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BonesHb KneHoBoro cumpona (NenumnHo3, KopoT-
KoLiernoyeyHaa Ketoauuaypus, 6onesHb pasBeT-
BNEHHbIX  KWUCNOT, pPa3BeTB/IEHHOLENOYEeYHan
KeToHypwuA) obycnoBneHa AepuLUTOM Aeruapo-
reHa3Horo Komniekca anbda-KeTOKUCNOT C pas-
BETBJIEHHOW Lenblo. Hacnepgyetrca no aytocom-
HO-peLeccMBHOMY Tuny. BbigensioT nAtb Gopm
3aboneBaHNA: KIACCMYECKYIO, MPOMEXYTOUHY!IO,
VNHTEPMUTTUPYIOLLYI0, TUaMWUH-3aBUCMMytlo 1 E3-
feduuntHyto. lNpu nerunHO3e perncTpupyoTca
BbICOK/E YPOBHM KOPOTKOLIENOYEYHbIX aMUHO-
KUCNOT (nenuyrHa, N3onenumnHa u BananHa) B nnas-
Me 1 BbICOKME YPOBHV KOPOTKOLIEMOYEUHbIX Ke-
TOKWC/OT, @ TakXKe lakTaTa M MupyBaTa B Moue.
B KauecTBe CKPUHUHra y HOBOPOXXAEHHbIX MOXKET
NPUMEHATbCA TaHAEMHaA MacC-CMeKTPOMETpUA.
Jlerkne popmbl 3a60n€BaHUA MOCPEACTBOM CKPU-
HVHTa He BbIABNATCA. [IMarHoCTKy Heo6XxoanmMo
OCYyLecTBAATb METOAOM TaHLEMHOW Macc-Crek-
TPOMETPUN KPOBU U MPOBOAUTb AMUHOKUCIIOT-
HbIl aHanM3 C MOMOLLbI ra3oBOM XpomaTtorpa-
éunm moun. [na npeHaTanbHOW [MArHOCTUKM
HeobXOAUMO BbIMOSIHEHNE MOJNIEKYPHO-TeHe-
TUYECKOTO 1ccriefoBaHusA. JleuebHble meponpus-
TMA npn 60Me3HN KNEHOBOro CUMpoMna Hampasie-
Hbl Ha AOCTMXEHVE HOPMAJIbHbIX KOHLEHTpaLuii

KOPOTKOLIEMOYEYHbIX aMMHOKMCIOT B Mjasme
N MMEIOT [ABAa OCHOBHbIX acrekTa: MoXu3HeHHas
OveToTepanus 1 akTYBHOE JIeYeHue 3M1M3040B Me-
Tabonnyeckon pekomneHcauuu. bnaronpusaTHoe
TeyeHune 3a6051eBaHNA BO3MOXKHO NMLLIb NPU PaH-
HeM (BOCMMNTOMHOM) Hayane Tepanun. Pa3sutme
KOFHUTMBHOW GYHKLIMIN 3aBUCUT OT YPOBHA Nenuu-
Ha B nnasme. MpuBoanTCca KNMHNYECKoe Habnoae-
HUe, B KOTOPOM NENLNHO3, HECMOTPA Ha PaHHIO
KJIMHWYEeCKyl0 MaHudecTaumio, 6bin pacnosHaH
C 3aMno3jaHuem, YTo NpUBeNo K HeobpaTUMbIM Mo-
CNeacTBUAM AN1A NayMeHTa.

KnioueBble cnoBa: 60/1€3Hb KIEHOBOrO CMpONa,
AednuMT  OervaporeHasHoro KOMMJeKca afib-
ba-KeToKUCIOT C pa3BeTBNEHHON Lienbto, Nenym-
HO3, 0630p, KOPOTKOLIENoYeyHan KeToauunaypus
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O71e3Hb KJIEHOBOTO CHPOIa (JIeIIIHO3, KO-

POTKOIIETIOYeYHAsT KeTOALUAYPUs, 60/Ie3HD

Pa3BeTB/IEHHBIX KIC/IOT, pasBeTBIEHHOLIe-

[oYeYyHast KeTOHYPUSI) IIPEeACTaBsieT co60it
paccTpoIicTBO, 3aTparuBarolee anudarndeckue / Ko-
POTKOLeIIOYeTHbIe AMITHOKICIOTHL. B 0cHOBe Gortes-
HUL JIOXUT JeDUINUT AerufpOreHasHoro KOMIITEKca
anbda-KeTOKUCIOT C pPas3BeTBIEHHON Ienbio (na-
Jlee — JIETUAPOTeHAa3HOTO0 KOMIIIEKCA), OCYIEeCTBIISI-
IOIEr0 BTOPOII 9Tam KaraboamsMa Tpex KOPOTKO-
I[e[IOYeYHBIX AMIHOKIC/IOT: JIEIIHA, M30JIeiIIHa
u BanuHa. [JedUUUT XapaKTepUsyeTcsl 3afepXKKoil
[ICXOMOTOPHOTO Pa3BUTU, AUCTpodueit n 3ama-
XOM KJIEHOBOTO CHpoIIa MouL. 3abojieBaHue BIlepBble
6b1710 ommcano B 1954 roxy [1].

nuaemuonorus

bBonesHb KI€HOBOTrO CpOIIa BCTPeYaeTcs ¢ YaCTOTOM
ot 1:86800 mo 1:185000 [2-4]. O6bIYHO perucTpupy-
€TCA B IMOIY/IALMUAX C BBICOKOW 4aCTOTOM POJCTBEH-
HBIX CBA3eM, Ijie 3a0071eBaeMOCTh MOXKET IOCTUTATh
1:200 [5].

Matodusnonoruns

JletitiH, M30/IeNIIMH U BaJIMH OTHOCATCS K He3aMe-
HUMBIM aMMHOKUCTIOTAM € TUAPOPOOHBIMU GOKO-
BBIMU LIEIISIMI I SIBJISIIOTCS OCHOBHBIM CybcTpaToM
IJIIOKOHEOTeHesa, IIPON3BOJCTBA SHEPTUU U CHHTe3a
JKMPHBIX KMCIOT U X0/ecTeprHa [6].

Ha nepBom sTame MeTabonmmsmMa KOPOTKOIIEIIO-
YeUHBIX AMIHOKICIOT MPOUCXORUT UX Ipeobpaso-
BaHIE [TOCPECTBOM IIMTO30/IbHBIX ¥ MUTOXOH/PU-
alIbHBIX aMMHOTpaHcpepas B COOTBETCTBYIOLINE
anbda-KeTOKUCTIOTH  (anbda-KeTOU30KaIPOHOBYIO,
anbga-KeTo-6eTa-MeTH/IBa/IEPUAHOBYIO 11 a/bda-Ke-
TOM30BAEPUAHOBYI0). A/Ib(a-KeTOKNCIIOTHI, B CBOIO
oYepesib, IOIBEPraloTCs NeKapOOKCHINPOBAHMUIO Jie-
TUAPOreHAa3HBIM KOMIIIEKCOM € 0Opa3oBaHMeEM M30-
Banepun-kodepmerta A (Co A), anbda-metnndy-
tupnn-Co A u n3o6yrupun-Co A cOOTBETCTBEHHO,
a B KOHeyHOM mrore — anernn-Co A, aleroarerara
u cykuyann-Co A [6, 7].

Jedunur ogHolt M3 ABYX aMMHOTpaHCPepas
MOXXeT IIPUBOAUTH K BapuabenbHOMY YBeTMYEHUIO
KOPOTKOIIEIIOYETHBIX aMIUHOKICIIOT, XOTSI K HaCTOs-
I[eMy MOMEHTY OIMCAHBI JIMIIb OTHEIbHbIE CIydan
(8,9].

JlernpporeHasHelil KOMIIIEKC PACIIONIOKeH Ha
BHYTpeHHell MeMOpaHe MUTOXOH/IPUII M COCTOUT 13
Tpex Karanutmdeckux kommnoneHtos (El, E2 u E3)
[10]. E1-KOMIOHEHT KaTann3upyeT fieKapOOKCUINPO-
BaHIe TpeX alb(a-KeTOKNUCIOT 1 OIIOCPeNyeTCs THa-
muH-tupodocdarom. OH COCTOUT U3 [IBYX OTHE/Nb-
HBIX cyObenuHuI (anbda 1 6eTa), KOTOpble 06PasyIOT

anbda-2-6era-2-rerepoTerpaMep. JInmoesas Kuc-
noTa, waMm apuntrpaHcepasa B E2-koMIIOHeHTe
[IOMOTAeT IMEePeHOCUTb aUWIbHYI rpymmay ot El-
KOMITOHeHTa KopepMeHTy A. E3-KOMIIOHEHT, Mnu fie-
TUApOreHasa sB/IsieTCs PIaBONPOTENHOM, KOTOPOMY
HeoOXOMMbI B KauecTBe KO(MAKTOPOB JIMIOAMII,
¢maBuH 1 ¢GraBUH-/HUKOTMHAMUAAAeHUHAMHYKITe-
orup, (FAD/NAD). OH BoccTaHaBAMBAET JIUIOUIIb-
HYIO 9acTb B aKTUBHYIO OKUCIEHHYIO (popMy. ITOT
KOMITOHEHT TaKXe CBA3aH C JerU[POreHa3HbIMU
KOMITZIEKCaMI aTb(a-KeTOKUCIOT, TUPYBaTAEIULPO-
reHas0ii 1 anbga-KeTorIyTapaTieruporeHaso [6].

JleruaporeHasHblii KOMIIJIEKC TaK)Xe CBs3aH
C OBYMA perynAaTopHbiMu ¢epmenTamu: ¢pocgara-
3011 ¥ KuHa30il. OHM KOHTPOMUPYIOT aKTUBHOCTD
[AaHHOTO KOMILJIEKCa ImyTeM obpatumoro ¢ocdopu-
nuposanus u gepochopunuposanus [10].

CHIDKeHMe aKTUBHOCTY JETMPOTeHa3HOTO KOM-
myIeKca Ipy 60Me3HN KJI€HOBOTO CHUPOIA HPUBOJUT
K TIOBBIIIEHNIO B II/Ta3Me KOHLIEHTPAL[UI KOPOTKOIle-
[IOYEYHBIX AMIHOKIC/IOT ¥ COOTBETCTBYIOIIX KETO-
KICTOT. MeTabonMuT M30MeiiHa 3acTaBisieT MOy
IIaXHYTb KaK KJICHOBBIN cupoIl [1, 7, 9].

MexaHusmMbl HEPOTOKCMKO3a IIpU JENIMHO3e
IUIOXO u3ydeHBL IIpepIonaraeTcs, 4To IOpakeHUe
HEpPBHOII CUCTEMBI OOYCTIOB/IEHO IIPeX[e BCEro Ha-
KOIlJIEHMEM JIEMIMHA 1 eT0 MeTabOMUTOB B K/IeTKaxX
LIeHTPa/IbHOM HEPBHOI CHUCTeMBl. IlOBBbILIEHHBIE
KOHIIEHTpAINM JICHI[HA MPUBOAAT K HAOYXaHUIO
KJIETOK 3a CYET Iepepacipeie/ieHus HATPUs U BOJIbI
MEXAY COCYAMCTBIM PyclIoM M KiaeTkamm [5, 11].
CHIDKeHe OCMOJISIPHOCTY KPOBU MOXET YCKOPUTH
PasBUTIE >KM3HEYTPOXKAIOIIETO OTE€Ka MO3ra y HO-
BOPOX/IEHHBIX U JieTeil Oojee cTapiiero BO3pacra.
Jpyrum MexaHM3MOM HENPOTOKCUKO3a MOXKET OBITH
yBelIndeHre MPOAYKLMHU [IyTaMara, I[yTaMuHa
i TaMMa-aMUHOMAC/IAHOM KUCIOTHI, BBI3BAHHOE ObI-
CTPBIM TIPOHMKAHMEM JIENIMHA Yepe3 reMaTOdHIle-
dammuecknit 6appep [6, 11].

HacnepoBaHue

Tun HacmemoBaHMA MAHHOI MAaTONOTUU — AYTOCOM-
HO-PeLleCCUBHBIN. ['eHbl, KoMpyoue KOMIOHEHTHI
HerupporeHasHoro komiekca, El-anbda, El-6era,
E2 u E3 6bumi KapTUpPOBAaHBI HA XPOMOCOMAX 4eso-
Beka 19q13.1-q13.2 (reu BCKDHA), 6p22-p21 (ren
BCKDHB), 1p31 (ren DBT) u 7q31-q32 (ren DLD) co-
orBeTcTBeHHO [12-15]. IlocmeqoBaTenbHOCTI BCEX
T€HOB, BK/IOYas PEry/lsTOPHbIE 3/IEMEHTHI, IIOTHO-
CTBIO ONMcaHbl. [OMO3UTOTHBIE MIM KOMIIAYH/[|-TeTe-
PO3UTOTHBIE MYTALNI B TI0OOM U3 9TUX F€HOB MOTYT
BBI3BIBATH eiHO3 [16]. Knuuudeckas KkapTuHa 3a-
BUCUT OT OCTATOYHO aKTUBHOCTY (PepMEHTOB JerH-
IporeHasHoro komiurekca [17].
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KnuHnyeckune npoABneHnA

CylecTByeT IATh pas3JIMYHBIX KIMHNYECKUX PeHO-
TUIIOB JIEMI[MHO3a: K/IACCUYECKUI, MPOMEXYTOY-
HbIM, WMHTEPMUTTUPYIOIINI, TUAMMH-3aBYCHMbIN
n E3-gedunurubii (10, 18]. B 60nblnHCTBe cnydaes
(eHOTHUIIBI He CBA3AHBI € TUIIOM MyTaruit. PeHoTnmn
oIlpefieNnsieTCsl BO3pAacTOM Hadaja 3a0ojeBaHuUsA, TA-
JKeCThIO KIMHMYECKUX CMMIITOMOB ¥ OTBETOM Ha JIe-
yeHue TuaMuHoM [17, 19-21].

Krnaccuyecknit neiiliMHO3 ¥ HEZOCTaTOYHOCTH
AUTUPONTUIIOAMUN-JETUAPOreHa3bl  OOBIYHO  Xa-
PaKTepHbI JjIs1 HOBOPOXZIeHHBIX. [IpomesxyTouHas,
MHTepMUTTUPYIOLIAs U TMAMJMH-3aBUCKMasAg GOPMBI
MOT'YT BCTPEYAThCA U B M/IAJIEHYECKOM, U B JETCKOM
BO3pacTe, HEPeNKO IIPOBOLVPYIOTCA WHpeKuyen
nmu crpeccoM. [TpoMeXXy TOUHBII TeMIIMHO3 Y B3pOC-
JIBIX BCTpevaeTcs peko [14].

Y Bcex NalMeHTOB OTMEYAITCS IIOBBbINIIEHHbIE
YPOBHM KOPOTKOLIEIIOYeYHbIX AMITHOKICIOT (JIeiLin-
Ha, M30JIeJIIIMHA M BaJIHA) B IJIa3Me KPOBY, BKIIIO-
Jasi a/JION30JIENIH, @ TAK>Ke COOTBETCTBYIOIINX KO-
POTKOILIETIOUEYHBIX KETOKMCIIOT, IAKTaTa ¥ MUpyBaTa
B Moue [1, 2, 6].

Knaccuyecknit nmeiiimHo3 — Hambojee pacipo-
cTpaHeHHas ¢opma maronoruu (y 50-75% maryeH-
TOB ¢ JeiiuHOo30M) [22]. OHa cBA3aHa ¢ MyTaluA-
mu B reHax El-anbda, El-6eta u E2, koTopble BenyT
K HM3KOI OCTaTOYHOI aKTUBHOCTU ¢epMeHTa (Me-
Hee 3%). B Tedyenue 48 yacoB I0CIe pOXKAEHUS pas-
BUBAETCs KETOHYPUS, IOSIBIAETCS TUIEPBO3OYAu-
MOCTb, pBoTa U guctoHus [5]. K uerbipexgHeBHOMY
BO3PACTy T[UIEPBO3OYAMMOCTh HAYMHAET Yepefo-
BaTbCA C BANIOCTBIO, IPOTPECCUPYET AUCTOHMS, BO3-
HUKAIOT aITHO3 U CYJOPOTH, MOSBIAIOTCA NPU3HAKA
OTeKa TOJI0BHOTO Mo3ra. HavyampHbII Iepyoy AnnTcs
oT 4 0 7 gHeit (B 3aBUCHMOCTH OT KONIMYECTBa OeKa
B panuoHe nuTaHus pebeHka). [pynHoe Bckapmin-
BaHJe MOXET 3aMe/IJIUTD [OsIB/IEHNe CUMIITOMOB JIO
BTOPOVI HeJle/N )KMU3HN. Y JleTell cTapiie rofja 1 y Ha-
XOJIAIMXCA Ha YIIPaB/IsAeMOM IMTAHNY MOTYT Pa3BU-
BAaTbCS IPUCTYIIBI META0OIIYECKON MHTOKCUKALUI,
CBsI3aHHbIE C yBeIMYEeHMEM KaTaboyu3Ma SHIOTeH-
Horo Gernka Ha (OHe MHTEPKYPPEHTHBIX 3abojeBa-
HUN, GU3MYeCKUX HArpy30K, TpaBM, XUpyprude-
CKMX BMeIIATeNbCTB mau ronoma [5, 23]. [pucrynst
XapaKTepU3YIOTCA SIUTacTPaIbHON O0JIbI0, pBOTOIL,
AQHOpEeKCMell ¥ MBbIIIEYHON YCTanocThlo. JIHorma
pasBuBaeTcsA MaHKpeaTuT. HeBpomormyeckm MoryT
HaOMI0AaThCsl TUIEPAKTUBHOCTD, HapyIIeHMe CHa,
OLleTICHEeHNe, CHIDKEHME KOTHUTMBHOM QYHKLNN,
AVMCTOHMA U aTaKcusl. BOIbHOM MOXKeT IOTMOHYTD OT
OTeKa U BKIMHEHS Mo3Ta [24, 25].

ITpoMe>XyTOUHBIN JIEMIIMHO3 CBsA3aH C MYyTallu-
amu B El-ambda-KOMIOHEHTe [eTrufipOreHasHoOro
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komIiekca [10], ocraToyHas aKTMBHOCTb KOTOPO-
ro coctasnsgeT oT 3 o 30% oT HOopMmbL. CumTaercs,
4TO 0K0/I0 30% ciry4aeB OTHOCATCA K IIPOMEXYTOY-
HOMy Tumy [26]. CuMmToMbl 3a60/1€BaHUSI MOTYT
HOABJIATHCA B JTI000M BO3pacTe B 3aBUCUMOCTU OT
cTerieHN QepMeHTAaTUBHON aKTUBHOCTH (Ipu 6Gonee
BBICOKOI — mo3ke) [14, 18, 27]. Knuunueckas xap-
TUHA XapaKTepU3yeTcs OCTPBHIMMU HEBPOIOIMYeCKM-
MU CUMITOMaMM (TUIepBO3OYAMMOCTD, JUCTOHMS)
U PasINYHOIN CTeIeHbI0 3a[ep>KKU pasBUTHA. Y He-
KOTOPBIX ITALIMIEHTOB MOTYT Pa3BUBATbCA CY[OPOINL.
[TpucTynsl ocTpoit MeTaboMMuecKoil AeKOMIIEHCa-
1 pepku [12].

VIHTepMUTTUPYIOIINIT NeLMHO3 MOXeT OBITH
AMAarHOCTMPOBAH TOABKO BO BpeMsi MeTabommde-
CKOJI JE€KOMIIEHCALIMM, B CBSA3Y C YeM JJaHHbBIE O €ro
MCTUHHON pacpOCTPaHEeHHOCTU OTCYTCTBYIOT [28].
[TanyeHTHI He MMEIOT OTKIOHEHUI B POCTe U pa3BuU-
tuu. Keroanupmos passusaercs Bo BpeMsA IIPUCTYTIOB
KaTabo/IM4ecKoro crpecca Ha (OHe MHTEPKYPPEHT-
HBIX 320071eBaHMII (HaIpUMep, CPeLHEro OTUTA) U/IN
HOBBILIEHHOTO IOTpebienns 6enka. Bo Bpemsa Takmx
3MMU300B IPOrPecCMpyIOT CUMITOMBI HENPOTOK-
CUKO33a, B TOM 4YNC/Ie aTaKCU#, BANIOCTDb, CYLOPOIU
u KoMma. be3 cBoeBpeMeHHOI JMAaTrHOCTUKY U JIede-
HILS1 60/IBHOI MOXKeT TOru6HyTH [20].

TraMuH-3aBUCUMBII IEIIIMHO3 CBA3aH C MyTa-
uMAMU B KoMIIOHeHTe E2 pmermpporeHasHoro Kom-
mwekca [15, 29]. KnuHuYeckuMu mposiBIeHUSIMY OH
CXOJIeH C TPOMEXXYTOYHOIT popmoit. VIsonuposanHoe
BBeJleHMe TuMaMyuHa Hed(pPeKTUBHO, HECMOTps Ha
HasBaHMe JAaHHOI GOPMBL [l HOCTYOKeHUs MeTa-
60/1119eCKOr0 KOHTPOJIsI HEOOXOAMMO AMeTUUYeCKOe
OrpaHMYeHMe KOPOTKOLENOYEYHBIX AMMHOKICIOT
[29].

E3-meduuntHBIN eiiHO3 OOYC/IOBIEH MyTa-
OUAMK B TeHe, KopupylomeM KomnoHeHT E3 meru-
IporeHa3HOro KoMIrtekca [30]. Y mareHTOB ¢ TaKoit
¢dopmoit maromormm MMeeTcsi KOMOMHMPOBAaHHAs
HEeJOCTATOYHOCTb JIETU/IPOT€HAa3HOT0 KOMILIEKCa,
nupyBaTa u anba-KeTOITTyTapaT-ferugporeHassl.
KnnHnyeckye mposBIeHNs CXOLHBI C IIPOMEXYTOY-
Hot popmoit. OFHAKO CUMIITOMbBI BO3HMKAIOT B IIe-
pUOfie HOBOPOXKIEHHOCTU ¥ COIPOBOXAAIOTCA JaK-
TOALMTO30M.

HOwnarHocTuka

Y HOBOPOXJIEHHBIX, MJIAJIeHL[eB U JIeTell C SHIle-
danomaTueit u mepuogaMm Kertoaunugosa Ha ¢oHe
VUHTEPKYPPEHTHBIX  3a00/IeBaHMIL,  JIIUTEIBLHOTO
TOJIOfJaHNSI IV TPABM HEOOXOMMMO UCKITIOUUTD JIeit-
uuo3 [31]. HeoHara/pHBI CKPMHMHT JeiIIMHO3a
B HacTos1ee BpeMs B Poccuy He mpoBopnTCs, OfjHa-
ko BoimonHsAeTcs B CIIIA, Kanage, 22 eBpomeicKux,
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2 JaTMHOAMEPMKAHCKMX CTpaHax M 8 CTpaHax
Asnarcko-Tuxookeanckoro peruona [31]. s pu-
ArHOCTUMKM KJIACCUYECKOTO JIEMI[MHO3A IOCTATOY-
HO IPOCTOTO CKPMHMHTA HOCPENCTBOM TaHIEeMHOI
Macc-CIeKTpOMeTpuyu. MeTonoM BTOPOTO YPOBHSA
CYNTaEeTCsT OOHAPYIXKEHNEe ATIOU30/IENIMHA B CYXUX
nsATHaX KpoBu [32]. Hanbormee BayXHBbIM [I151 BbLsIBIIE-
HILS JICMIITHO3a IPU3HAHO OOHAPY>KeHe ITOBbIIIeH-
HBIX YPOBHe!l KOPOTKOIICIIOYEYHBIX aMMIHOKVCIOT
(metiumHa, M30MEMIMHA M BajqMHA) U a/JIOU30JIeN-
nuHa (MetabonuTa seiinuHa). IToBbllleHNe YPOBHA
QJITION30TIENIIHA MOXeT He PETUCTPUPOBATHCS [0
LIECTU/IHEBHOTO BO3PACTa, /jaXke IpPY MOBBIIIEHHBIX
ypoBHAX eiiiuHa. CUMITOMBI 3a60/1eBaHMsI NHOTAA
MOAB/IAIOTCA Y HOBOPOX/ICHHBIX B OXUIAHUU pe-
3y/IBTaTOB TeCTOB. Jlerkue My BapyaHTHbIE GOPMBI
PaccTpoiCTBa HMpU CKPUHMHTE Y HOBOPOXK/IEHHBIX
MOTYT He OOHapy>kuBatbcs [27, 33].

L7151 BOTIOTHUTENBHOTO [TOATBEP>KAEHNS JUATHO-
32 MOYXHO IIPOBOJUTH aHAMN3 OPraHNYeCKUX KUCITOT
MOYM C I[e/IbI0 OOHAPY)KEHNS KOPOTKOLIEIIOYETHBIX
AMUHOKUCIOT 1 KETOKMCIOT. IIpu 3TOM BBIABIEHUS
BBICOKOTO YPOBHs a//IOM30JIEII[MHA B I/Ia3Me JO-
CTATOYHO IJIA YCTAHOBJIEHVA [MarHo3a JIeNINHO3a,
U MICCTIEJOBAHMsI MOYM B 9TOM CIy4ae He 00s3aTesb-
HEI [16, 32].

O6Hapy»XeHne anIou30MeNIHa TaK)XXe TOMOra-
eT B nuddepeHINanbHON IMATHOCTUKE JIEHMI[MHO3a
U KeTOaUMAOTHYecKol runornukemun. IIpu kerto-
AIMIOTNYECKOI TUIIOTTMKEMIUY KOHIIEHTPAIIUY KO-
POTKOLIEIIOYEYHBIX aMUHOKIIC/IOT MOTYT OBITH Bpe-
MEHHO ITOBBINIEHHBIMY, TOIJA KaK a//IOU30/IENI[NH
OTCyTCTBYyeT [33].

AJbTepHATVBHBIM METOROM IO TBEPXKICH ST -
arHo3a, IPOTHO3MPOBAHMS peaKI[MM Ha TUAMUH SIB-
JSIeTCSL MOJIEKY/IIPHO-TeHeTNYeCKoe JCCIeOBaHMe
C LIeJIPIO IIOMCKA MYTALIUIL U JI/IS TIOC/Ie[lYIOLIel Impe-
HaTa/IbHOJ JMATHOCTUKI B ceMbe [16, 34].

Y HOBOPOXX/IEHHBIX C CeMENHbIM aHAMHE30M IO
TEJIVHO3y MOXKeT OBITH BBIIONHEH IOMCK paHee
upentuduiupoBanuelx Myraunit [35]. Ecnu reme-
TH4eckue fedeKThl HeM3BeCTHBI, Y HOBOPOX/ICHHBIX
C BBICOKMM PUCKOM PasBUTHSA 3a607€BaHUS MOXKHO
npoBoguth JJHK-AMarHoCcTUKy M MOMCK MyTamuit
B renax BCKDHA, BCKDHB u DBT [34].

IIpu BBIABIEHNMM NPUYMHHBIX MYTALMil CeMbe
MOXeT ObITh HpefIoKeHa IpeHaTanbHas gUarHo-
CTMKa JI ClIepyloleli 6epemenHocTu [17].

CUMIITOMBI JeIHO3a CXONHBI C HPOsIBIEHNA-
MM TUIIOKCUYECKUX IIOPAXKEHUI LIeHTPa/IbHOM HEPB-
HOJ CUCTEeMBI (BHYTPUYEPEITHBIMM KPOBOUBTIMUAHNU-
SIMI, BHYTPUYTPOOHBIMU MHPEKUMSAMIU) U JPYTUMM
dbopmMaMy HACTIEACTBEHHDBIX OPraHMYECKMUX alVUy-
puit [25]. HeonaranbHast sHIjedamonaTs MOXKeT

PasBUBATbCA IPU HaIUM4uUK feeKTOB LMKIa Mode-
BUHBI, HEKETOTUYECKON TUHEPIIUI{MHEMNN, Opra-
HUYECKUX aUMIOIATUAX (METUIMAIOHOBOII, IpPO-
IIVOHOBOJ ¥ [PYTUX); IMAPOKCHMETVIITYTapOBO
anupypun u feduunre 6era-keTornonassl. bazosble
7abOpaTOpHbIE MCCIIENOBAHNS, KOTOPbIe BBIIIOTHS-
I0TCA y HMAIVIEHTOB C IIPeJjIIoaraeMoil BpOXAeHHO
ourb6Koit MeTabonnsMa, MOMOTyT UCKIIIUTD 6OIb-
HIMHCTBO PAcCTPOMCTB. TecThl BKIIOYAIOT aHAMN3
ra3oBOr0 COCTaBa KPOBU, MEKTPOIUTOB (COOTHO-
LIEHNMSA AHUOHOB), MOJIOYHOI KMICIOTHI, aMMMaKa,
6eTa-TMApPOKCHOyTHpaTa, a Tak)Ke KeTOHypuu. s
3aKJIIOYUTENbHON OUarHOCTUKM HeOOXOMUM CIIeLu-
QNMVM3MPOBAHHBI aHANMNM3 OPraHMYECKUX KUCTIOT
MOYM ¥ ALV/IINIALMHA, IIa3MEHHBIX aMUHOKMICIOT
" anyikapHutuHa [31].

JleueHue

Jleye6HbIe MepOIPUATUA Y HeTeil C JIEHLMHO30M
MMEIOT Ba OCHOBHBIX acIeKTa: AueTOoTepanns, CIo-
coOCTBYIOIAs HOPMaTbHOMY POCTY ¥ PasBUTHIO pe-
6eHKa, ¥ aKTUBHOE JIEYeHNEe MIPUCTYIIOB OCTPOIL Me-
TabONMMYeCKOIT IeKoMIeHcaum [24].

B neyeHnn 60/IbHOTO JIENIIMHO30M HO/DKHBI y4a-
CTBOBATh CIEIMAINCT IO MeTaboNMMIecKnM 3aboe-
BaHUSAM U OUETOJIOT.

Uenu pueroTepanmy - yMeHbIIEHNE KONMMYe-
CTBa TOKCUYECKMX METAabOMNUTOB; JOCTUYKEHME KOH-
LeHTpalMy KOPOTKOLIEIIOYEYHBbIX aMMHOKUCIOT
B IUTa3Me, 0COOEHHO JIeiil{MHa, B Ipefesiax Le/eBo-
IO [Mala3oHa; MOAJep>KaHMe HOPMaJbHOTO POCTa;
COXpaHeHJe WHTEIEKTYaAbHOI (QYHKUMKM 1 ee
pasBuTHe. DTO OCTUTAETCsA IyTeM OTpaHMYeHN:A
npuemMa JAaHHBIX aMUHOKMCAOT IIPM MUCIONb30Ba-
HUM CIIeIMAaNM3MPOBAHHBIX IPOAYKTOB NNUTAHMNS,
obecreunBaKIMX SHEpreTudecKe MOTPeOHOCTH,
[0 MaKCHMAaJIbHO IIePeHOCUMOTro ypoBHs. JIs1 obe-
creveHys GU3MNONOrMYeCKUX NOTpebHOCTell B ApY-
TMX aMMHOKMIC/IOTAX M HEOOXOAMMBIX HYTPHUEHTaX
MOTYT MCIIO/Ib30BaThCA CIENMaNN3POBaHHbIE aM-
HOKMCTIOTHBbIe cMech. VIcKmioualoT rojgofanue, mpu-
BOJislllee K aKTMBALMM KaTabOMMYeCKNX IIPOLIECCOB,
B CBS3M C 4eM IIOKa3aHbI YacTble IPOOHBIE KOpMIIe-
HISI, 0COOEHHO Y [ieTeil IPYAHOTO 1 PAaHHETO BO3pac-
ta. Takue gyeTnyeckye OrpaHNYEHNA COXPAHAIOTCA
Ha IIPOTsDKEHMM BCeil )KU3HU [36].

JInsa ycunenus cBA3bIBAaHMA HaKaIlJIMBaIOIMXCA
OpraHMYeCKMX KMCIOT MOXKeT Ha3HauYaThCA JIeBOKap-
HUTUH.

MOHUTOPUHT COCTOUT U3 U3MEpPEHUsS KOHIIeH-
TpauMil aMMHOKMC/IOT B IIJIa3Me Kak/ble 1-2 Hefenu
B Te4eHMe IepBbIX 6-12 mecanes. Ilo pesynbratam
9TUX M3MEPEHUI I MalieHTa MOI'YT OBITh IIOJO-
OpaHbl MHAMBUAYaAbHbIE NO3BI JEHIVHA, BaluHa

Llapesa KO.A., 3paukuH H.W., Ky3Heyosa M.A, boeayesa E.B. JleinHo3 — 60ne3Hb KNEeHOBOrO CMpona (Mekumsa C ONMCaHWEM KIMHUYECKOrO HabmiogeHns) 25 7
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u usoneiinyHa. C BO3pacToM 4acTOTa MCC/IeJOBAHNIA
yMeHBIIAeTCA B 3aBUCUMOCTU OT MeTabonImM4yecKoit
CTaOUIBHOCTY U COONMIOmeHus aueThl. Jng mamu-
€HTOB CTapllle TOHa IeeCO0Opa3HBbI eKeMeCsSIHbIe
MCCIEeNOBaHMA JO CTaOUIM3ALNMI C TaTbHENIINM Te-
CTUPOBaHMEM KaXKJble 3—6 MecsALEB.

KoHIleHTpanny mrasMeHHOTO JIefIHa JTO/KHBI
HofiepKMBaTbcs oT 75 1o 200 MKMOJIB/T y JieTeit 10
5 et u ot 75 0 300 MKMOJIB/T /11 HALlIEHTOB CTap-
1re 5 et s 671aronprsITHOTO MHTE/IEKTYaTbHOTO
passutus [23]. KonuenTtparum BannHa u M3071eMI1-
Ha B IIJIa3Me JO/DKHBI IOJ/IeP)KMBAThCsA Ha YPOBHE
ot 200 go 400 MmxMonb/i [36].

BceMm manmeHTaM € IEMLIMHO30M, 32 MCK/TIOYEHN-
€M roMo3NToT o MyTtanunu 1312T>A, nnu ¢ myTanu-
AMY, NIPUBOJAAIIMMU K MeHee 4eM 3% OCTaTO4YHOM
AKTUBHOCTYU (pepMEHTa, B JOIOTTHEHNE K JMeTOTepa-
MY CTlefiyeT HasHadaTh TMaMuH (0T 50 5o 200 Mr/cyT)
B TeueHue 4 Hepmenb. Ha ¢poHe Tepanuu Heo6x0n1MO
KOHTPONMPOBAaTb YPOBEHb KOPOTKOLEIIOYEeYHbIX
AMUHOKMUCIIOT B KPOBUM U TOJIEPAHTHOCTb K BBOJU-
MBIM aMMHOKMCIOTaM. Y TAaI[MEeHTOB C TMaMMH-3a-
BUCKHMOIT POPMOIT ITaToornu KobaBieHme TMaMmuHa
K IMeTOTEPAIINY TO/KHO IPOKO/IKAThCs [36].

Jns noppepxaHus KOHIEHTPAL UM HaTPUSA B Chl-
BOPOTKE B HOpPMa/JIbHOM JMalla3oOHe U CHVDKEHUs
pYICKa BO3HMKHOBEHM S OT€Ka IOIOBHOTO MO3Ta BO3-
MOXKHO J0o0OaBJIeHMe B TepAIINIo XJI0pyja HaTpus [5].
B cnydae sKCTpeHHON TOCHMTANN3ALNY 110 KIVHU-
YeCKVM II0Ka3aHMsM KOHLIEHTPALVs HaTpUs B KPo-
BI JJOJDKHA OIIpefiesiThCs KaXk/ple 12-24 vaca [37].

Onusonbl  MeTaboNMMYecKoil  JeKOMIEHCAI[UU
C/IefyeT JIeYUTDh aKTUBHO. II/1a3MeHHbIe ¥ TKaHEeBbIe
KOHLIEHTPAIUY JIEHI{MHA JOMKHBI ObITH OBICTPO CHM-
JKEHBI 32 CYeT IOfjaB/IeHN s KaTabo/IM3Ma U YCUIeHU s
CUHTe3a Oe/lKa IIOCPEACTBOM aKTMBHON Tepammni,
KOTOpas BK/II0YaeT MHQY3UU ITIOKO3BI C MHCY/IMHOM
(upn rmkemun 6osnee 7,2 MMOJIb/M) unu 6e3 Hero
U BBeJjeHME KOMIIJIEKCA IpeJlIeCTBEHHIKOB CBO-
60onHbIX aMIHOKUCTOT. [ToTpebnenne 6enka 0OBIIHO
npekpaiaercs Ha 24-48 gacos [5, 36].

OHepreTnyeckas MOTPeOHOCTb YBEIMYMBAETCS
o MeHblIeln mepe B 1,25 pasa. HyTputusnas nop-
IepKKa OCYIeCTBIAETCS IIOCPECTBOM KOMOVHAIIVIN
9HTEPATbHOTO U IIAPEHTEPaTbHOTO My Tell BBEJIeHM .
JInsa mopmep>KaHNA B IepUOJie OCTPON JeKOMIIeHCa-
LM IITa3MEHHO KOHLIEHTPALMY M30JIeIMHA U Ba-
nuHa Ha ypoBHe oT 400 mo 600 MKMOIbB/I ClemyeT
IOOTIOTHUTENBHO BBONUTH [aHHbIE aAMUHOKUCIOTHI
(ot 20 mo 120 mr/Kkr/cyT Kaxkpoif). BHyTpuBeHHOE
BBeJIeHNe XMUIKOCTU IIOKa3aHO BO BpeMs 3IU307[0B
MeTabo/INYecKoil EKOMIIEHCALUY, TaK KaK yCuIe-
HHUe JUype3a MOXeT CIIOCOOCTBOBATbh JEeTOKCUKA-
1uu. ['MnoToHn4eckue pacTBOPLI He MUCIIONb3YIOTCA
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BO M30eXaHMe M3MEHEHNUs OCMOJISIPHOCTHM, a KOH-
[EHTPALVs HATPUS JO/DKHA MTOAeP>KUBATHCS B Q-
3moorn4eckux npepenax (138-145 mr-sxs/n) [37].

[lpn pasBUTUM TUMNOHATPMEMMUYIECKOTO OTEKa
TOJIOBHOTO MO3Ta CJIefyeT BBOJWUTH TUIIEPTOHIYE-
CKHUe CO/eBble PAaCTBOPBI, MAHHUT M (ypoceMus
[37]. B pepxux cnydasax Jis yHAaJdeHUs aMMIHOKYIC-
JIOT C Pa3BETBIEHHOI LENbI0 U KETOKMCIOT MOTYT
mOTpe6OBaTHCS TEMONMAIN3 MM IIEPUTOHEATBHBIN
muanus [38-40].

ITpumepro 10% QepMeHTaTUBHON aKTMBHOCTU
HeTUAPOTeHa3HOTO  KOMITEKCAa  OCYILeCTBIISETCS
B neyeHu [41]. VIMeHHO oaTOMY [/IA JIedeHUs KJIac-
cudeckoit popMBel TeiHO3a IPUMEHseTCs TPaHCc-
IIAHTALuUs HedeHn [42-45], XoTs y GONMBLUIMHCTBA
MAIMEHTOB 13-3a BBICOKMX PUCKOB TOCTOTIEPAIU-
OHHBIX OC/TOXXHEHMUII AMeTOTepamnus cuntaercs 60-
Niee TMOAXOASAIMM BapMaHTOM Koppekuuu [35, 36].
[TokasaHMAMIY A1 TPAHCIUIAHTALMM [IEYEHN CTY)KaT
HU3KUIT METaGOMMIECKUIT KOHTPO/Ib 1 HU3KOE Kade-
CTBO XXM3HI, O 4Y€M CBUETEIbCTBYIOT 3HAUNTENbHbIE
IICKXOMOTOPHBIE HAPYIIEHNUS U YaCTO PA3BUBAIOIIA-
sicst ocTpasi MeTabonnyeckas LeKOMIIeHCALs, Tpe-
6yromtast rocruranusanuu [43].

[Tocne TpaHCIIAaHTAUMM AKTUBHOCTb JETUIPO-
reHa3sHOr0 KOMIIIEKCA CTAaHOBUTCSA COIOCTaBUMOII
¢ nmerkumu ¢GopMaMy JIeMIMHO3a, ¥ IaLMeHThl I1e-
PecTaloT HY>KAAThCS B JUETUYECKNX OTPAHNICHMSIX.
TpaHCIUTAHTAIUA CHIUDKAET PUCK MeTabOMMIeCcKOl
IEeKOMIIEHCAMM TPYU KaTabOIMYeCKUX COOBITUSIX
wnn npu GenkoBoil Harpyske. CiefyeT IOHUMATb,
YTO TPAHCIUTAHTALVSA MOXKET IPeXOTBPATUTD Jab-
HeJlII1e TOBPEX/IEHNU I TOIOBHOTO MO3T4a, HO He BOC-
CTaHOBMUT y>Ke CBepIuuBIunecs [42-44].

Ucxon

[Ipu nmeiiiMHO3e BO3MOXKEH OTarOIpPUATHBIN MICXOX
[5], KOTOPBIIT 3aBUCUT OT CPOKOB Havaja jedeHns (o
PasBUTHUS CUMIITOMOB VMJIN CPasy IOC/Ie UX IOSIBIIe-
Husl). PasBuTHe KOTHUTUBHBIX (YHKUMIT ¥ MHTEN-
JIEKTYaJIbHBIIl CTATYC 3aBUCAT OT I/Ia3MaTMYeCKOIl
KOHLIeHTpanuu nernuna [23].

Ocrpas MeTabonyeckast JeKOMIIEHCAIIS MOXKET
[IPUBECTY K [TOBPEXIEHNIO MO3Ta, COOTBETCTBEHHO,
JULSL IPERYIIPEXAEHISI HEBPOIOTMIECKIX OC/IOKHE-
HU TpebyeTcst ObICTpoe Havano nedeHus. [Jaxe npu
AKTMBHOM JIeYeHU N JIEMIIMHO3 MOXKET IPUBECTH K JIe-
Ta/JIbHOMY MICXOJY Y>Ke B IIepyoJie HOBOPOXXJEHHOCTH
VIV TI03)Ke, BO BPEMSI OCTPOIT IEKOMITEHCALIV.

Takyum 06pa3oM, KadyeCcTBO XM3HY MAIjMeHTa BO
MHOTOM 3aBUCUT OT CTeleHM fgeduunra depmeHTa
IETUIPOTEHAZHOTO KOMIIIEKCA, aJIEKBATHOI I CBOEB-
PEMEHHO HA4YaToil TepamuiL, IIO>KM3HEHHOTO CTPOTO-
TO IMETUYECKOTO KOHTPOJIA.

Jlekuma
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[IpuBoguM KIMHMYECKOe HabIIofeHNe, B KOTO-
POM JIeNIMHO3 OB PacIO3HaH B Bo3pacre 1 roga
1 MecsAI1a, HECMOTPS Ha PAaHHIO KIMHUYECKYIO Ma-
HudecTanuio.

KnuHunueckoe |-|a6n|o,qe|-me

Pe6eHok N., My>CKOTO 110713, B CeMbe BTOpOiil. Pogucs ot
III 6epeMenHOCTU (TIepBast GepeMEHHOCTh 3aKOHYM/IACh
POX/IeHNEM 30POBOTrO pebeHKa, BTopasi — MefabopTom),
IpoTeKaBllell Ha ¢pOHe aHeMUM, OTeYHOTO BapMaHTa re-
CTO3a BTOPOII IIONOBMHBI OepeMeHHOCTI; II CpodHBIX
ponioB, B rOIOBHOM npemiexanun. Ilo mkane Anrap pe-
6eHOK ObI OlleHeH B 8 0anioB. AHTpPOIIOMETpUYECKIIE
TIOKAa3aTeNM IIPU POXKJEHNM COOTBETCTBOBANM CPOKY
recrauumu: Macca 4000 r, gnuHa Tema 51 cM, OKPY>KHOCTb
rofoBbl 35 CM, OKDPY>XHOCTb TPyJHON KIeTKu 34 cM.
CocTosHMEe TOCTe POXKAEHNA OBbIIO YIOBIETBOPUTENb-
HBIM, 11 pe6eHOK ObLI BBIMUCAH U3 POAAOMA Ha 4-€ CYyTKIL.
BckapmnmBaHme rpyjHOE O 3 MeCAIeB, 3aTeM 10 HUIIN-
aTuBe MaTepy UCKyccTBeHHoe. bpak popureneit Hepop-
CTBEHHBIN. AJ/IeProlOTNYeCKNII AHAMHEe3 OTCYTCTBOBAIL.
HacnencTBeHHOCTDh IO XPOHMYECKOI IATONMOTUM OTATO-
meHa (II0 IMHUU OTLA B CeMbe ITTyXOHEMOI POJCTBEH-
HUK). MaTb 6e3 XpOHUYeCKuX 3a00/1eBaHmit, HO aKTUBHAsA
KYypUIbIIUIA.

3aziep>kKa IICUXOMOTOPHOTO Pa3BMUTMSA CTajla OTMe-
JaTbCs Y pebeHKa C paHHEr0 BO3PacTa: 3pUTeIbHOE CoCpe-
IOTOYEHIe, YIBIOKA, IIEPBOe IIPOU3HOLIEHe 3BYKOB I1051-
BIUJIUCD K 2 MeCAL|aM XXU3HM, TOJIOBY peOEHOK He JepKas
1o 4 mecstes. C MeCIYHOTO BO3pacTa HabII0faICs HEBPO-
JIOTOM TIO TIOBOJly TOHYCHBIX HapymeHnit. HecmoTps Ha
IPOBOAUMYI0 QUSNOTEPALEBTUYECKYIO KOPPEKI[UIO, MbI-
IIeYHasA NMCTOHNA C BBIPAXKEHHOI CTab0CTbhIO B I/IEYeBOM
mosice Ha oHe IUIePTOHYCA MBILIL B HIDKHIX KOHEUHO-
crax Hapacrama. OTMmevanach Mukpouedamua (OKpyx-
HOCTb I'OJIOBBI B 6 MecsALeB 39 CM, OKPY>KHOCTb IPyJHOM
K/IeTKU 47 ¢M), KPAaHUOCTEHO3.

JTmHaMyKa HEPBHO-IICMXIYECKOTO PasBUTHA pebeHKa
Ha IIepBOM TOJly XM3HM OTPa’keHa Ha pucyHke. VI3 Hero
BUJIHO, 4TO BO Il monmyroguu nocie BBefileHUA IPUKOPMA,
HepeHeCeHN s KMIIEYHOI MHQEKIMN U O4aroBOll IHEB-
MOHUU TeMIIbl ICMXOMOTOPHOTO pa3BuUTHUA elle Oonee
3aMeJIJIV/IVCD, MBIIIEYHA s TUCTOHNUA CMeHMNach fuddys-
HOJI TMIIOTOHMEN, CHU3U/IACh JBUTATe/IbHAsA AKTMBHOCTD
Ha (OHEe COXpaHAWIENCA 5MOLVOHAIBHON CKYLOCTH.
C 10-MecsAYHOTrO BO3pACTa MPUCOEAVHUINCH IIPUCTYIIBI
CajlaaMOBBIX Cyfopor (o 5-7 B CyTKM). 3pUTeNbHOE CO-
CpefoTo4YeHMe ObIJIO HEeNpPOLOKUTEIbHBIM, CIeXKeHUe
oTcyTcTBOBano. OKyIUCT AMATHOCTMPOBAN YACTUIHYIO
aTpodUI0 NMCKOB 3PUTEIBHBIX HEPBOB C 00eUX CTO-
poH. B rop pebeHOK He Cufjel, Ha HOTM He OIMPAJICA.
O6palleHHYI0 pedyb He IOHMMAaJ, aKTUBHAsA pedb Oblla
B BUJI€ 3BYKOB UM OTAe/NbHBIX coros. [Iporpeccuposana
Mukpouedanus: k 1 rogy npu Bece B 11 Kr 1 pocte 75 cM

OKPY>KHOCTb TOJIOBbI cOCTaBiAna 43,5 cMm, Torga Kak
OKPY>KHOCTD IPYZHOII K/IeTKM 6bl1a 51 cM.

Knuanueckoe  obcmemoBanme Ha  Oase [VY3
«CapaToBckass 067acTHas JeTcKas KIMHMYeCKass 6Oib-
Huna» B Bospacte 1 roga 1 MecsAIa BBIABUIO TUIIOXPOM-
HYI0 aHEMMIO JIETKOJI CTeIleHV; YMePEeHHOe IOBbIIIeHNe
Ie/I09HOIT pocdaTasbl, aMuIa3bl CHIBOPOTKM KPOBY; JIET-
Kuit ruppouedanbHbiil cuHApoM (axoaHuedanorpadus),
HEMOTHYI0 6/I0Kajly paBoit HOXKKY Iy4Ka I'mca (amektpo-
Kapauorpadus).

Torma e 6bUI IPOBefeH AMIHOKICTIOTHBIN CETeKTHB-
HBIJI CKPUHMHT KPOBY U MOYM JIOCTYIHBIM Ha TOT MOMEHT
METOJOM TOHKOC/IOJHOJ XpOMATOrpadyu, KOTOPbIil BHIABIIL:
B KPOBM — JIEVIIIVH, N30JIEMIIVIH; B MOY€ — JIEHIVIH, U30/Iel-
LJMH; a/1b(a-U30MaCTIAHYIO KUCIOTY (+), KeTOMACIAHYIO KIIC-
nory (+). ITony4eHHbIe pe3y/IbTaTbl IO3BOMMIA AMATHOCTY-
poBaTh y pebeHKa yeitiinHo3 (60/1e3Hb KIEHOBOTO CHPOIIA).

C MOMeHTa AMAarHOCTUKI JeHINHO3a pebeHKy Oblra
HasHaueHa HU3KobenmkoBasa puera (mo 30 r/cyT c orpa-
HIYEHUEM BBICOKOOENKOBBIX NPMKOPMOB), CTala IIPoO-
BOJAUTHCA CUMITOMaTM4ecKkas Tepamys (ferujparamus
C IOMOIIbI0O MOYETOHHBIX COOPOB, AKTOBEIMH, COCYHM-
CTBIE CpeJiCTBA, HOOTPOIBI, KOPPUTUPYOIINI MaCCaXK,
IPOTMBOCYZOPOKHbIE MpemapaTsl). PeKOMeHJaIuM II0
IUTAHUIO He BBIIIOTHSINCD, YTO 00YC/IOBIEHO HISKUM CO-
LMa/JIbHBIM CTATYCOM CeMbM. BBUJy OT/la/leHHOCT) MecTa
IpOXKMBaHMS pebeHKa OT 00/1acCTHOTO ILieHTpa 3a MenMu-
LIMHCKOJI IIOMOIIBIO K CIIeIaIiNcTaM 00paljaniuch pefko.
Crenyanu3upoBaHHOTO IUTaHMA PeOeHOK He MOy Yall.

Ha ¢one yxyaueHns HeBpOIOIMYECKON CUMIITOMA-
TUKM B OMOXMMMYECKMX aHalM3ax KPOBU OTMeYasnoch
HOBBIIIeHNe LIeToYHOl (ocdaTassl, aMUIashl, B 06LINX
aHa/IM3aX KPOBM — YMEePEeHHOE CHIDKEHNe reMOITI001Ha.

2 — —_ Hopma N2 HMP

"N — MaumenHt 12 A3 3 Pa Pn Ainp flo

10 - 1 OnpPaPndH

9 10 Tlo inp Pa P H

8 - 9 Ac [lo inp Pa PnH
o 7 = 8 o inp PaPnH
% 6 — 7 Ac o Anp Pa Pn H

5 6 Ac 3 [o Anp PaH

4 — 5 A3 Ac 3 [o Onp Pa

3 4 A3 Ac 3 [o Onp Pa

2 3 A3 Ac 3 [o Onp Pa

. 2 A3 Ac 3 [lo Pa

o 1L 1 AsAc3

01 2 3 4 5 6 7 8 9 10 11 12
Bospact, mecaupl

[lnHamuKa HepBHO-NCUXMYeckoro pa3suTtia (HIP) pebeHka N. Ha NepBOM rofy Xm3Hw;
A3 — 3puUTeNbHbIN aHanm3aTop, AC — CyX0BOM aHanm3atop, 1o — ABuxeHuA obluve,

[Inp — ABMKeHNA NpaBon pykow, H — HaBbIkK, Pa — akTuBHas peyb, Pn — naccmsHas peyb,
3 - amouum
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B BospacTe 3 71eT cTaj CaMOCTOATENIBHO CUAIeTh. B 3TO
JKe BpeM s pellIMBUPOBaJ CyJOPOXKHbI CUHIPOM B BUJIe
KPaTKOBPEeMEHHBIX TOHMKO-KITOHNYECKNX CY/IOPOT, B CBSA-
31 C YeM KOPPEeKTUPOBAJIICH JIETa U IPOTUBOCYZOPOXK-
Hadg Tepanuna aHTMKOHByHbCaHTaMI/I.

IIcuXoMOTOpHOE pasBUTHE LIJIO KpajlHe HUBKMMU
TeMmamMyu. XOAUTh C IIOCTOPOHHEI IMOMOIIBI0 pebeHOK
cran B 7 ner. HaBbiku caMoo6cnyxuBanusa He Qopmu-
poBanuch, KOHTaKTy 6bUI He)IOCTyHeH. AKTUBHasA U mac-
CMBHas pedb He pasBUBAIACh. YPOBEHb YMCTBEHHOTO
PasBUTUA COOTBETCTBOBAT ONUIOGpPeHNN B CTaZUU VM-
6€eLMIbHOCTI.

B HacTosmee BpeMs manueHty 19 sner. Y Hero Ha-
6nromaeTcs Tpy6oe OTCTaBaHIe ICUXOPEUeBOrO Pas3BI-
tus (6e3 Kakoi-1160 fUHAMMUKN), MOTOPHOTO Pa3BUTHA
(c HecymecTBeHHBIM Iporpeccuposanuem). C Bo3spac-
TOM TIOABMINCEH IIATONOTUYECKMEe OTKIOHEHNUA B IIOBe-
[EHNN: «[yPaLUIMBOCTb» C IPUCTYIIaMU HEOOOCHOBAH-
HOTO CMeXa CMEHHEeTCA arpeccueil M ayroarpeccuei.
ITanyeHT HY>XAaeTcs B MOCTOAHHOJ IOCTOPOHHEI II0-
MOII L.

JononHutenbHas nHdopmayuma

Cornacue naymeHTa

Poputenb nauveHta (Matb) Aana MUCbMEHHOE WHPOPMUPOBAHHOE CO-
rnacue Ha ny6nuKaumio nepcoHanbHOW MegUUMHCKON nHopmaumm cBo-
ero pebeHka B 06e31MYeHHON popMe B KypHane «AnibMaHaXx KIMHUYECKON
MeLULNHbI».

QOuHaHcMpoBaHMe

Pabota npoBeaeHa 6e3 npvBneYeHNa AOMONHUTENBHOTO $pUHAHCMPOBa-
HVISl CO CTOPOHbI TPETbUX NNL.
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Leucinosis, or maple syrup urine disease
(lecture and a clinical case)

Ju.A. Tsareva' « N.I. Zryachkin' « MA. Kuznetsova' «

E.V. Bogacheva?

Maple syrup urine disease (leucinosis, short-chain
ketoaciduria, branched-chain disease, branched-
chain ketonuria) is an autosomal recessive disorder
which is a consequence of the deficient branched-
chain alpha ketoacid dehydrogenase complex.
There are five subtypes of the disease: classical,
intermediate, intermittent, thiamine-dependent
and E3-deficient. Leucinosis is characterized by
high plasma levels of branched-chain amino ac-
ids (leucine, isoleucine and valine) and high urine
levels of branched-chain ketoacids, as well as of
lactate and pyruvate. Tandem mass spectrometry
can be used as a screening method in newborns.
Mild disease cannot be identified at screening.
The diagnosis should be based on tandem mass
spectrometry of a blood sample and aminoacid
analysis by gas chromatography of a urine sam-
ple. Prenatal diagnosis requires molecular genet-
ic tests. Treatment of maple syrup urine disease
is aimed at normalization of plasma branched-
chain amino acids levels and includes two main
components, namely, life-long diet therapy and

active treatment of acute metabolic deterioration
episodes. A favorable course of the disease is pos-
sible only with early (pre-symptomatic) initiation
of treatment. The development of cognitive func-
tions depends on plasma leucine levels. We pres-
ent a clinical case of delayed diagnosis of leucino-
sis, despite its early clinical manifestation, leading
to irreversible consequences for the patient.

Key words: maple syrup urine disease, branched-
chain ketoaciduria, ketoacid decarboxylase defi-
ciency
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