX NYTAX (MAAKOCTPALLMS BbINOAHEHA
C UCMOAb30BaHWEM PUCYHKA U3 KHUMM Fernandes J. n coasT. [8])

60AM3Ma HEKOTOPbIX aMUHOKUCAOT (pUC. 2). Kpome
TOro, NPU HU3KON aKTUBHOCTM BUOTUHMAA3LI MPOUC-
XOAWUT HaKoMAeHue OUOTUHWMHA U APYrMX OUOTUH-
COAEPXALLMX NMPOAYKTOB, OKa3blBatoLLMX AOMOAHU-
TEAbHOE TOKCHUECKOoe BO3AENCTBUE. TakM 06pa3om,
HOPMUPYIOTCH MHOXECTBEHHbIE, METAaOOAMUECKUE
HapyLleHWs, Bbi3blBaOLLME HEBPOAOTMUYECKYIO CUM-
nromatuky [8].

YacTtota paeduumta TKC B MUpe oueHMBaeT-
csa 1:200 000. HepocTaToOUHOCTb OUOTMHMAASHI
ABASieTCA 6oaee YacTbiM COCTOSIHMEM, C pacnpo-
cTpaHeHHocTbto 1:40 000-60 000 HOBOPOXAEH-
HbIX, @ B CTpaHax C HeoHaTaAbHbIM CKPUHWUHIOM
1:6100-8000 [2, 4, 5].

KAMHWUYEeCKas KapTUHa BapuabeabHa U 3aBUCUT
OT OCTaTOYHOW aKTUBHOCTU GEPMEHTOB. XapaKTePHbI-
MW NPOSIBAEHUST MHOXECTBEHHOM KapbOoKCUAa3HOM
HEAOCTaTOYHOCTU ABASIOTCA AEOHOT B HEOHaTaAbHOM/
rpyAHOM BO3pacTte, MeTaboAMYECKMIN aUMAO3, Mbl-
LLeYyHasa rmMnoTOHKSA, CYAOPOrH, aTakCUsi U AepManb-
Hble NPOSIBAEHWUSI B BUAE aAONELMK, KOXKHOM CbIMnMu,
a Takxxe ObICTpasi NOAOXKMUTEAbHAA AMHAMWKA Ha Te-
panuio GapMakoAOrMyecknMmn poo3amm 61oTuHa [8].

K AedULMTY BUOTUHMAGSLI MPUBOAWT BUAAAEAD-
HOEe HOCUTEABCTBO MATOrEeHHbIX MyTaumMi reHa BTD.
l[eH BTD kaptnpoBaH Ha xpomocome 3p25, cocTouT
M3 YeTbIpex 3K30HOB U TPEX MHTPOHOB [4]. Ha ceroa-
HSILLHWIA A€Hb OnybAMKOBaHO 0kono 200 BapuaHTOB

MyTaumi reHa BTD, us kotopbix 6onee 150 knaceu-
dMUMpPOBaHbl Kak NatoreHHble [2].

KAMHUYECKU BbIAEASIIOT ABE GOPMbI AedULIMTA
OUOTMHUAA3bI, KOTOPbIE OMPEAEAAIOTCA OCTAaTOUYHOM
aKTUBHOCTbIO pepmMeHTa: paHHAS (TAybokuin aedu-
LKT), NO3AHAS (YACTUUHBIN).

MepBOHaYaAbHO BbIAO YCTAHOBAEHO, YTO Y BOAb-
LUMHCTBA AETEN paHHEro Bo3pacta ¢ KAMHUYECKH-
MU NPOSIBAEHUAMU AedULMTa BUOTUHUAASLI OCTa-
TOYHasA akTMBHOCTb GEepMeHTa B CbIBOPOTKE CO-
ctaBAasina 3 % [2]. Tpy CTaHAAPTHbLIX OTKAOHEHUSA
Bbllle YKa3aHHOro 3HaveHus (1. e. 10 % ocTtaTouHOM
aKTUBHOCTM depMeHTa) NPUHATbI 3@ MOPOr, HUXE
KOTOPOro HabAtopaeTcst TAYOOKUIA AedULUT BUOTH-
HWAA3bI. Y NpobaHAOB C OCTAaTOUHON aKTUBHOCTBIO
depmeHTa 10-30 % onpepenseTcs YaCTUUHbIN Ae-
GUUMT BUOTUHMAA3bI, NALMEHTbI C aKTUBHOCTbLIO dep-
MeHTa 6onee 30 % - 3A0POBbI.

AebtoT paHHen dopMbl 3aboreBaHUA valle
NPOMCXOAUT B BO3pacTte 2-6 MecsaueB, eAUHUY-
Hble OMUCaHUA NPEACTAaBAEHbI C MaHWdecTaUmnei
Ha 1-2 HepeAsix XusHu pebeHka [3, 7]. Hanbo-
A€ YyBCTBMTEALHOMN SIBASIETCA HEPBHAsA CUCTEMA,
T. K. aKTUBHOCTb OMOTMHMAA3bI B HEPBHOM TKaHW
H13KasA. Ha nepBbix atanax 3aboaeBaHWs MpPouC-
XOAWMT HaKOMAEHWE AaKTaTa B FOAOBHOM MO3re,
13-3a HU3KOM aKTUBHOCTM MUpPyBaTKapOOKCHUAA3bI,
C MaHudecTaumMen HeBPOAOTMUYECKOW CUMMITOMATK-
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KOW, B BMAE CYAOPOr, B PSIAE€ CAyYaeB MEPBUYHO
OMNpPEAEAAETCS MblLLEYHas TMNOTOHUS. Kpome Toro,
y NaLUMEHTOB MOryT OTMEeYaTbCsl HapyLLEeHWUa puTMa
AbIXaHWA B BUAE A@PUHIEaAbHOIO CTPMAOPA, anHoe,
3MU30A0B rMNEPBEHTUASILMK. AepPMATONOTMUYECKHNE
HapyLLEHWSI, NPOABASAOTCA cebopeen, aTonMYeCKnMm
AepMaTMTOM, anoneumen. Mpu AAMTEABHOM Teue-
HWW, B CAyYyae OTCYTCTBMSA MaTOreHeTM4yeckom Te-
panuu, pa3BUBaAETCS HEMPOCEHCOPHANA TYroyxoCTb
n atpodursa 3PUTEAbHbBIX HEPBOB.

Mo3aHAs dopma peduumTa BUOTUHUAASLI AOA-
roe Bpems MOXET HaXOAUTbCS B AATEHTHOW dase
6€3 KAMHUYECKMX MPOSiBAEHWI. MaHubecTauusi npo-
MCXOAMT, KaK MPaBMAO, Ha BbICOTE MHPEKLMOHHbIX
3aboneBaHuii, AMOO MOCAE OnepaTUBHbLIX BMELLA-
TEABCTB. KAMHMUYECKME CUMMNTOMbI MEHEE YETKME,
BKAIOUAIOT 3aAEPXKKY GU3UUECKOrO (pexe ncuxuye-
CKOr0) pa3BWTUS, MbILLIEUHYIO CAaBOCTb, aTakcuio,
CHWXEHUE CAyXa, 3PUTEAbHbIE HaPYLLUEHUS (CKOTO-
Mbl, aTPOdUS 3PUTEAbHBIX HEPBOB).

N\abopaTopHbIMM TECTAMM AAST AMArHOCTUKM He-
AOCTaTOUYHOCTH BUOTUHMAASbI ABASIOTCS:

°* OnpeAeneHne KUCAOTHO-OCHOBHOMO COCTOSIHUS
KpoBU (MeTaboAMUYECKUIn aLuA03);

* MCCAEAOBAHME MOUYM HA OpraHUYECKUE KUC-
AOTbl (3-TMAPOKCUM30BaNEPUAHOBON, 3-METUAKPO-
TOHOBOW, NPOMNMOHOBOM, 3-TMAPOKCHUNPONMOHOBOW,
3-0KCU-2-METUAMACAAHON, 3-METUA-KPOTOHUATAULIN-
Ha; B HEKOTOPbIX CAyYasx BO3MOXHO MOBbILUEHHOE
COAEPXaHUE TOAbKO 3-TMAPOKCHMM30BaNEPUAHOBOM
KUCAOTbI);

* KUCCAEAOBaHWE YPOBHA aMMKUaKa (rmnepammo-
HUMMKA);

° LCCAeAOBaHME aKTUBHOCTM OUOTMHMAA3bI (HU3-
Kast akTUBHOCTb GepMeHTa);

* ceKkBeHupoBaHue reHa BTD (BbiIsBAEHWE MY-
Tauum).

AednumT 6MOTUHMAA3LI UMEET XOPOLLUIK NPOTr-
HO3, ECAU OKa3aHWe MEAMLIMHCKOM NOMOLLM C Mo-
CTOSIHHbIM NMPUMEHEHWEM Tepanua BUOTUHOM Hauw-
HaeTcs Ha paHHeN cTapnn 3aboneBaHus. C yueTom
TMNa HacAeAOBaHUSA NaTOAOrMK, PUCK MNOBTOPHOO
poxaeHua pebeHka ¢ AedUUMTOM BUMOTUHMAASI
Yy OAHWX MapTHEpPOB cocTaBAfeT 25 % B KaXXAOM
6epeMeHHOCTH.

B kauecTBe KAMHMYECKOro NpumMepa npeacTaBs-
Asiem cobecTBeHHoe HabAatoaeHWe ¢ AedULIMToM BKo-
TUHUAA3bI. [MaumneHT T. - AeBOUKa, YUETBEPTLIN pe-
6eHOK B cembe, OT 5 popoB, aHamHe3 no bepe-
MEHHOCTM WM popaM He oTdarouleH. [okasateau

N MEAWMUMHCKUK XYPHAA 3/2022

$U3MYECKOTO Pa3BUTHA NMPU POXKAEHWMU: Macca Tena —
4200,0 rp, aAnvHa Tena - 54,0 cM, OKPYXXHOCTb ro-
AOBbl — 34,0 cM. Ha nepBoM roay XM3HU AeBOYKa
pocAa 1 pa3BrMBanacb B COOTBETCTBUM C BO3PACTHOM
HopMmoW. M3 nepeHecéHHbIx 3aboneBaHMI OTMeYe-
Hbl HEOHATaAAbHAsA XEATYXa, TPaH3UTOPHasA TMNOrAKn-
KEMUA B HeOHaTanbHOM nepuoae (2,1 MMOAb/A),
OPW. B Bo3pacTe 1 ropa 4 mecaues, 06paTtMAnCh
C Xanobamu Ha LYMHOE yyallEHHOE AbIXxaHue, pe-
rpecc NCUXOMOTOPHbIX HABbIKOB: MOSABUAACH «LLIAT-
KOCTb» MOXOAKHK, B MOCAEAYIOLLEM AEBOYKA nepe-
CcTana CaMOCTOSITEAbHO XOAUTb U TOBOPWTb.

N3 aHamMmHe3a M3BECTHO, YTO Y AEBOUYKM B BO3-
pacte 1 ropa 3 MecsLeB, Ha GOHE BUPYCHOM UHOEK-
LMW 1 BbICOKOW TeMnepaTypbl NOABUAUCH TOHUKO-
KAOHUYECKME CYAOPOrM (OAHOKPATHO), MOCAE pas-
BUACSI AApUHIreanbHbIi CTPMAOP. Ha peHTreHorpamme
OpraHoB rPYAHOM KAETKK BblAa YCTAHOBAEHA KapTu-
Ha 0BCTPYKTUBHOIO BpoHXMTa. MepBUUHO pebeHoK
noAy4Yan AeyeHue Ha ambynaToOpHOM 3Tarne B Teue-
HUe 7 AHeW (aMOKCUKAAB, aMBOpPOBUKC, MHTAAALUK
NYAbMOBEHT-KOMOW, MPEAHU30AOH B/M). B cBA3U
c oTcyTCcTBMEM 3ddEKTa OT MPOBOAMMON Tepanuu
AEBOYKA HamnpaBAeHa B cTauuMoHap. B AMHamuke
Tepanusa AapuHrotTpaxeuTa bbina 6esycnellHa, 4To
NMO3BOAMAO 3aMOAO03PUTb HEMHOEKLMOHHBIN Mexa-
HU3M BO3HUKHOBEHMUSI CTpUAOpPA. ocTeneHHo Ha-
pacTana MblillevyHasn cAabocTb C perpeccom MoTop-
HbIX HaBbIKOB 1 06€AHEHWEM CAOBAPHOro 3anaca.
AHEBHOM COH 3a 3 HepaeAn OOAe3HUM YBEAMUMACSH
AO 5 pas B CYTKM.

Mpun ocmoTpe pebéHka nokasatenr ¢uaunue-
CKOro pa3BuTMA pebeHka COOTBETCTBOBAAU CPEA-
HUM 3HauyeHus: macca Tena 10 kr, pocT - 82 cwm,
OKPY>XHOCTb ronoBbl 47 cM. Boaochl, 6poBH, pec-
HULbI BeAble, TOHKKE, peakne. Ha KOXHbIX NOKPO-
Bax ArOAML, OMPEAEASIAUCH MPU3HAKKM AepMaTuTa,
OCAOXHEHHOI0 KaHAMAO3HOW MHOEKUMEN, B YrOA-
Kax pTa — aHryAsapHoro xenauta. Typrop TKaHew
CHWXEH. AblXaHWe WyMHOe C 3aTPYAHEHHbIM BAO-
XOM W yyaCTMEM BCMOMOraTeAbHON MYyCKyAaTy-
pbl (BTSXXKEHME Mexpebepuit, 3anaseHne rpyArHbl),
NpY ayCKyAbTaLMK AbIXxaHWe XECTKOE, MPOBOAUTCS
CYUMMETPUYHO NO BCEM MOASIM, XPUMbl HE BbICAY-
wmnBatotcs. XXMBOT MSArKUA, AOCTYNeH rAaybokoMn
nanbnaumu. MNpu nasbnaummM neyeHb yBeAMYEHA
(+2,5-3,0 cm), ceneszéHka +1 cm. CTyan M moue-
ncnyckaHue 6e3 ocobeHHoCTeN.

HeBpoAorMueckuin ctatyc: raasHble LEeAW CUM-
METPUUHbIE, ABUXEHMSA TAA3HbIX AOAOK COXPaHEHbI
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B NMOAHOM 06beME, 3payukn PaBHOBEAUKKE, B3TASIA
OUKCHPYET, COCPEAOTOUEHNE CHMXKEHO, 3a NpeAMe-
TOM NPOCAEXMBAET HEMOCTOSHHO. [AOTaHWE He Ha-
pyLLUEHO. A3bIK B MOAOCTM pTa MO CPEAHEN AUHWW.
Yabibaetcs. AeneveT. MaHUNYyAUPYET WIPYLLKOW.
OTmeuaeTcs BblpaXeHHan HEAOBKOCTb Npu 3axBa-
Te NPEAMETOB, HEYCTOMUMBOCTb B BEPTUKAABHOM MO-
AOXeHUU. [TOA3a€eT Ha yeTBepeHbKax HEYBEPEHHO.
Onpepensietcs AndoOy3Haa MbllleyHas r’MnoTOHUSA
C COXPaHEHHbIMU CyXOXXMAbHO-NEPUOCTAAbHBIE Ped-
AeKcamu. HabaropaeTcsi perpecc HaBbIKOB: AeBOY-
Ka nepecrtana CaMOCTOSITEAbHO MNepeABUraTbeCs,
HEe CTOMUT, HE XOAMT.

Mo pe3yabTaTam 06LUMX KAMHUYECKUX aHaAM30B
KPOBMW 1 MOYM OTKAOHEHMIN MOKa3aTeAel OT HOPMb
He AMarHocTupoBaHo. Mpu BUOXMMUYECKOM UCCAE-
AOBaHWM 006pa3LOB KPOBW YCTAHOBAEH MOBbILLIEH-
Hbl YPOBEHb LWEAOYHOM ¢ocdaTadbl 912 Ea/A
(Hopma po 727). NMokasaTteAn KUCAOTHO-OCHOBHOIO
coctosiHusA (KOC) KpoBM CBUAETEALCTBOBAAU B MOAb-
3y MeTaboAMUYECKOro auupo3a: pH KanuAAspHOM
KpoBu 7,36 (Hopma 7,37-7,45), CBE -12,4 MMOAb/A
(0 £ 2,3); pCO2 19,5 (35-45); p0O2 50,5 (83-108);
S02 85,1 % (94-100 %); cHCO3 14,6 (22,2-27,9),
AaktaTt 4,9 (Hopma 0,9-1,8). Tlo AaHHbIM 9AEK-
TpO3HUedaNOrpaMMbl OMNPEAEAaNaCb AUIPUTMUSA
¢ AMddY3HOM TETA-BOAHOBOW aKTUBHOCTbIO aMMAK-
Typnon A0 150 MKB. Mpu yAbTPa3BYKOBOM MCCAEAD-
BaHWW (Y3W) ycTaHOBAEHbI renatoMeraausi, CrAeHo-
Meranmsi, AMGOY3Hble MIBMEHEHUSA B TKAHAX TUMYCA,
rmnonaasusa Tumyca. o pesyastatam axoKkapamorpa-
®1M AMArHOCTUPOBaHbI TPUKYCNMAAAbBHAA PErypru-
Tauus 2 cTeneHu, AOMOAHUTEAbHASA XOPAA B MOAOCTU
AEBOr0 XeAyaouKa. [poBepeHHas MarHUMTHO-Pe3o-
HaHCHas Tomorpadus roAOBHOrO MO3ra yCTaHOBU-
A@ YMEPEHHOe paclumpeHue cybapaxHoMAaAbHbIX
NPOCTPAHCTB KOHBEKCUTAAbHOW MOBEPXHOCTU TO-
AOBHOIO MoO3ra.

B KAMHWYeCKON (reHeTndyeckon) nabopatopun
'Y PHIL, <MaTtb 1 AUTS» BbINOAHEHO ONPEAEAEHUE
YPOBHEN aMUHOKUCAOT, aLUMAKAPHUTUHOB U3 06pa3s-
LOB CYXMX MATEH KPOBW. YCTAHOBAEHO MOBbILIEH-
Hoe coAepXaHme 3-rMAPOKCUNM30BaNEPUAKAPHUTUHA
0,946 mkmonb/A (0,068-0,328), 3HaUUTEABHOE CHU-
XEeHWe aKTUBHOCTM O6WoTUHMAA3bl 4 Ep (Hopma
>50 Ep).

Ha oCcHOBaHWM KAMHUYECKOM KapTUHbI U A@HHbIX
AabopaToOPHbIX UCCAEAOBAHWI BbICTABAEH AUATHO3:
HacAeACTBEHHOe 3aboneBaHWe 0OMeHa BELLEeCTB -
AEOULNT BUOTUHUAASDI.

B nomomp npakTukymouiemy spayy |

KoppeKuusi AaKTaT-alumao3a NPpoBOAMAACH NyTEM
WHOY3MOHHOM Tepanuu, NepopasbHbIM MPUEMOM
LLLeAOYHbIX pacTBOpoB. Ha ¢oHe AeyeHUA yMeHb-
LLMAMCb NPOSAABAEHUSA CTPMAOPA M MbILLEYHON CAa-
6octn. 3atem b6bIA HayaT nNnpuem 6MOTMHA B AO3€E
15 Mr/CyTKM, UYTO B TEYEHME MEPBLIX TPEX CYTOK
NPUBEAO K OKOHYATEABHOM HOPMaAM3aLMU MOKa-
3atenent KOC KpoBM.

Pe6EHOK BbINMCaAH M3 CTaUMOHapa B YAOBAET-
BOPWUTEABHOM COCTOSIHWUW. [TPOAOAXEH EXEAHEB-
HbIV MpMeM BUOTUHA 1 HaBAKOAEHUE MO MECTY XU-
TeAbCTBa. [lpU KaTaMHECTUYECKOM HabAloAEHWUU
yepe3 10 mecsueB B Bo3pacTe 2 AeT 2 MecSLEB
COCTOSIHME pPebEHKa C MOAOXMTEABHON AMHAMMU-
KON. AeBOUYKa aKTUBHasi, B MOTOPHOM Pa3BUTUU
He OTCTaéT, CyAOPOrn He NOBTOPSIAUCH.

B aaHHOM HabAtoAEHWWM BOBPEMS 3amnop03-
PUTb AEPULMT BUOTUHMAABLI MOMOTAU XapaKTepHble
ANSI AQHHOTO 3a60AEBaAHMA CUMMTOMbI: OCTPOE Hava-
A0, MPUCTYN reHepaAn30BaHHbIX CYAOPOT B AebtoTe,
MblLLUEYHasaA rMNOTOHUSA, PErpecc NCMXoMOTOPHOMO
Pa3BUTUS, AbIXATEAbHbIE N AEPMATOAOTMUYECKME Ha-
PYLLUEHUS], COXPaHAOLLIMMCA AaKTaT-aUMAO3 B KPOBMW.

Haanume y naumeHTa HEBPOAOTMYECKUX MPOSB-
AEHUI, 0COBEHHO CYAOPOTN, PE3UCTEHTHbIX K Tepa-
MWK, B COYETAHWUM C HAPYLUEHUSIMM NCUXOMOTOPHOIO
Pa3BUTUS U AEPMATOAOTMYECKUMW MOPaXeHUAMMU
CBMAETEALCTBYET O MOTEHUMAABHON BEPOSITHOCTU
HaCAeACTBEHHOM 60oAe3HM 0bMeHa, B TOM UYMUCAE,
HEAOCTATOUHOCTU BUOTMHMAA3LIL. HAacTOPOXEHHOCTb
Bpaya-HEBPOAOTa MAM Bpada-neapraTpa B OTHOLLE-
HUU BEPOSITHOCTU HACAEACTBEHHOIO HapylLEeHUs
obMeHa No3BOASIET NporpaMmmy AMArHOCTUKU AO-
NOAHWTb CBOEBPEMEHHBLIM UCCAEAOBAHUEM MOKa3a-
Tenen KOC, KOHCyAbTaUMEN Bpada-reHeTuKa, onpe-
AENEHUEM YPOBHEWM aMUHOKMUCAOT, aUMAKAPHUTUHOB
M aKTUBHOCTU BUOTMHMAASLI. [prMeHeHWe cneuu-
dunueckom Tepanum BUOTMHOM NPUBOAMUT K perpeccy
HEBPOAOIrMYECKUX PaCCTPOMCTB, BOCCTAHOBAEHMIO
KWUCAOTHO-OCHOBHOIO PABHOBECHS 1 CHUXKEHMIO YPOB-
HS OpraHMYECKMX KMUCAOT B Moue. OnpepeneHue
aKTMBHOCTU pepMeHTa B CEMbSIX BbICOKOIr0 pUCKa
Mo HEAOCTATOUHOCTM BUOTUHMAA3LI NMO3BOAAET NPO-
BOAMTb NPEBEHTUBHYIO TEPANMIO ELLE HA AOKAMHWUYE-
CKOW CTaanm 3ab60AEBaHWMSA, OCHOBbIBASICh Ha PE3YAb-
Tatax CKpuHUHra. OnbIT CTpaH, B KOTOPbIX NPOBO-
AMTCA HEOHaTaAbHbIA CKPUHUHI HEAOCTATOUYHOCTH
61MOTMHMAA3LI [6], 060CHOBbLIBAET LieAecoobpas-
HOCTb PacCMOTPEHUA BO3MOXHOCTU €ro npoBeAe-
HUA B benapycu.
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