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HEOHATA/IbHOM IIepUOfe Mpo-
B}IBHHETCH 6omee 25% m3BecT-

HBIX HapylmeHHUit ob6meHa
BelecTB. J[MarHocTrKa 1 jaeveHne
MeTabonmudyeckux 6Oone3Heit mpep-
CTaBJSIIOT €000l CIOXHYIO 3afa-
9y, 0COOEHHO Y HOBOPOXX/EHHBIX
U JleTell paHHEro BospacTa. YacThb
TaKUX JeTeil IIornbaoT elre 10 TOro,
KaK y Bpada BO3HVKHeT IIOfj03PeHIe
Ha MeTtabonnmueckoe 3abojeBaHIe,
y GONBIIMHCTBA OCTaNbHBIX yCTa-
HAB/IMBAETCsI HEaJeKBATHBIN [ua-
rHo3. Merabonudeckue 601e3HU
gare BCETO CKPBIBAITCS MOJ, MACKOI
HeMpOMHQEKUnit 1 JUCTPecc-CUHE-
POMOB (HEBPOJIOTIECKOTO WM pec-
nuparoproro). Ecnu nposogumoe
B HEOHATA/IbHOM II€PUOJie JIeUeHIe

HOJIOXXNTE/IBHO OB/INSIO HA 3BEHbs
[IaTOT€HEeTUYECKUX MPOLIECCOB, pe-
0€HOK BBIXOAUT 13 KaTaCTPOQBHI IIe-
PVHATAIBHOTO IIEPUOJA, HO B Jalb-
HellIlleM OH He TIOTyJaeT afleKBaTHYIO
1 3¢ DEeKTUBHYIO TepaIIiio, IOCKOMIb-
KY JMarHo3 TaK 1 OCTAETCSI He SICHBIM.
Yamre Bcero TakuX JeTell BefyT
C IMAarHO30M «IIePYMHATAJIbHAS JHIIE-
danonaTnsay, «<MAMONATHYECKAs! -
JIETCUSI», «yMCTBEHHAsI OTCTAIOCTh
HEsICHOTO IeHe3a», «eTCKIUII 1epe6-
Pa/IbHbII ITApAINY» U T.I1.

3amogo3puTh HacIeACTBeHHbIE 60-
NMesHM oOMeHa BELIeCTB MOXHO
Ha OCHOBAHUU MOAPOOHOTO M3yUe-
HIS CEMEHOr0 aHaMHe3a, aHajausa
TeYeHVsI HEOHATAJIBHOTO IIEPNOJA,
BBLSIBJIEHNSI IIPU3HAKOB IIOJIVICHC-

TEMHOCTH ITOPAXXEHUS, OTCYTCTBUS
a¢dexTa OT JIeYeHMs IPY ITOCTOSH-
HOM HapacTaHWUM [aTOTOTMYeCKIX
cumntoMoB. K 0CHOBHBIM 0co6eH-
HOCTSIM CEeMeITHOTO aHaMHe3a, K-
HIYECKUM HPOSIBIEHMSM U 00INM
HecrenudnyecKknuM 1a6opaTopHbIM
IpU3HAKaM, yKa3bIBAIOIMM Ha Ha-
CJIeflCTBEHHBIE HapylleHs MeTabo-
JM3Ma, OTHOCATCA:

" HamM4YMe  KPOBHOTO  POJICTBA
¢ GONMbHBIMU MeTabOMNYECKIMU
3a00/1eBaHMAMIL;

= Hajau4due cubcoB ¢ HeOObACHUMBI-
mu 607e3HAMN (CHHAPOM BHE3AI-
HOWM CMEPTH, NIETAPTUs, CUHIPOM
«XPOHUIYECKOII YCTAZIOCTI»), C OC-
TAHOBKOI MM 3afiep>kKKoit pusu-
YECKOTO PasBUTHA, 3aIePKKOI
YMCTBEHHOTO Pa3BUTIS;

= HapylleHNus] MBIIIEYHOIO TOHYCA
(runmoroHus);

= HeOOBIYHBIIT 3aI1aX TeJIa, BbIJbIXa-
€MOro BO3/IyXa; HEOObIUHBII 1{BET
MOYI;

® HeOOBACHUMBIE [JIUTETbHbIE TIPU-
CTYIIbI TOLIHOTBI ¥ PBOTBI;

= BHe3aIlHbIe CYZOPOrH, KOMa;

" THIeBast HeePeHOCMMOCTD MSICa,
PBIOBI, MOJIOYHBIX IIPOJYKTOB;

= OpraHOMeETaJIus;

JddexTBHad hapmakotepanua. 50/2013
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= JIMIeBble AM3MOP(UM, TYTOIOJ-
BIDKHOCTB CYCTaBOB;

= 4acTble MHQEKINU ¥ MMMYHOJIO-
rudecKasi HeloCTaTOYHOCTb;

= TsDKesIble POPMBI AePMATUTA, AJI0-
TELVIsT;

" auu03 C yBeIMYEHHBIM AHIOH-
HbBIM MHTEPBAJIOM;

= [OBBILIEHNE YPOBHSA
B KPOBIj;

= KeTOHeMIs, KETOHYPIS;

= TUIIOIIMKEMMS VMM 9acThle KOJle-
6aHus YpOBHSI ITIFOKO3BI B KPOBI;

= CHJDKEHNE YPOBHS KapHUTHHA
B KPOBU U MOYe;

= CHIDKEHIE YPOBHsI a30Ta MOYEBI-
HBI B KPOBI;

= HENOCTOSIHHO IOBBIIIEHHBIN yPO-
BEeHb TPUITIALEPUIOB U MOYEBOI
KICTIOTHI B KPOBI;

= yMepeHHasl MM BbIPaXKEHHAsI V-
nepaMMOHMeMMsE (MOXeT BBIsAB-
JIATBCST TOBKO IPJ HArPy304YHOM
po6e ¢ XKMBOTHBIMU OeTKaMM).

B kavecTBe mpuMmepa OMMCAHHBIX

BBIIlle CJIOXXHOCTEN AMArHOCTUKN

U JIe9eHUsI TaKUX JeTeil IpuUBefeM

ucropuo 6ose3Hn mamyenTa T.

JIaKTaTa

OnucaHue KNMHUYECKOro cayvyasa

VI3 aHaMHe3a M3BeCTHO, 4TO pebe-
HOK POXX/I€H 3/I0pOBOJi >KEHIIVHOM
OT BTOpOIT GepeMeHHOCTH, IIpOoTe-
KaBlIeit 6e3 ocobeHHoCTelL. IlepBbIit
peOeHOK B ceMbe 30pOB, MaIbUMK
7 net. Bropoit pe6eHOK OT BTOPBIX
CPOYHBIX (PM3MONTOTNIECKNX POJIOB,
C OLIeHKOI1 1o 1Kase Amrap 8/9 6an-
JIOB, MAacCOVl Tela IPU POXIEHUN
3300 r, mymmHov 53 cM. PanHMI HEeoHa-
Ta/IbHbIN TIEpHOJ, IIPOTEKas IIaJKO.
Haxopnuicss Ha IPySHOM BCKapMIJIU-
BaHuy. EfuUHCTBeHHOE, 4TO OOparia-
710 Ha ce0s1 BHUMAaHIE, 3TO IpnbaB-
KJ MaccChl TejIa BBIIIe CPefHEro (Bec
B 6 MecsueB — 10 Kr), HO U HepBbI
pebeHOK B ceMbe MMeTT TaKue >Ke BbI-
COKIIe [IOMeCsTIHbIe IIPUOABKI MAaCChI
Te/la Ha IEPBOM TOly JKM3HIA.

Jo 5 MecsneB peGeHOK pa3BUBAICA
COOTBETCTBEHHO BO3pacTy (Tymmi,
y/IBIOANICSI, XOPOLIO JiepXKasl TOOBY,
IIepeBOPavMBaJICA C )KMBOTA Ha CIIMHY
1 06paTHO). 3ab0/IeBaHIe KIIMHITIeC-
K1 MaHM(}eCTupoBaIo B 6 MeCsIeB,
Korja Ha ()OHe JIETKOTO TeYeHMUs
OCTpOJl PeCHMPATOPHOI BUPYCHOMN
nHdpexunn 6e3 rUIEpPTEPMUM BO3-
HVK IIEPBBIN CYJOPOXKHbIN IIPUCTYII,
IpOTEeKaBLINIT B BUfje MH(AHTUIIb-

Meauarpus. No 5

HBIX CIIa3MOB [0 10 crrasMoB B cepuit.
C paHHBIMU >Ka/100aMy MaTb ITallVieH-
Ta oOpaTniace K nepuarpy. Ilpu o6-
CTIelOBaHMM B CTaLlOHAPe 3HAYMMbIX
V3MEHeHNUII B HeBPOJIOTTIECKOM CTa-
Tyce He YCTAaHOBJIEHO, He BBIAB/ICHO
TIATO/IOTMYECKMX 3HAKOB HA 9/IeKTPO-
sunedanorpamme (I3T), n cienudu-
4eCKOTo JIeYeHNs1 peOeHOK He TOoNy-
vaj1. OfHAKO CYTOPOXKHBIN CMHAPOM
HapacTajl, 1 K 9 MecAnam Cyfopo-
T CTanu BKIw4YaTh [0 70 Crta3mMoB
B cepun. Torpa e Brepsble Ha DI
BblsiBeHa nuddysHas SMUTENTH-
¢dbopMHasA aKTUMBHOCTD B BUJE aCHH-
XPOHHBIX OCTPBIX BOJH, CITAJKI C aK-
LIEHTOM B 3aTbUIOYHOM, T€MEHHOII
U BUCOYHON obmacTsax. [Tanuenty
Ha3HayeHa BaJIbIIpoeBas KIUCIOTA
B go3e 50 mr/kr/cyt. Ha ¢one npotn-
BOCYHOPOYKHOTO JIEYE€HNsI COCTOSTHIE
pebeHKa IPOJIO/KATIO IIPOTPECCUBHO
YXYAIIAThCA, HOSABUIACH COHINBOCTD,
JKaX/a (CTajI BBIIVBATD 10 3 IMTPOB
BOJBI B CYTKII), peOEHOK pe3Ko II0Xy-
nen, B 1 Toj1 BeC COCTaB/IsA 7 KT.
Kpome anmnenTndyeckyx npucTymoB
B 11 MecsueB Ha ¢poHe OCTpOIL pec-
[UPATOPHOI BUPYCHOI MHpeKun
BIIEpBbIe BO3HUK IIPUCTYH OpOH-
X000CTpYKIIMY, B J[albHelIIeM
OPUCTYIB OPOHX006CTPYKINH
HOBTOPSI/INCH YXKe 6e3 BUPYCHOI
npoBokauuu. IIpn ananuse cemeii-
HOTO aHaMHe3a BBIABIEHA OTATO-
IIIEHHOCTD 110 GPOHXMAIbHON acT™Me
y OTIIa, IoYepy OTLA U Y Aefia IO OT-
IJOBCKOVI JIMHUMN.

C y4eToM OTCYTCTBM: IOJIOKUTE/b-
HOJ IVHAMUKM B TeYEHNUN CY[OPOT
Ha (poHe mpyeMa BanbIPOEBOI KVC-
TIOTHI AIIMEHTY BIIepBbIe IPOBeNeHO
oIpefieNieHyie aMIHOKIIC/IOT Y ALyI-
KapHUTVHOB KPOBY, B pe3yIbTaTe
Yero BBIAB/IEHO CHIDKEHIUE KOHIIeH-
Tpauyu CBOOOJHOTO KapHUTUHA
KpPOBM 10 5,87 MKMOJIb/T (HOpMaib-
Hble BeJIMYUHBI 15-45 MKMOJIb/J),
Has3HayeH L-KapHUTUH B JO3e
50 mr/xr/cyrt (mpemapar JnbKap,
pactBop 30%). Yepe3 HECKOIBKO
JHEIl MOABMIACh MOJTOXKUTEeNbHAA
AMHAMMKa, pebeHOK CTaa BCTY-
IaThb B KOHTAKT, YMEHBIIN/IOCH KO-
NYECTBO U NPORO/KUTETbHOCTD
cymopor. B moBTOpHOM aHanmuse
KPOBU Yepes MecAlL JedeHns L-kap-
HUTMHOM KOHIEHTpauus cBob6of-
HOTO KapHNMTMHA KPOBM OKa3amach
HOPMa/bHOI — 34,1 MKMOJB/IL.

UYepes 3 MecALa MOCTOAHHOTO IIPU-
ema L-xapHuuTuHa (mpemapar Ojb-
Kap B joze 50 MI/KT/CyT) B BO3pacTe
1 ropa 6 MecAIeB CyIOpOrU KyIMpo-
BAJIVICh, HO IIO-TIPEKXHEMY COXpPaHA-

Jach BBIpa’KeHHas 3afiepXKKa IICU-

XOMOTOPHOTO pa3BUTHUA, peOeHOK

IJIOXO BCTyman B KOHTakT. O6pa-

janu Ha ceOs BHMMaHME HaBA3UN-

BbIe [IBIDKEHMS TOTIOBOJ, CHYDKEHIE

MHTepeca K UTPOBOIL AeATebHOCTI.

ITo mkame KAT/KJIAMC (ot aHr.

CAT/CLAMS - The Clinical Adaptive

Test/Clinical Linguistic and Audi-

tory Milestone Scale, Knminnyeckuir

aganTuBHBI TecT/KnmHuveckas

IIKaJa OLeHKV Pa3BUTUS PedeBBIX

U CIyXOBBIX HAaBBIKOB) pasBUTHUE

pebenka pacueHeHO Ha 4-5 Mecs-

1eB, K03GUIMeHT pasBUTUA: MO-

Topuka — 28%, pedeBoe — 22%, 1o-

3HaBarenbHOe — 22%. CoxpaHsanach

muddysHas MpllIedHas TUITOTOHMS

IpY HOPMAJIbHBIX CYXOXXMIbHBIX

pedrexcax 1 OTCYTCTBUM IIATOIOTU-

4yeckux pediexcos. [Jedpurur Maccot
tena III crenenn. Pe6eHok mpopon-

KaJl MHOTO TINTb, KOXKHbIE TIOKPOBBI

«3eMJINCTOTO» IIBeTa, cyxue. IIpu

6ecrokoiicTBe 1 GU3NIECKON Ha-

Ipy3Ke IOAB/IANACH OfBbILIKA C IIMa-

HO30M HOCOTYOHOTO TPEYTONbHUKA,

YacThle IIPUCTYIIBI OPOHXO00OCTPYK-

LY, KyNUPYIOLIecs IOoCyIe IpuMe-

HeHUA OpPOHXO/IUTHUKOB Y MHTA/IALIN-

OHHBIX ITTIOKOKOPTUKOCTEPONIOB.

ITpu mabopaTopHO-MHCTPYMEHTaIb-

HOM 00C/Ie[OBAHUY BBISBIIEHO:

v/ B ofmem anHammse KpoBU 3PUT-
pouutsl 3,56 x 10° B mxm; Hb
106 r/n - TMNOXpOMHas aHEMMA
JIETKOJ1 CTEIIEHM.

v Tlo moKasarenio «K1uCI0THO-OCHOB-
Hoe cocrositne (KOC) xpoBm» -
TeHpeHIMA K aunnosy (pH = -7,34;
-7,38; BE = - 5,3; -3,8), anexkTpomnu-
o1 (K*, Na**, Ca**) B HOpMe.

v/ B ob6mem aHanmse Moum: KuCIasg
cpema (pH 7,0-7,5), HusKmit
ymenbHbll Bec (1001-1004 r/m),
OKCasyIaTypys NepuoANIecK.

v/ B 610X1M1IeCcKOM UCCIeOBAaHUN
MOYM: MIH/MAJIbHOE HOBBIIICHNE
pH no 7,4 (Hopma 5-7), ymepeH-
HOe TOBBIIIEHNe YPOBHA aMMMa-
ka - 81 (Hopma 35-59).

v/ B aHanmuse Moun 1o SMMHUIIKOMY:
obbem 1800-2500 m1/cyT, IIOT-
HocTh 1001-1006 - rumonsocreH-
yp¥si, IOy PUSL.
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v/ B 6moxmMmyeckoMm aHajuse Kpo-
BI: He3HAYMTETbHOE IOBBIIICHNE
aKTUBHOCTY TICUEHOYHBIX ep-
MEHTOB JIAKTATHeTU/IPOTeHa3bl —
487 E/n (mopma 225-450 E/n),
acImapTaTaMUHOTpaHCepasbl  —
52 ME/n (wopma go 34 ME/n),
3HAYNTEIbHOE CHIDKEHME YPOBHSA
Fe* — 2,2 Mkmo1b/11 (HOpMasIbHbIE
BETMYINHBI 6,6-28,3 MKMOJIB/1T).

v IIpu mccnemoBaHMM yIineBOHO-
ro oOMeHa OJHOKPAaTHO BbIAB-
JleHa TUIIOITIMKEeMM:A HATOUIAK —
2,4  MMOJB/N,  TOCTIeAyIole
aHAMM3bl ITIIOKO3bl HATOIIAK —
3,5 MMonb/m, depe3 1 wac mocie
3aBTpaka — 5,7 MMOJIb/J, 4epes
2 yaca - 5,0 MMOJIB/ L.

v IIpn  mccnegoBanuy  SHEpPreTH-
9ecKoro o6MeHa BBIABIEHO IIO-
BBIIICHNE KOHIIEHTPALMM MOJIOY-
HOJl KUC/IOTHI B KPOBM HATOLIAK
u ¢ 6€IKOBOJ HArPy3KoIi B 2 pasa,
IIMPOBMHOTPAJIHON KICIOTBI C Oer-
KOBOJ1 Harpyskoii B 3 pasa. OTHo-
IIeHVe JIAKTaTa K IMPYBaTy HOBBI-
1IeHo: pu HopMme 5-15 pasHo 30.
B pesymbprare LUTOXMMUYECKOTO
aHa/m3a MMMQOLNTOB BBLIBIECHO
yMepeHHOe IOBBIIICHVEe YPOBHA
JIAaKTaT/IeTVAPOTeHa3bl, CHIDKEHNe
YPOBHA IJTyTaMaT/erufiporeHassl,
anbda-rmumepodocdargernmpo-
TeHa3bl.

v Ilpn 1poBemeHMM WHCTPYMeEH-
Ta/IbHBIX METOHOB MCCIIelOBAHNA
3HAYMMBIX HapyIIeHMIT CO CTOPO-
HBI CeppIla He 0OHaPY>KeHO.

v 1lo maHHBIM YIBTPasBYKOBOIO MC-
CIeOBaHVA BHYTPEHHUX OpPraHOB
3HAYMMOJ IIATO/IOTMY He BBIABJIEHO.

v/ Ha pentrenorpammax KocTei ro-
JIEHEll BBIABIEH OCTEONIOPO3, He-
PaBHOMEPHBIN POCT KOCTEI.

v Ha 23T 6uosnexrpuyeckas ax-
TUBHOCTb  TOJIOBHOTO  MO3Ta
B IIpefieflax BapMaHTOB BO3pacT-
HOIl HOPMBI, CYTOPO)KHBIX 3HAKOB
He 0OHAPYXXEeHO.

v/ Ilo  pesynbTaTaM  MarHUTHO-
pesonancHoit Tomorpaduu (MPT)
TOJIOBHOTO MO3Ta JIaHHBIX 3a O4Ya-
roBble U MHQWIBTPATUBHBIE U3-
MeHeHNs He HOMy4eHO. BoLiBieHo
MVHUMa/IbHOE paclIMpeHye JUK-
BOPHBIX CHCTEM C YMEpPEHHOI1 BeH-
TPUKY/IOMETaTIMENL.

C y4yeToM 3MM30/a TUIIOITMKEMNN,

HM3KUX II0KasaTenell IVIOTHOCTHU

MOYY, HOIMANIICUM, TIOTTUYPUN Y pe-

OeHKa ObUI 3aII0fJ03PEH HeCaXapHBII
nuabet. IIpoBenena mpoba ¢ aHTH-
AUYypeTHdecKMM TOPMOHOM (HecMmo-
IPECCUHOM): OCMOJISIPHOCTb MOYU
(1 mopuusaA) fo BBefileHNUA ajguype-
TnHa — 222 MOCM/KT, 9epe3 3 daca
Tocyie BBEfeHNA aguypeTuna 10 Mxr/
KT — 569 MOcM /KT, 4epes 6 4acos -
558 mOcm/kr. Takum 06pasom, mo-
JIOXWUTeIbHasl Mpoba MO3BONIMIIA
VICKJIIOYUTh He(POTEeHHBII TeHe3
HecaxapHoro pmabera. ITpu mccre-
TOBAaHNM TOPMOHAIBHOTO MPOGUIL
BBISAB/ICHO YMEpPEHHOE IOBBILICHIE
YPOBHS THPEOTPOIIHOTO TOPMOHA —
5,6 MKME/11 (HOpMajIbHBIe BeIM4HbI
0,23-3,4 MxME/); cHU>KeHMe YpOBHA
C-nenrupa - 0,5 Hr/M1 (HOpMabHbIE
Benmmunubl 1,1-4,4 Hr/mia). AHTHTE-
J1la K TUPEOMIHON MepOoKCuaase, Tu-
POKCHUH, TPUITOATUPOHWH, VHCY/INH,
KOPTHU30JI, aipeHOKOPTUKOTPOIIHBII
TOPMOH, a/lbJIOCTEPOH, OCTEOKATIb-
LVIH, KQ/IbIIUTOHNH — B HOPMe.
Takum 06pasoMm, OTCyTCTBME CIIe-
1unIecKnx M3MeHEeHUII B TOPMO-
HaJIbHOM Ipo¢ue M03BONNIO MC-
K/TIOYNTh IIEPBUYHYIO SHJOKPUHHYIO
IaTOJIOTHIO.

IIpu mccnemoBaHny Ha OOMEHHBIE
HapyIIeHVsT: B aHa/IN3e KPOBU C OII-
pefenieHneM aMIHOKIICIIOT, aljyyIKap-
HUTVHOB, OYeHb ITMHHOLIETIOYeYHBIX
JKMPHBIX KUCTIOT 11 (PeTaHOBOI KuC-
JIOTBI, B aHA/IV3€ MOYY C OIpefie/IeHN -
€M OpPraHMYeCKUX KUC/IOT, IYPUHOB
Y IVPYMVIVTHOB 3HAYMMBIX OTK/IOHE-
HMIT OT HOPMBI He BBISBJICHO.

Ha ocHOBaHWMM TPU3HAKOB MOIICIIC-
TEMHOCTY ITOPAXXEHNsI, 3aJePXKKI
ICYXOMOTOPHOTO U (GU3NIECKOTO
PasBUTM, MBILIEYHO TUIOTOHUN,
CKJIOHHOCTH K aIM03Y, IMIOITINKe-
MUYECKUM COCTOSIHUSIM, C YI€TOM
M3MEHEeHNII HepreTU4ecKoro 06-
MeHa, MOJIOXUTENbHBIM 3 PekToM
Ha (oHe mpuema L-KapHUTUHA, BbI-
CTaBJIEH IMArHO3 « MUTOXOHIpUAIb-
Has 9HI[eaTOMUONIATHS, BTOPUYHAS
KapHUTVMHOBAsI HEJOCTATOYHOCTH.
Ipybas sajepxKa ICUXOMOTOPHO-
ro passutusa. CuMIToMaTdeckas
reHepanM30BaHHAs JIMUIEHCUS
(knnHMKO-nmabopaTopHas pemuc-
cust). CuMnromarnyeckas IONN-
ypus ¥ monupuncus. bponxnanbHas
acTMa, aTOMMYecKas, TsDKeToe Tede-
uite. XKenesogeduuurhas anemust».
Pe6enky HasHaueHo nevyeHne: L-xap-
HuTuH (dnbkap, pactBop 30%)

a HOMEpa: POfib SHEPTOTPOMHbIX NPENapaTos B NIeUeH!IA HapyLLeHMiA
BUTUA pebdeHKa

50 MI/KT IOCTOSIHHO, IJINTETbHO, VH-
TJIAIVIOHHbBIE ITIIOKOKOPTUKOCTEPO-
UJIBI B COUETAHNU C OPOHXONMUTUKOM
(canpbyTamon + 6ymecoHNS), CHU-
JKeHMe JI03bl BaJIbIIPOEBOI KMC/IOTHI
C TIOCTENeHHOI OTMeHOI1, (oneBasd
KucnoTa, Manprodep.

CocrosiHne pebeHKa K 2 rojaMm
Ha QoHe HPOBORMMOIN Tepamnu
U TIOCTOSHHOTO INpueMa L-kapHnu-
TMHA 3HAYUTEAbHO YAyYIINIOCH.
OrMmeuvanach ObicTpasg mpubaBka
IICMXOMOTOPHBIX HaBBIKOB ¥ MacCO-
pocToBBIX IOKasarenel. Ilo mkane
KAT/KIIAMC pasBurue pebeH-
Ka pacueHeHoO Ha 12-16 mecAnes,
K09bPuUMeHT pasBUTKA: MOTO-
puka — 66%, pedyeBoe — 50%, mo-
3HaBaTelbHOE — 58%. 3a 6 Mecs1eB
pebeHoK BpIpocC Ha 4 ¢cM 1 IpubaBuI
1900 . 3HaYUTENBHO YMEHBIININCH
HNpOABNEHNA IONNYPUH, O
CUM 1 aTONIMYECKOTO JIepMaTHUTA.

B KOHTPO/IbHBIX aHa/IM3aX KPOBY YPO-
BeHb CBOOOTHOTO KapHUTIHA IIPEBbI-
IIaJ1 HOpMY — 53 MKMOJIB/JI (HOpMaJIb-
Hble BEIMYMHBI 15-45 MKMOJIb/ ).
ITpoBeseHa TpexgHeBHas mpoba
¢ 6eKOBOII HAIPY3KOI U OTMEHOI!
L-xapHUTNHA, YPOBEHb KapHUTIHA
0CTaBasICsl BBICOKUM — 46 MKMOJIb/JI.
JlaHHBII TeCT IO3BOMN CKOPPEKTH-
poBaTb peKOMeHJAlMK II0 TIpUeMy
L-xapuuTtuna. Ilpenapar HasHaveH
B f03e 50 MI/KI/CYT C IATHaALATH-
IHEBHBIMMU IlepepbIBaMM Yepe3 KaxK-
nble 45 mHet.

Bupsa sHaYUTENbHYIO MOJIOKUTENb-
HYIO JMHaMMKY, MaTh pebeHKa ca-
MOCTOATE/TbHO YAIUHUIA TIePePhIB
B npueMe L-kapHuTtuHa o 36 fHei.
B aror mepuop y pebeHka pasBu-
7ach OCTpas pecnupaTopHas BU-
pycHasA MHeKUM ¢ TunepTepMmers,
Ha (oHe KOTOPOIT MOABUIUCD CYHO-
poru, nepeefe B CyfOPOXKHDIN
cratyc u Komy. IIpotusocymopox-
Has, CUMIITOMAaTI4YecKas U Jierupa-
Tpyomas Tepamus — 6e3 addexra.
Ha 8-11 meHb KOMBI, IO COTTTACOBAHIIIO
¢ Marepbl0 peOGeHKa, BHYTPUBEHHO
Obl1 BBefleH L-KapHUTUH B BBICO-
Kot fo3e (200 mr/kr). Yepes cyTkn
IPeKPATUIICh CY[OPOrK 1 pebeHoK
BBILIETI 13 KOMBI. BO30OHOBIEH Iep-
Opa/bHBIII IpMeM KapHUTHHA B [l03€
100 mr/xr/cyT B TeyeHne 1 MecsIa.
B Bospacte 3 ner maumeHt T. mpo-
JoJDKaeT IOCTOAHHBIN mpueM L-kap-
HutuHa 30 mr/kr/cyt. Cymopor Her.

JddexTBHad hapmakotepanua. 50/2013



Tema Homepa: Ponib HEPrOTPOMHBIX PENapaToB B IEUEHNI HapyLLe

OTMeHeHa IPOTUBOCY/IOPOXKHAS Te-
pams. [TpogomxaeTcs OMOXKNTeNb-
Hasd fiuHaMuKa passutud. Ilo mkane
KAT/KJIAMC pasButue pebeHka
pacueneno Ha 18-30 Mecsaues, KO-
¢ puneHT pa3BUTUA: MOTOPUKA —
83%, peueBoe — 50%, MO3HaBaTeNIb-
Hoe — 67%. Bepy1ert B KIMHNYECKOM
CUMIITOMOKOMIINIEKCE SBJIAETCA 3a-
Iep>KKa pedeBoro passutus. B ¢pusu-
YeCKOM PasBUTUIU — YMEpeHHad 3a-
nepxxka pocra (3-10-it mepreHTIIb)
IIpY HOPMAJIbHBIX ITOKA3aTeNAX Beca
u OKpYy>XHOCTeil Tena. IIpoasnennit
HONMNYPUN ¥ TOMMUAUIICUN, THUIO-
ITIMKEMUN HET, YAeIbHBIN BeC MOUN
B HOpMe. COXpaHAIOTCA acCTMaTHyec-
kue npuctynsl. [lokasarenu xapHu-
TMHA KPOBMU B ITpefielax HOpMbl. B -
Hamuke ipu O3 1 MPT romnosroro
MO3Ta I3MEHEHUII He BBLABJIEHO.

InddepeHuymanbHan guarHocTuka
[Tpu npoBenennn nuddepeHnnans-
HOJl MATHOCTUKM MBI MCKTIOYAIN
MHOXeCTBO 3a00/eBaHMil Ha OC-
HOBAaHUU AVHAMMKYU KIVMHMYECKO-
ro HabmofeHns u 1abopaTOPHBIX
uccnenosanmit. Tak, ¢ yueTom puc-
COLMALIMU MEX/y MBIIMIEYHBIM TO-
HYCOM ¥ HOPMA/IbHBIMI CYXOXKI/Ib-
HBIMM pediekcaMy ellie B BO3pacTe
1 roga Obla MCKIIOYEHA TIePBUYHAS
HepPBHO-MBIIIEYHAsT TaTOIOT L.
OTCyTCTBNME O4arOBBIX M3MEHEHNIT
npu MPT ronosHoro mosra 1mosBo-
JINTIO VICK/TIOYUTD HOBOOOPa3oBaHNUsA
FOIOBHOT'O MO3Ta.

VccnenoBaHys TOPMOHATBHOTO CTa-
TyCa MO3BOJIV/IN UCKIIOYNTD 9H/0-
KPVHHbIE HapyIIEeHA.

Ho npexpe Bcero Mbl gymani o 60-
JIe3HSIX HapyILIeHNs 0OMeHa BelleCTB.
YuureiBag OBICTPYI0 HOpManu3a-
IO TIOKa3aTesIell aljV/IKaPHUTIHOB

KpoBu Ha (poHe nedeHus1 L-kapHuTn-
HOM, OTCYTCTBYI€ HaKOIUIEHVISI SKUP-
HBIX KUC/IOT U alMIKapHUTUHOB,
COXpaHSIIOIYeCs] HOpMajIbHbIE ITOKa-
3aTenn KapHUTHHA Ha GOHE OTMEHBI
[penapaToB L-KapHUTUHA, a TAKXKe
mpu OelIKOBOIL HAarpysKe, ObIIN MC-
KJIIOYeHbl CUCTEMHBI AeduunuT
TPAHCIOPTA U OKWUCIEHUS >KUPHBIX
KIC/IOT, TIepPBUYHAsT KAPHUTHHOBAS
HEZJOCTATOYHOCTb.

OTcyTCcTBME 3HAYMMBIX M3MEHEHUI
B aHa/mM3e MOYM Ha OpraHMYecKIe
KMCIOTBI, HYPUHBl U HUPUMMUIU-
HBl MO3BONNIO MCKIOYUTDH Op-
raHM4YecKye alugypuu, MepBud-
HOe HapylleHMe oOMeHa IypUHOB
U IMPUMMUAVHOB.

HopmanbHble moKasaTeny O4YeHb
IIMHHOLIETOYEYHBIX XUPHBIX KIIC-
NOT M (eTaHOBOI KUCTOTHI MTO3BO-
JIVJIVL VICKTIOYMUTD TIE€POKCUCOMHBIE
3ab0meBaHu.

C y4eToM KpU3OBOTO TeueHus 3a60-
JIeBaHMs, K00 CO CTOPOHBI MaTe-
p¥ Ha IJIOXYIO IIePEeHOCHMOCTD pe-
6eHKOM 0e/IKOBOJI Harpy3Ki B BUJE
MOSIB/IEHMSI Pasfpa>kKUTeNbHOCTH,
MabOpaTOPHBIX M3MEHEHUII B BUJE
MTOBBIIIEHHOTO BBIJIE/IEHUS aMMU-
aKa ¢ MOYOI1, IIpeIoIarammch 6o-
JIe3HM HAKOIUIEHMsI, IPOTeKaloIiye
C YaCTUYHBIM Ae(eKTOM HapyIIeHNsI
[uKIa MoueBuHbL. OfHAKO OTpHUIa-
TE/IbHBIIl Pe3y/IbTaT aHa/lMn3a MOIU
Ha OPOTOBYIO KVC/IOTY ¥ HOpPMasb-
HBIIl ypOBEHb aMMMaKa KPOBU NIPU
0e/IKOBOIT Harpy3Ke MO3BOJIUIN JIC-
K/IIOYNUTD U JAHHYIO [TATO/IOTHIO.
JIabopaTopueit HacieqCTBEHHBIX
6o0ne3Helt oOMeHa BellecTB METO-
IOM IIPSIMOTrO HepaguoaKTUBHOTO
CeKBEHMPOBAHN [IPOBEJiEH aHAMN3
PalloHOB MUTOXOHJPUANBHON Je-
30KCUPUOOHYKIENHOBON KICIOTHI
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(OHK), xopupyomux cyobeguHm-
IIBl: IEPBOTO KOMIIIEKCA IbIXaTe/b-
moit nenu (MTNDI1, ND5-NDe6,
gactuaro ND 2), 6-it u 8-11 cy6p-
eIVHUIIBI TIITOT0 KOMITIEKCA IbIXa-
tenbuou ey (MTATP6, MTATPS),
obracTell, KOOMPYIOLUX TPAaHCIOPT-
Hble PUOOHYK/IEMHOBBIE KUCIIOTHI
(PHK): tRNA-leul, tRNA-ile, tRNA-
gln, tRNA-met, tRNA-tryp, tRNA-
ala, tRNA-asn, tRNA-cyp, tRNA-
tyr, tRNA-lys, tRNA-his, tRNA-ser
(AGY), tRNA-leu2, tRNA-glu. [Tony-
YeHbI HapyLIeHNs B TPeX 13 BbIlle-
[ePEeYNCIEHHBIX JIOKYCOB U B 06enx
CcyObeMHNIIAX MATOTO KOMIUIEKCA
IBbIXaTeTbHOI IIeTIN.

3aKknioyeHue

Mpbr npegcraBuIn uCTopuio 6oses-
HI peGeHKa C KIMHWYIECKO KapTu-
HOII TTONMCUCTEMHOTO 3a060/IeBaHMA.
Hameir 0cHOBHOII 11€/IbI0 OBIIO 00-
paTUTh BHUMaHME Bpadel-meu-
aTpPOB 1 HEBPOJIOTOB Ha IIPOOIeMBI
BefleHNUsI HeTell ¢ KIMHWYECKUMMU
HpPOSABIECHUAMM B BUJE HEKYINPY-
eMBIX VIIM JaXke HapacTAIOLINX CY-
mopor Ha (GoHe crenupUIecKoro
nedenust. [1oydeHHBI HAMM 10TO-
JKUTENbHBI 9 deKT oT nmpuMeHe-
HS TIpenapaToB L-kapuutuna (9mnb-
Kapa) B BUJIE MCUYE3HOBEHMs BCEX
[AaTO/MOTMYeCKUX CHMIITOMOB, He-
COMHEHHO, YKa3bIBA€T Ha CBSI3b CO-
crosiHust pebeHka ¢ seekToM sHep-
reTU4ecKoro obMeHa, a Xopolune
TEMIIBI IIPUPOCTA IICUXOMOTOPHBIX
HABBIKOB Ha (oHe KoppeKimn fedu-
[Ta KapHUTHMHA [TO3BOSAIOT Hajle-
ATbCA Ha BKIIIOYEHME aJallTallMoOH-
HBIX MEXaHI3MOB U HOPMa/IM3alIIo
MeTabo/MM3Ma 0 Mepe CO3PeBaHMs
peberka 1 Ha 61T OIPMATHBII NCXOF
3a00/IeBaHMA.

The authors present a case of seizures and features of polysystemic disease in young child. Differential diagnosis
is discussed in details. L-carnitine preparation produced significant improvement of symptoms.
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