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IIpeacraBieno KIMHUYECKOE HAOMIONEHNE PEOEHKA C TKeOi MiIafeHIecKoil hopMOoil PeIKoro HACJIEACTBEHHOTO 3200 IeBAHMS:
Jedunura anuiI-K03H3UM A lernaporeHasbl AKUPHbIX KHCJIOT ¢ 0YeHb JUIMHHOI yriepoaHoii nenbto. B ocHoBe 3a00/1eBaHusA J1eKUT
HapylIeHHe NPoLecca MATOXOHIPUAIBHOTO (3-OKUCJIEHNUS JTNHHOIENIOYEYHbIX KUPHBIX KUCJIOT. B pe3ynsrare HAKOIUIEHHs] alui-
KoA-npou3BoIHBIX JKUPHBIX KMCJIOT MPOMCXOAUT TOKCHYECKOE BO3/IeiiCTBHE HA CepAeYHYI0 MBIIIILLY M IPOBOJSILYIO CHCTEMY Cepaua,
nevyeHb, CKeJETHbIE MbIIILBI M Pyrue opraHbl. XapakTepHO pa3BUTHE TMIONIUKeMuu. Jleyenne B 0CTPOM mepuosie 3aK/II0YAETCS
B HEMeJIEHHOM NPEKPaIleHWH MOCTYIUIEHHS JJIMHHOLENOYeYHbIX TPUIINIEPUIOB, o0ecTieYeHNH OPraHu3Ma CpeIHeNenoyeyHbIMH
TPUNTMIEPUIAMH ¥ KOPPEKLMH IIMKeMun. B Hamem HaOmoaeHun pedeHOK POIUJICS B CPOK B YIOBJIETBOPUTEILHOM COCTOSIHUM B Ce-
Mb€ C OTATOLIEHHbIM aHAMHe30M (TepBblii pe0eHOK BHE3amHO yMep B Bo3pacte 3,5 mec). 3adoieBanne MaHu(eCTHPOBAJIO B BO3-
pacte 2 CyT XKU3HH OpauapuTMHeii H OCTaHOBKOIi cepaua. Kinunnyeckuii CHMITOMOKOMILIEKC TAKxKe BKJIIOYAJ renaToMerajuio,
3MMU30/bl TUNONTMKEMHH, JAKTAT-al|l103, NOBbIIeHHe YPOBHsI (hepMEHTOB HMTOM3a M KpeaTHH(ochoKuHA3bl B KpoBH. luarios
ObLJI 321107103P€H HA OCHOBAHMH BbICOKOTO YPOBHSI AMIKADHATHHOB B KPoBH (npexne Beero C,, ) v OATBEPKIEH MOJIEKY.IPHO-Te-
HeTHyecKuM ucciienosanuemM. Ha dhone nocunipoMHoii repanuu u JiedeOHOro NMUTAHUS OTMEYAIOCH KYNMPOBAHHE NATOJIOTMYECKOr0
cocrosiHusi. K nByxieTnemy Bo3pacty ¢u3nyeckoe, MOTOPHOE M IICHXOpeYeBoe Pa3BHTHE PeDEHKA COOTBETCTBOBAIO BO3PACTY, XOTS
0TMeYaJIC NPABOCTOPOHHUIA reMUnape3 JIerkoii creneHu BbipaxkeHHOCTH. Takum 00pa3oMm, cBoeBpeMeHHOE Ha4aJ10 Tepanuy onpee-
JisieT 0JIaronpUsATHBII MPOTHO3 3200JIeBAHNS 1AKe B CIIyYae TSKeJbIX MJIAIEHIeCKNX (hopM.

Kuroueswie crosa: demu, nosoposcoennvle, mMumoxonopuansioe B-oxucienue, oeuuum ayui-KosH3uM A 0ecuopoeenasvl HCUPHbIX
KUCAOM C 04eHb OAUHHOU YeAePOOHOL enbio, apummul, AUUAKAPHUMUHbL, C60000HbLI KAPHUMUH, 1eYeHue, cpeOHeyenoeuHble mpi-
eauuepuobl.

The paper describes a case of a baby with a severe infant form of very long-chain acyl-coenzyme A dehydrogenase deficiency, a very
rare genetic disorder. The basis for the disease is a disorder of mitochondrial $-oxidation of long-chain fatty acids. Accumulation of
acyl-CoA-derived fatty acids causes a toxic effect on the myocardium and cardiac conduction system, liver, skeletal muscles, and
other organs. The development of hypoglycemia is typical. Treatment in the acute period involves the immediately ceased delivery of
long-chain triglycerides, the provision of the body with medium-chain triglycerides, and the correction of glycemia. In our observa-
tion the baby was born at term with a satisfactory condition in a family with a poor history (the first baby had suddenly died at the age
of 3,5 months). The disease manifested itself as bradyarrhythmia and cardiac arrest on day 2 of life. The clinical symptom complex
also included hepatomegalia, hypoglycemic episodes, lactate acidosis, and elevated blood levels of cytolytic enzymes and creatine
phosphokinase. The diagnosis was suspected on the basis of the high blood values of acylcarnitines (primarily C, ) and verified by
a molecular genetic examination. Syndrome therapy and dietotherapy resulted in the abolishment of the abnormality. At the age of
2 years of life, the infant’s physical, motor, mental, and speech development corresponded to his age although he had mild right-sided
hemiparesis. Thus, timely therapy determines the favorable prognosis of the disease even in its severe infant forms.

Key words: babies, neonatal infants, mitochondrial B-oxidation, very long-chain acyl-coenzyme A dehydrogenase deficiency, arrhyth-
mias, acylcarnitines, free carnitine, treatment, medium-chain triglycerides.
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eOUIUT aIMI-KO3H3UM A NeTUIPOTeHA3bl  KUP-

HBIX KHWCJIOT C OYEHb [JIMHHOW YIJIEPOAHOW 1lie-
neto (VLCAD — oranrin. very long-chain acyl-CoA
dehydrogenase) — ayTOCOMHO-pelieCCMBHOE 3a0oJieBa-
HME, B OCHOBE KOTOPOTO JICKWT HapyIIeHHWe Ipoliecca
OKWCJICHUST MUTOXOHAPUATBHBIX UTMHHOIICTIOYCUHBIX
SKUPHBIX KHCJIOT. YacToTra BCTpEYaeMOCTH B CpPETHEM
coctasisier 1:30 000 HoBopoxneHHbIX [1—3]. OmHako
B TIOCJICTHUE TOMBI ATOT ITOKAa3aTe/lb YBEIUIWIICS B CBSI-
3W C BKJIIIOYCHUEM NAHHOTO 3a00JICBaHUSI B HEOHATAJb-
HbIIi CKpUHUHT [4]. B HacTosiiee BpeMsi OMUCaHO 0KOJIO
400 cyvaes 6ose3Hu [5]. B Hatueit crpaHe nepBbiii 1ab0-
paTOpPHO TTOATBEPKICHHBIN CiTydail 3a00JIeBaHUsI OTTMCaH
B 2008 1. [6]. TeH, komupytonuit VLCAD, ObLT BriepBbIe
uaeHtTuguumrposan B 1995 . [7], no3xe Obula JOoKa3aHa
koppensiuus reHotuna c gpenorunom [8]. Ten ACADVL
KapTupoBaH Ha 17p.13.

[laToreHes maToJIOrMYECKUX U3MEHEHUI O0YCIIOBJICH
HapylIeHreM ITIpollecca paclleTUIeHUs KUPHBIX KUCIOT
ITyTeM [B-OKUCJICHWS] B MUTOXOHAPUATHHOM MAaTpPUKCE
1, KakK CJICICTBUE, BO3HUKHOBCHUEM NehUIINTAa KOHEU-
Horo nponykta — AT®. JITMHHOIIETTOYeYHAasT alliI-KO-
SH3UM A neruaporeHasa otHocuTcst K DA/l-3aBUCUMBIM
OKCHIOpENyKTa3aM, HaXOIWTCS Ha BHYTPEHHEU IMOBEpX-
HOCTM MUTOXOHAPUAIBHONW MEeMOpaHBI W KaTaTu3upyeT
OKMCJIEHUE alua-KOsH3UM A 110 2,3-aeruapoauni-KoA.
Heduuur VLCAD Beaer K HapyleHHUIO MNPOAYKIIMU
SHEPTUU W3 XKUPHBIX KUCIOT. DTOT IMyTh 0Opa3oBaHUS
SHEPTUHU 3a CYET BHICBOOOXKICHUS HIOTCHHBIX 3aIlacoB
JIMTIAIOB B OPTaHW3Me BKIIIOYAETCS TIPU YCWICHUH TIPO-
1leccoB KarabojiM3Mma: BO BpeMsl 00Je3HM, TOJOJaHUS,
uznyeckoit Harpysku, TPy XUPYPTUIECKOM BMellla-
TeJbCTBE U T. 1. [9].

B mepByto odepenb TopaxaloTcsl OpraHbl, KOTOpBIC
B Ka4eCTBE MCTOYHWKA SHEPTUU WMCIOJB3YIOT UTMHHO-
LICTTOYCYHBIC KUPHBIC KUCIOTHI: CepIlle, IMeYeHb W CKe-
snetHast Myckyiatypa [10]. B pesynabrare HaxkorieHus
annia- KoA-Tpon3BOMHBIX  KUPHBIX KHUCIOT € OYCHB
JUTWHHOM TICTIBIO TIPOUCXOIUT TOKCUISCKOE BO3ICIHCTBIE
Ha CepICYHYIO MBIIIILY W ITPOBOSIIYI0 CHCTEMY Cepiria
(bopMMpYIOTCST HapyIIEHHWs] CEpAeYHOTO pPUTMa, TH-
repTpoduyeckasi KapaIuoOMHUOIIaTHs), TIeYeHb (KUPOBast
WHOUIBTpALWsI, MaHJIO0YISIPHBINA CTeaTo3), CKEJCTHBIC
MBIIIIIBI (MBIIICYHAsT TUTIOTOHUSI, MUOTJIOOMHYPUSI, TT0-
BBHIIIIEHNE aKTUBHOCTU KpeaTWHKWHa3bl). Kpome ToroO,
OTMeYaeTcsT HapyllleHre oOMeHa KapHUTHHA (MCTOIICHUE
TKaHEBOTO M TUTA3MEHHOTO KapHUTHWHA C YBeJIMYCHUEM
KOHIICHTPAIIUW allMJIKAPHUTUHOB) W HapylIeHNe CUHTe-
3a KETOHOB B nevyeHu [11].

3abosieBaHUE XapaKTepU3yeTCsl Te€HETUYEeCKOW TreTre-
POTCHHOCTBIO W ITPOSIBIISICTCST TPEMSI OCHOBHBIMU KJTH-
Huyeckumu denorunamu [8, 9]: jgerkum ¢heHOTUIIOM
(Muonarnyeckast ¢dbopma), CpeaHeTsIKeJbIM (MeyeHou-
Hasl, WJIW TMIIOKETOTHYECKU-TUIIOTIIMKeMIdecKast hop-
Ma) U TSDKEJTBIM MJIalieHIeCKUM (heHOTHUIIOM (cepraeuHast
1 ojimopranHasi Gopmsl). Bo3pacT mosiBJIeHUsST CUMITTO-
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MOB U TSKECTh KIIMHUYECKUX MPOSIBICHUI pa3inyaloTcst
y MalMeHTOB B 3aBUCUMOCTH OT BapUaHTa TeUeHus 3a00-
sneBaHus [8].

VY naiueHToB ¢ JierkuM (peHoTUuIIoM (MUoIaTuyecKast
dopma) nepurut VLCAD moxer nporekarb Oeccrum-
MTOMHO U MPOSIBIISAATBCSI TOJBKO B CIydae OUYEHb TSKEJbIX
KaTabOJMYECKUX HapYUIEHUH U CEpbe3HbIX MHTEPKYpP-
peHTHBIX 3a0ojieBanuii [9]. KnuHuuecku otmevaercs Mu-
aJIrust, MblllIeYHast ¢1abocTh U Muoriaoounypwusi 1, 12, 13].

OCHOBHBIMU KJIIMHMUYECKUMM CHUMIITOMaMU Y AeTeit
CO CpeIHEeTSKebIM (heHOTUITOM (TIeYeHOYHAs, WJIU TU-
MOKETOTUYECKU-TUTIOTJIMKEMUYecKasi hopma) sBIISIIOTCS
TUIOTJIMKEMUSI, MOPAXEHUE MEYEHU U CKEJIETHON MYCKY-
satypbl. Toraa Kak HapyleHus cepJeuHOro putMa 1 Kap-
JNIMOMUOIIATUsI OTMevatoTes penko [1, 14].

Haubonee pacnipoctpaHeHHO opmoii 3a001eBaHUS
SIBJISIETCS] TSDKEJbIA MJIaleHUeCKuii (heHOTUI (cepaeuHast
U rovopraHHas ¢Gopmbl) € paHHedl MaHudbecTauuei
U BbIcOKOI cmepTHOCThIO [15]. TIpu atux dopmax otme-
yaeTcsl MOYTH HyJieBasi (hepMEeHTaTMBHAasl aKTUBHOCTD,
a KIIMHUYECKU MPEeBAIMPYET MOpaXeHue cepila B BUIE
TSDKEJIBIX HapylIeHUN pUTMa W/Wd BbIpakeHHOM Kap-
nuomuornatuu [§]. XapakTepHO TakKe MOSIBJICHUE PBOTHI,
JeruapaTaiuy, rernatoMeraainuy, MOBbIIIEHUsT TToKa3aTe-
Jieii IeYeHOYHbIX P00, MUAITUM, IJIEBPATIBHOTO U MepU-
KapIuajabHOro BeinoTa. PazpuBaercs rurnepaMMOHUEMUST
1 HEKETOTUYECKasl TMIOTIMKEMUsI, MeTaboJInYecKuii
aluno3, TUInepypukeMusi, MUoraoouHypusi. OTMevaror-
Csl CyIOpOTM Y NMPU3HAKU YTHETEHUsI CO3HAHMS BIUIOTh
IO coropa U KOMbI, UTO OOYCJIOBJIEHO COYETAHUEM TUIIO-
MIMKEMUM U TUiepaMMoHueMun [1].

JlvarHo3 ycTaHaBIMBaeTCs Ha OCHOBaHUM OOHapy-
JKEHUSI TOBBIIIEHHOTO YPOBHS psila allMJIKapHUTUHOB
1 HU3KOTO YPOBHSI CBOOOTHOTO KapHUTHHA B KPOBH [16]
U TTOATBEPXKIAETCSI MOJIEKYJISIPHO-TEHETUYECKUM HCCie-
nosanveM. Haubosiee xapakTepHbIM SIBJISIETCSI TTOBBIIIIE-
HUE YPOBHsI TLIa3MEHHBIX auuikapHutuHos C, ., C,,
Cioo Cists Cisrr Cisor Cias Cigpr CPEMM KOTOPBIX MPEO-
6nanaer C . JlaHHbIe TIOKa3aTeM UCCIEAYIOTCS B IIAT-
HaX KpPOBM METOJIOM TaHIEMHOI Macc-CIEeKTPOMETPUM.
B Hactosiniee Bpemsi BO MHOTMX CTpaHaXx MPOBOAUTCS
MAacCOBbIli CKPUHMHI Ha JaHHOEe 3abosieBaHue, YTO IMO-
3BOJISIET BBISIBJISITH OECCUMIITOMHBIE Cyyau Y HOBOPO-
KaeHHbIX neteit [9]. JlonoJHUTeIbHOE TUarHOCTUIYeCKOe
3HAYeHWE MOTYT UMETb Pe3yJbTaThl MOP(OJOTUYECKOTO
HCCIeIOBAHUSI MbIUIL, MPU KOTOPOM MPOCIEXKUBAIOTCS
HEKpPOTUYECKHE OYard U pereHepaTUuBHbIE W3MEHEHWUSI,
OoTpaxalollye NpoTeKaroliue Mpouecchl pabaoMKUoun3a.
[Tpu rucTosornyeckoM rcciaenoBaHuu OMonTara neyeHu
MOTIYT OTMeYaThcsl HecrienpruiecKkrue U3MEeHEHUs B BUJIE
cTeaTo3a renaToluTOB.

JleyeHue 3axitoyaercs B HEMENJEHHOM Mpekpalie-
HUM TOCTYIJICHUSI JUTMHHOLIETIOUEYHBIX TPUTIIMLIEPUIOB
1 00ecreyeHU OpraHu3Ma CpeIHelenoYeYHbIMU TPU-
rmuepugamu [10, 17, 18]. OOmme nqueTudyeckue peko-
MEHIIALIMK 3aKJTI0YAI0TCS B YACTOM KOPMJIEHUU pebeHKa,
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HaIpaBJIEHHOM Ha HEIOIyIeHWEe UITUTEIIEHOTO TOJIo/Ia-
HWS, TIPU KOTOPOM aKTUBHUPYETCST JIUTIOTH3.

CoriacHO KOHCEHCYCY, MPUHSITOMY paboueit Tpymnoi
no neuyeHuto aedumura VLCAD (2009 ), B mepuoa HO-
BOPOXICHHOCTH PEKOMEHIYEeMBIN ITPOMEXKYTOK MEXKIY
KOPMJICHMSIMU JTHEM COCTaBIISIET 3 U, TIOCTIE MECSTYHOTO
Bo3pacTa 1 10 7 jieT — 4 4. PekoMeH1yeMble HOUHBIE TTPO-
MEXKYTKU MEXIYy KOPMJICHUSIMH B TICPUOI HOBOPOXKICH-
HOCTH — 3 4, B TIEPBOM TIOJIyTOIUY XU3HU — 4 4, BO BTO-
poM Troyromu — 6 9, B Bo3pacTe OT | roga W crapiie
— 10 4. Heo06Xx011MMO MOMHUTB O TOM, YTO NMPU (U3NIe-
CKUX Harpyskax, MeTabOoJIMUeCKHUX CTpeccax, MHTePKYp-
PEHTHBIX 3a00JICBAHUSIX TIPOMEXKYTKH MEXKIY ITprueMaMu
MMAIIA TOJDKHBI OBITH Kopode. [1pu ycIioBUM yIOBIIETBO-
PUTETLHOTO TIUTaHUS peOeHKA OITYCKAETCsT YBETMUCHIE
HOYHOTO TTPOMEXYTKa 10 6 9 yXe C 3-MEeCSIYHOTO BO3-
pacTa 1 o 8 U ¢ Bo3pacta 6 Mec KM3HM IT0Il KOHTPOJIEM
YPOBHSI caxapa B KpoBH [9].

JveTnyeckre peKOMEHIOAIIMU Pa3TUJaloTCsl B 3aBH-
CHMOCTH OT TUIIa TeYeHMs 3aboeBanus. [1pu KimHIYe-
cku BbipaxxeHHoM nedunure VLCAD npoTtuBorokazaHo
KOPMJICHWE TPYAbIO WU CTAHAAPTHBIMU ITMTATSIEHBIMU
CMECSIMHA, BO3MOXHO IPUMEHEHHE TOJBKO CIeIralv-
3UPOBAaHHBIX JIEYCOHBIX CMECeil C HU3KUM CONEepPKaHUEM
KUPOB:

Monogen (npousBoactso Nutricia, SHS); 90 % xupos
TIPEICTABJICHBl CPEMTHEICTTOYCYHBIMI TPUTTUIICPUIAMUI
(1,89 r Ha 100 M1 cmMecH), conepkaHue TJTMHHOLIETIOYeU -
HbIX TpurauepunoB — 0,21 r/100 mu;

cmech Basic-f (Milupa); comepkaHue cpemHeleno-
YEYHBIX TpUrMuepuaoB — 2 r/100 mi, JyIMHHOLEOYeY -
HBIX TpuranepuaoB — 0,06 t/100 Mot

Tpebyercst mobGaBlieHNe HE3aMEHMMBIX XUPHBIX KHUC-
g0t (3,5 r/cyr). [locne 4 mec XU3HM MTOKa3aHO BBEJICHUE
MIPUKOpMa, TIPY 3TOM PEKOMEHIOBAaHO OIpaHUICHUE TI0-
CTYTUICHUSI IJTAHHOIIETIOUSYHBIX JKMPHBIX KUCIIOT 10 25—
30% ot obmiero KonmdecTBa 3Heprum, 20% Kamopuii-
HOCTH JIOJDKHO OOECITeUMBATHCS CPEIHEICTIOYeIHBIMUI
TpunmMIepunamMu, 3—4% — He3aMEHUMBIMU XUPHBIMU
kucioramu [9, 19].

CornacHoO peKOMEHIAIUsIM, TIPUHSTBIM OOIIeCT-
BOM HyTpuimosioroB Iepmanuu, Asctpuu u LlBeitna-
puu [20], B IOLIKOJIBLHOM BO3pacTe MOTpedseHrue IJIUH-
HOLICTIOUCYHBIX TPUTIUIEPUIOB IMAIIMCHTAMU JTOJKHO
cocTaBATh He 6ojiee 40—45% OT 00IIero KOJIM4ecT-
Ba dHepruu, a B Oosiee crapireM Bo3dpacte — 30—35%.
[Ipu Takoif nueTe HEOOXOMWMO MOTIOJTHUTEIBHOE TI0-
CTYIUICHWE HE3aMEHUMBIX XMPHBIX KUCJIOT, B TOM YHCIIe
anbda-JIMHOJEHOBOI (omera-3) M ramMMa-JMHOJICHOBOM
(omera-6), KOTOpbIe B ONITUMATHFHOM COOTHOIIICHUH CO-
nepkaTtcss B OPEXOBOM, COEBOM M IMIIICHUYHOM Macjax
1 PEKOMEHI0BaHbI B KOJWYecTBe 3,5 r/cyT A0 4-mecsiu-
HOTO BO3pacTa, 5 T/CyT 0 rofa Xu3Hu, 6 T/cyT 1o 4 net
u 10 r/cyT nocne 4 ser.

Hdetn  c OECCUMNTOMHBIM — TeUeHUEM  Jeduimra
VLCAD, T.€. mnpu BblsIBIEHUM 3a00J€BAHUSI B paMmKax

HEOHATaJIbHOTO CKPUHWHIa WU IUaTHOCTHKE B OoJjice
CTaplleM BO3pacTe HYXAAIOTCS B OCOOBIX PEKOMEHIAlu-
SIX Ha cliyJaii MaHudecTauuy 3a00eBaHUsT TIPH TSKEJIOM
cTpecce UM KaTaboauueckux cutyauusix. B kauecte 6a-
30BOTO MUTAHKS B PAHHEM BO3pacTe, 10 4 MeC XXU3HU BO3-
MOXHO KOpMJICHUE TPYIbIO MJIM CTAHAAPTHOW MUTATEIb-
HOM CMECBIO B COYETAaHUU C JIEYEOHOIN CMECHIO C HU3KUM
cozepkaHueM XupoB B cootHoieHuu 1:1. Tlocne mocTu-
SKeHUsT Bo3pacta 4 MeC BO3MOXHO BBeIeHUE MPUKOpPMA,
MPpY 3TOM TTOTPeOJIeHNE XKUPOB JOJKHO OBITH OrpaHUYe-
Ho 10 30—40% Bceit kanmopuitHoctH, a 10—15% sHeprumn
JIOJDKHBI TIOCTYTATh OT CPEIHELEITOUCYHBIX TPUTITHIIEPU-
1oB [9]. B ycnoBusix katabonmnsma ¢ 1eJiblo TpopUIaKTh-
KU W JIeYeHUsl TMIOIIMKEMUU 1ieJiecoo0pa3Ho oboraiiie-
HUE TIMTaHUS TJIIOKO3HBIMU TTOJIMMEPaMU 1 KYKYpPY3HBIM
KpaxmajioM. JlOoTMOJHUTENbHOE BBEACHME MUHEPATbHBIX
BEIIIECTB WJIM BUTAMIHOB ITOKA3aHO TOJIBKO B CJTyJae He-
JOCTaTOYHOTO TIMTAHUS WJIM JJAOOPATOPHO TOKa3aHHOTO
CHIDKEHMSI KOHLIEHTPALIMKM XKUPOPACTBOPUMBIX BUTaAMU-
HOB WJIM MUHEPAJIbHBIX BEIIECTB B KPOBHU [9)].

Bormpoc o gononaHuTeIbHON HoTanuy L-KapHUTHHA
JIO CUX TIOp OCTAaeTCsl OTKPBITHIM B CBSI3W C OTCYTCTBHEM
YETKUX JaHHBIX 00 3((HEeKTUBHOCTU JAHHOTO JICYCHMSI.
Kpome Toro, mokaszaHo, 4TO Npu Ha3HaueHUU L-kap-
HUTWUHA, YYACTBYIOLIETO B MEMOpAaHHOM TpaHCIIOPTe
SKUPHBIX KHUCIIOT B MUTOXOHAPWUM, MOXKET YCUIMBATHCS
00pa3oBaHWe TOKCUYHBIX MPOMEXYTOYHBIX TMPOIYKTOB
X CUHTe3a. B cBsI3M ¢ 3T Ha3HavyeHWe L-KapHUTHMHA
OIpaBIaHO TOJBKO B ClIydae BBIPAKEHHOTO CHIDKEHUS
YPOBHSI CBOOOIHOTO KapHUTUHA B KpoBu [21, 22].

ITpu neyeHUM HEOOXOTMMO MOHUTOPUPOBATH YPOBEHb
[JIIOKO3bl, KpeaTWHKMWHA3bl, TpaHCaMMHa3, CBOOOIHO-
ro KapHUTUHA W allJIKADHUTHHOB B KPOBU, MPOBOAUTH
9X0-, JIEKTpoKapauorpaduio, a Takke KOHTPOJUPOBATh
pa3Mephl U CTPYKTYPY TedeH!. DPGHEKTUBHOCTD JICUSHUST
OLIEHMBAETCSI Ha OCHOBAHUU WMCYE3HOBEHUS WJIM YMEHb-
IIEHUST KJIMHUYECKON CUMNTOMATUKHM, a TAKXKe IO HOp-
MaJiu3allii YPOBHSI KpeaTMHKMHA3bl M TpaHCaAMUHA3,
CHUKEHUIO TIPOAYKUWH JJIMHHOLEITOYEYHBIX alluIKap-
HUTUHOB.

ITpu cBoeBpeMEeHHOM Hauaje JIeYeHHMSI TIPOTHO3,
Kak MpaBWJIO, OJaronpusaTHbIi. OQHAKO paHHSAS MaHU-
decTanus pu TSLKEIBIX (hopMax U BapuabeIbHOCTD KU~
HUYECKOM KapTWHBI 3aTPYIHSIOT PAHHIOK OTUArHOCTUKY
1 00YCJIOBJIMBAIOT BBICOKYIO CMEPTHOCTb. B HacTosiiiee
BpeMsT KaTaMHECTHYeCKOe HaOJIOIEeHNE 3a 0OJbHBIMU
netbMu orpanuurBaercs S—10 ronamu. [1pu HeanekBat-
HOM JIEYEHUHM MOTYT Pa3BUBAThCS TSIKEJbIE MOPAXKEHUS
LIHC, cepnua u neyenu [9].

B xauecTBe WUTIOCTpaLlMM MPWBOAUM COOCTBEHHOE
HabJo1eHue.

PebGeHok ponuicss oT coMaTUYeCKu 3J0POBOM XKeH-
IIAHBL 26 JIeT, OT 2-ii GepeMEeHHOCTH, TMPOTEKaBILEH
¢ yrpo3oii npepsiBaHust Bo II Tpumectpe, or 2-X ponoB
B cpok. [lepBasi 6epeMeHHOCTb 5 JIeT Ha3aj] 3aKOHYMIACh
polaMU B CPOK, PONMJIACH 310pOBasi N€BOYKA, KOTOpas
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B Bo3pacTe 3,5 Mec CKOPOTIOCTUKHO yMepIia.

CoctossHUe TIpoOaHma TP POKICHUU YIOBJICTBO-
puTesibHOE, OlieHKa Mo mkajae Anrap 8/9 6amioB, mac-
ca teaa 3570 1, nuHa S1cM. [locne poxaeHust 1eBouka
13 POIMIIHOTO 3aJia OblIa IepeBecHa B IeTCKoe (husn-
ojioruyeckoe otaeseHue. B TeuyeHue 1-X CyTOK KU3HU
COCTOSTHME peOeHKa OIIEHUBAIOCH KaK YIOBICTBOPUTEITb-
Hoe. YpOBeHb liepedpaibHON aKTUBHOCTU ObLIT 10CTATOY-
HBIM, Ha OCMOTpP pearupoBajia aaekBaTHO. Kopmmiack
TPYIHBIM MOJIOKOM B COYETaHUU C MOJIOYHOU CMEChIO,
cocajia OXOTHO, Ha3HaYeHHBI 00beM SHTEPaTbHOTO KOP-
MJICHUSI yCBanBaJa.

B Bo3pacte 1 cyr 2 4 XM3HU TIpU IJTAHOBOM OCMO-
Tpe pebeHKa BpauyoM HEOHATOJIOTOM (DU3MOIOTUIECKO-
TO OTHEJICHUS OTMEUYCHO PE3KOe YXYAIICHUE COCTOSTHUS
3a CUET pa3BUTUs OpamMiapuTMUU (YacToTa CePICYHBIX
coKpalieHnit MeHee 60 B MUHYTY) ¢ TIOCTEIYIOIIei ocTa-
HOBKOIl CepIeyHON nesaTeqbHOCTA. KIUIMHWYECKW OT-
MeyJajgach BSUIOCTb, MBIIIEYHAS TUIIOTOHUS, TUTOped-
JIEKCHSI, aTuHaMUsI, BbIpaXkKeHHasl OJICTHOCTh KOXKHBIX
TTOKPOBOB, CMEHUBIIASICS PA3JIUTBIM ITUAHO30M. BBITM
HavyaTbl peaHWMAIIMOHHBIE MEPOTIPUSATHUS: MCKYCCTBEH-
Hasl BEHTWISAIMS JICTKMX, HEMPSIMOM Maccax cepina,
SHIOTpaxeaJbHOE BBEICHNE PAaCTBOpA apeHaINHa, BHY-
TPUBCHHOE BBEICHME aapeHaInHa, (hU3MOJOTUIECKOTO
pacTBopa, IPETHW30JI0HA W TMAPOKAapOOHATa HATPWUS.
[Ipu poBeneHUM peaHMMAITMOHHBIX MEPOTIPUSITHIL 00-
parrajga Ha ce0sl BHUMaHUE JUTUTEIEHO COXPAHSIBIIAsICS
OpaguKapavsi, MbILIIEUHAsT aTOHUS, BIpAaXKeHHBIE MUKPO-
LIUPKYJISATOPHBIC HApyIICHUs. YCTOWUMBBIN CepHeUHBIN
PUTM BOCCTAHOBWJICS TOJIbKO uepe3 20 MUH Mociie Havaia
peaHMMALMOHHBIX MEPONPUATUIA, TTOSBUINCH SIUHNY-
HbBIC CYIOPOXHBIC BIOXW. B mampHeiIIeM IpomosrkeHa
TTOCUHAPOMHAsST Teparnusi, BKJTIOYaBIIAs YITPABISICMYIO
Jieyeonyto runorepmuio («Full body» runorepmust), aH-
THOAKTEPUATHHYIO TepaIliio, MPOIOKEHA MCKYCCTBEH-
Has BEHTWJISILIUSI JIETKUX B PEXUME TIOCTOSTHHOM TIpU-
HYIUTETHHOW BEHTWIAIMM, HalakeHa WHQY3MOHHas,
KapAMOTOHWYECKAs Teparusl, mapeHTepabHOe TTUTaHNE,
C IIepeOPOITPOTEKTOPHOM TIeJIbI0 HayaTO BBEICHUE IIW-
todaaBuHa. B Bo3pacre mojiytopa CyTOK >XU3HM MaHU-
(dectpoBa KIOHWYECKUE CYIOPOTM B KOHEYHOCTSIX,
TTOIEPTUBAHUST MUMUYECKOW MYCKYJIaTypbl, ObUIa ITOJI-
KJTI0YeHA ITPOTUBOCYIOPOXKHASI TePaTTHs.

[Mpu obcnemoBaHUT BBISIBJICHO MOBbBILLIEHUE
YPOBHSI MapKepoOB BOCHAJCHUS: TPOKAJIBIIUTOHWHA
1o 11,6 ur/mn, neiikouuTo3 10 58,5+ 10°/1 co ciBurom
JIEHKOIIMTAPHOM (hOPMYJTBI BJICBO, MMPU3HAKK aKTUBAIIAN
BHYTPHUCOCYIMCTOTO CBEPTHIBAHWS 1 TIOBBIIIICHUE YPOBHSI
J-mumepoB 1o 2265 mkr/in. OmgHako o4aroB WH(MEKINU
He O0HapyKeHO, ITOCEBHI KPOBM W MOYM OBLTM OTpPH-
LIaTeJIbHBIMU, YpOBeHb C-peakTWBHOTO Oejika B HOPME
(2,56 mr/m).

[Tpu HeltpocoHOTpa®MM OTMEYaIUCh TIPU3HAKU OTe-
Ka TOJIOBHOTO MO3Ta, Ba3ocIia3Ma 1 TUIToTNepdhy3un B CO-
cynax. 1o JaHHBIM MOHUTOpPUHTA LIEPeOPaIbHBIX DYHK-

OPUINHAJIbHbBIE CTATbU HACJIE4ACTBEHHbIE BOJIE3SHU

LMA Mo3ra U30JUHUSI (UKCHUpOBAIACH BTeueHue 4,5
4, 3aTeM OMOdJIEKTpUUYECKasi aKTUBHOCTb MO3ra Hayaja
BOCCTaHAaBJIMBATbCS, MPOU30LILIA TpaHCchopMallusl U30-
JIMHUU CHayajla B HU3KOAMIUIUTYAHYIO KPUBYIO, a 3aTeM
— B BbBICOKOAMIUIUTYAHYIO C 3JIEMEHTaMU CYIOPOXHOM
AKTHUBHOCTH.

VYierpa3BykoBoe HccCeIOBaHUE TOKA3aJl0 yMEpeH-
HOE€ YBEJIMYEHUE Pa3MepoB MEYeHU U MOoYeK, Hapyle-
HUSI CUCTEMHOTO KPOBOTOKA B BUJE SIBJICHUI Bazocras-
Ma B cocynax novek. ITo pesyisrataMm OMOXMMUYECKOTO
aHaJlM3a KPOBU OOHAPYKEHO MOBBILIEHUE YPOBHSI MOYE-
BUHBI 10 13,5 MMoub /1, KpeaTuHuHa 10 153,1 M Mosb /1,
SMuU30AblI TUTTOrTMKeMun oT 0,6 10 2,4 MMOJIb/JI, TUIIO-
KaspueMust 1o 1,63 MMoJIb/JI, 3HAYUTETBHOE ITOBBI-
IeHWe aKTUBHOCTU KpeatnHbochokuHasbl (1670 E/n
npu HopMme no 177 E/n) wtpaHcamuHa3 (aJlaHUHAMU-
HoTpaHchepassl — 650 E/n, acmaprataMuHOTpaHChe-
passl — 880 E/n, npu Hopme 10 40 E/n), BeipaxeHHbIe
MposiBJieHUs1 MeTabosnyeckoro jakrar-aiuao3a (BE —
18,8 mmonb/a, nakrar g0 12,9 Mmmosb /).

ITpu axokapauorpadum  0OHAPYKEHO  OTKPBITOE
OBaJbHOE OKHO, BbIPaK€HHOE CHUXEHUE BEJIUUYUH Cep-
IIEIHOTO BHIOpPOCA; YOCMUTENbHBIX NAHHBIX O HATUYUW
BPOXIEHHOTO MOPOKa cep/ilia MoJayyeHo He ObL10. XOoJ-
TepOBCKOE MOHUTOpUpOBaHUEe cyTouHoit DKI' BbIsIBUIO
CUHYCOBYIO apUTMUIO, SIMU30/bl CHUXEHUsI CepAeUHOro
pUTMa W aTPUOBEHTPUKY/ISIPHON ITUCCONMAIIAN C YITH-
HeHueM uHrepBaia Q—T.

[To maHHBIM peHTTeHorpaduM oTMeJaiach KapTHHA
CMEILIAHHOTO TOJHOKPOBUSI JIETKUX, YCUJIEHUE OPOHXO-
COCYAMCTOro prucyHka. Ha ocHoBaHUM pe3ybTaToOB BbI-
MOJHEHHOTO 00c/eN0BaHusl OblLT MOCTaBJICH MpeaBapU-
TEJIBHBIN TUATHO3: BPOXKICHHAS ITHEBMOHUSI.

OpHako, y4YuTbIBasl JaHHbIE aHamHe3a (CKOPOIO-
CTMKHAsi CMepTh MepBOro pedeHka B Bo3zpacTe 3,5 Mec
OT HEYCTAaHOBJICHHOW ITPUIMHBI), YXYAIIEHUE COCTOSTHUS
pebeHKa Mocje CBEeTI0ro MpoMexyTka (pebeHOK poauI-
Cs B CPOK B YIOBJICTBOPUTEITLHOM COCTOSIHUM), CTOMKUI
JIAKTaT-alua03, SMU30Ibl TUITOTJTMKEMUH, a TAKXKE BBI-
paxkeHHbIE PACCTPOMCTBA cepieyHoro putma, audde-
PEHIIMATIbHBIA [MAarHO3 MPOBOIMUJICS MEXAY BPOXIEH-
HBIMU METa0OJTMIECKUMU HapYIICHUSIMU, KapAuaabHON
narojiorueit (HapyileHusi puTMa cepila, yUIMHEHUE
uHTepBaia (O—7T) W 3HAOKPUHHBIMU 3a00J€BaAHUSIMU
(TUTTOTJIMKEMUIECKUI CHHAPOM, HEIOCTATOYHOCTh KOPHBI
Ha/IMOYEYHUKOB).

Ha ¢one nocunapomHoii Tepanuu HabI01aaCh CTa-
Ounuzaius coctosinusi peobenka. Cryctst 72 4 Obuia 3a-
BepIIleHa yIpaBisieMast JiedeOHast TUTTOTEPMUST, CHYDKCHBI
rmapaMeTpsl TTPOBOIUMON WCKYCCTBCHHON BEHTWUISIIMHI
Jierkux. JIeHkouruTos B MOBTOPHOM KIIMHUYECKOM aHaJIU-
3¢ KpOBM Takxke cHU3MICS ¢ 58,5¢ 10°/m mo 37,9« 10°/71.
CoxpaHsutach  reraromeranusi o +4cm. B Bospacrte
5 CYT XU3HU OTMEYaJlachb HOpMaJIM3allMsl YPOBHSI JIaKTa-
Ta B KPOBW, KYITMPOBAINCH SIBJICHUSI METa0OJTUIECKOTO
anuno3a, Oblla OTMEHEHa KapAMOTOHUYECKasl MOoJJiep-
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ﬂeempesa E.A. u coagm. anZ[OHepaHI/IOHHOC BEACHUE MJIAACHIIEB C BPOXKICHHBIMU ITIOPOKaMU CEPLA 1 TTHEBMOHUEH

XKKa, COXPAHSJIUCH MPOSIBICHUSI CYIOPOKHOTO CUHIPO-
Ma. Ha 6-e cyTKu XW3HU HavaTo SHTEpabHOEe KOpMIIe-
HUE MOJIOYHOW CMECBIO.

B mporiecce maxpHEHIIEro o0CIeIOBaHUS MCKITIOUE-
Ha SHIOKPWHHAS 1 TICpBUYHAS KapAraabHast TaTOJIOTHS.
[Ipu uccnenoBaHWM CIIEKTpa aMUHOKUCIIOT U allviKap-
HUTUHOB B KPOBH, a TAKKE OPTAHMYECKUX KMCIIOT B MOUe
BBISIBJICHBI W3MCHEHMSI, CBHICTEIBCTBYIOIINE O BBICO-
KO BEPOSITHOCTH BPOXICHHOTO METabOJMIECKOTO Ha-
PYIIICHUST W3 TPYIIIBI 1e(PEKTOB B-OKUCICHUS KUPHBIX
KucioT: nedwurmra ammi-KoA-mernaporeHasbl KUPHBIX
KUCJIOT C JUTMHHOM YTJIEpOMHON 1eTbio. OTMEeYanoch mo-
BBIIIIEHNE YPOBHS CIICAYIOIINX allMJIKAPHUTUHOB B KPO-
B (B MKMonb/1): C ,—3,45 (Hopma 0—0,5), C,, —5,34
(nopma 0—0,33), C,—10,58 (Hopma 0,2-3,9), C, . —2,33
(nopma 0—0,32), C . —3,57 (Hopma: 0,1—1,8).

JvarHo3 OBbLT TOATBEPXKICH MOJEKYISIPHO-TCHETH-
YeCKWM WCCJICIOBAHUEM, BBIMIOJTHECHHBIM B JJaboparTo-
pUM HaceACTBEeHHbIX OoJe3Heit oomena MI'HLL PAMH.
IMpoBeneHo mnosnHoe cekBeHupoBaHue reHa ACADVL.
OOHapyXeHBl CIIeAYIOIINe MYTallid B KOMITayHI-TeTe-
PO3UTOTHOM COCTOSTHUM: IEJICIIMSI YSThIPEX HYKJICOTHIOB
¢.931_934delTTCT u myrauwmsi c.1843 C>T, npuBoasiiast
K 3aMEHE aMUHOKHWCJIOTHI Ha CTOIT-KOIOH p.Arg615Term.
HoHceHc-myTanust onrcaHa B 6a3e JaHHBIX 11O MyTalld-
sMm HGMD (Human Gene Mutation Database). BbisiB-
JICHHasI IeJIeInsT paHee He OIcaHa, HO ee TIaTOTeHHOCTh
HE BBI3BIBACT COMHEHMWIA, ITOCKOJIBKY OHa ITPUBOIUT
K CABUTY PaMKW CYUTHIBAHUS W 00pa30BaHUIO CTOTI-KO-
TOHa.

PeGeHOK OBIT TTepeBeIcH Ha SHTEpaTbHOS KOPMJICHE
CMECBIO C ITOBBIIIICHHBIM CONEPKaHUEM CpPeTHEIIeTIO-
YEYHBIX TPUTIULIEPUIOB, M3 TAPEHTEPATLHOTO TTUTAHUS
WCKITFOUCHBI KUPOBBIE SMYJIBCUH, TIPOIOIKEH KOHTPOJIb
YPOBHST TJIMKEMWH, TEYCHOYHBIX TECTOB, IOKa3aTeseit
KkpeatnH®OoCcHOKMHA3HI, JTaKTaTa M KUCIIOTHO-OCHOBHOTO
COCTOSIHUSI KPOBM B IMHaMuKe (cM. Tabauny). [Tokazare-
JIN KACJIOTHO-OCHOBHOTO COCTOSTHMSI M JIAKTaTa OCTaBa-
JIVCH B TIpeiesiaX HOPMBI, OTMEUAIOCh OMHOKPATHOE CHU-
>KeHUE YPOBHS TJTIOKO3BI B KPOBU, YPOBEHB TPaHCAMMHA3
1 KpeaTnHGOCHOKIMHA3HI ITOCTETIEHHO HOPMaTu30BaJIcs,
pa3Mepsl IeYeHN YMEHBIIUIIUCH 10 3 CM.

CoXpaHsUTCh  TTEPUOINYCCKUEC WHIYIIMPOBAaHHBIC

CyIOpOTH B KOHEYHOCTsIX. [1o TaHHBIM TTOBTOPHOTO MO-
HUTOPUHTA LiepedpabHbIX (YHKIMA Mo3ra Obuia 3a-
peTUCTpUpOBaHa TOJOXKUTEIbHAS JAWHAMKMKA, OIHAKO
MPONOJIKAIM OTMEUaThCsl TIEPUOANYECKHE BbICOKOAM-
TUTATYIHBIE BCIBIIIKYA, MOP(hOIOTMYECKH CXOIHBIE C TTaT-
TEpHAMU CYIOPOXHOI aKTMUBHOCTH. [TpOTHMBOCYIOPOK-
Has Tepanus (peHobapOouTaniom B 1o3e 10Mr/Kr B CyTKU
10 peKOMEHJAIMU HEBPOJIOTra Obljia MPOAOJIKEHA.

B Bospacte 12 cyt peGeHOK ObLT 3KCTYOMpPOBaH U Te-
peBeieH Ha CIIOHTAHHOE JbIXaHWE, B JOMOJHUTEIBHOM
KUCJOPO/IE HE HYXJaJICs, pacliupsiicsi o0beM 3HTe-
pPaJIbHOTO KOPMJICHUSI, KOTOPOE ITPOBOAMIIOCH CMECHIO
C TIOBBIIIIEHHBIM COIEPKaHUEM CPeIHELIENTIOYSUHBIX TP -
ruepuaoB (50%) ¢ uHtepBanioMm 2—2,5 4 nHeM U 3 4
Houblo. [TokazaTenu ITMKEeMUM U YPOBHSI JIAKTaTa HaXO0-
JVJTUCH B Mpeesiax HOPMaTUBHBIX 3HAYSHUIA.

C 14-X CyTOK XU3HU B CBSI3U C OTCYTCTBMEM IPOSIB-
JICHUIA CyAOPOXXHOTO CUHApPOMA ObUIO HAaYaTO CHUXKEHWE
JI03bl AHTUKOHBYJIbCAHTOB. [IpemapaThl BaJbITPOEBOIt
KUCJIOTHI HE UCITOJIb30BATUCh.

B Bo3pacTe 42 cyT HayaTO SHTEPAIbHOE TTUTAHUE CTIe-
IMATM3UPOBAHHON JIeUeOHOI cMechblo «MOHOTeH» ¢ TI0-
CTETeHHBIM HapallBaHUEM 00beMa U TMOJHOW OTMEHOIM
napeHrepajibHoro nurtanus. [lociae cradbunuzauuu co-
CTOSTHUSI B Bo3pacTe 53 mHeil pebeHOK ObIT BBITTMCAH J10-
Mmoii. JlanpHeiilee amOynaTopHoe HabJoIeHUEe pedeHKa
MPOBOAMIIOCH B HAYYHO-KOHCYJIETATUBHOM TTeAaTpuye-
CKOM OTIEJICHUY IICHTpA.

B mporiecce mMHaMMUYECKOTO HAOMIOACHUS B TCUCHUE
2 jieT pebeHOK MPOIoJIKaA MOJyyaTh JeueOHOoe MUTaHue
CcMechbio «MOHOTeH», TPUKOPMBI BBOAMIUCH IO BO3PACTy
32 UCKITIOYCHUEM TIPOAYKTOB, CONCPKAIINUX UTMHHOIIC-
MOYeUHbIe TPUNTHIEPHUIbI. KpaTHOCTh KOPMJICHHS B Te-
yeHue 6 Mec — Kaxkable 3 4 THEM U 4 4 HOYbIO, BO BTOPOM
MOJYTOANM XXU3HU — Kaxable 3,5—4 9 THeM U 6 4 HOUbIO.
IMocne roma XXWU3HU WHTEPBAIBI MEXIY KOPMIICHUSMU
ObLIM yBeIMYEHBI 10 4—5 4 gHeM U 8—10 4 HoublO.

IMoxazaTenu GU3NUECKOTO pa3BUTHUS B TEUEHHE BCETO
Tepuoja HaOIOICHUST COOTBETCTBOBAIM BO3pacTy. B Te-
yeHue mepBbix 11 Mec XMU3HM Yy peOeHKa COXPaHSIOCh
HeOoJIbIlIoe YBeInYeHue pa3MepoB reueHu (+2,5—3,0cMm
HUXe pebepHO AyTH), MPHU 3TOM KOHCUCTEHLHMS Oblia
B IIpeiejiaX HOPMBbI, YTO MOATBEPXKAAIOCH TPHU YIBTPa3-

Tabauya. OcHoBHBIE CHIBOPOTOYHbIE MIOKA3ATE/H, KOHTPOIMPYeMbIe Y G0JILHOTO PeOEHKA B HEOHATAILHOM NepHOIe

TTokazarenb Hopma Bospacr, cyt

2 3 5 12 19
Dtroko3a, MMOJIb/JT 3,3—6,5 0,6 4, 2,2 43 3,8
ACT, E/n Mo 40 452 330 116 27 29,4
AJIT, E/n Mo 40 350 145 145 31 25,1
KO®K, E/n Mo 177 = 1278 426,6 = 312
ITT, E/n o 50 413 — 236,6 244 140

Ilpumeuanue. ACT — acnapratamMmuHoBas TpaHcaMuHasa; AJIT — anaHuHamuHoBas TpaHcaMuHaza; KOK — kpeatuHdochokunasza; [TT —

Y-TJIyTaMUJITpaHCICnThaasa.
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BYKOBBIX WCCIeMOBaHUAX. [lepruoamdeckn oTMedaiach
CKJIOHHOCTb K Taxukapauu, onHako DKI Obuia B mipese-
Jtlax HOpMBI. [1pu 1a60paTOPHBIX UCCIETOBAHUSX T30~
OB TUTIOTJIMKEMHWH HE OTMEYaioCh, YPOBEHb (epMeH-
TOB, JIAKTaTa, a TAKKE MTOKa3aTe) I KUCIOTHO-OCHOBHOTO
COCTOSTHMSI KPOBU OBUTH B TTpenesiax Hopmbl. K Bo3pacty
2 IeT MOTOPHOE U TMICUXOPEUYeBOE Pa3BUTHE peOEHKa CO-
OTBETCTBOBAJIO BO3PACTy, OTMeYalcs CHHIPOM IBUTA-
TEJIBHBIX HAapYIICHWI B BUIE MPABOCTOPOHHETO TeMMIIa-
pe3a JIETKOM CTEITIeH! BBIPaXkKeHHOCTH.

KoHTposb ypoBHSI allWJIKADHUTHHOB B KPOBU OCY-
IIECTBIISIICS KaXIble 2 Hell B TeUCHME TIEPBhIX 3 MeC K13-
HM, najee ¢ MHTepBaJioM |—2 Mec B TEYEHHE TIEPBOTO
rofa XWU3HM U Kaxible 3—4 Mec Ha BTOPOM TOJY XKU3HMU.
B Bo3pacrte 6,5 Mec oTMedanoch nosbimenne yposusa C, |
1o 0,765 mxMonb/n (HopMma 1o 0,44 MKMOJIb/JT) U CHU-
>KEHME YPOBHSI CBOOOHOTO KAPHUTHHA J10 5,9 MKMOJIb/J1
(Hopma 10—135 MKMOJIb/JT), YTO KIMHUYECKU HE MPOSIB-
Jsmoch. [1pu aTOM conmepkaHue XXKUPOB B TUETe HE MEHSI-
sock. K Bo3pacty 7 Mec oTMevdanach caMOIPOU3BOJIbHAS
HOpMaJu3allus IaHHbIX Mokasareneil. B Bospacte 1,5 et
nocJie iepeHeceHHoro OPBU BHOBBL 0TMeUa10ch He0OIb-
woe noseimenue yposus C,, (0,52 MKMoJb/J) € 10-
cienytoleii Hopmanu3sauueid. B Bozpacre 1rog 10 mec
Ha (hoHEe YBEJTMYCHMS B pallMoHE KOJWYECTBa XUpa 0 2
/KT B CYTKM BBIABIEHO MOBbIIeHUEe comepxanus C
1o 1,2 mxmonb/n u C, | 1o 0,64 MKMOJIb/JT, 4TO OTNpesie-
JINJIO HEOOXOMMMOCTh YMEHBIIICHHSI TTOTPEOICHUS KUPa.
Bce ocranbHbBIC aHAM3BI M TaHHBIE KIIMHIYECKOTO OCMO-
Tpa OBUTH B Mpeneax HOPMEI.

Takum 00pa3oM, MBI TIPEACTABUIN KIMHUYECKOE Ha-
OstoneHure pebeHKa ¢ TSKeIoi paHHel MaHudecTanuei
PEIKOTO HACJICACTBEHHOTO 3a00JIeBaHUSI W3 TPYIIIIBI Je-
(bekTOoB B-OKUCICHUS KUPHBIX KUCIOT — IeMUITUT arluiI-
KOH3UM A JETHIPOTeHa3bl XWUPHBIX KHUCIOT C OYCHBb
IJIMHHOM 1enblo. JlaHHOe 3abosieBaHUE, KaK M MHOTHUE
NIPyTUe BPOXKICHHBIC METa0OTMYCCKUE HAPYIICHUS, Xa-
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