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penu penkux (opdaHHBIX)

MeTabonnuecknx GosesHein

BCTpeYyaeTcs MaTOJoruydec-
KOe COCTOsIHMe, KOTopoe B Poccun
U3BECTHO Kak cuHjpoM Knamma -
Komposepa, a 3a pybexxoM — ruj-
POKCUKMHYPEHUHYpPUsA, KCAaHType-
HOBas allUJypus, Hacle[CTBeHHAs
KCAaHTYpeHypUsi, KMHYpPEHNHOBAs
HENOCTATOYHOCTb U T.J. [1].
K coxanennmo, cnappomy Knam-
ma - KompoBepa mocBsiiieHo Bech-
Ma CKpPOMHO€ 4JCI0 IyO6amKarumi,
4TO BO MHOTOM OOBSACHSIETCS pef-
KOCTbI0 9TOI 6oesHu (mpenmono-
JKUTEIBHO MEHee OJJHOTO CIydas
Ha 1 000 000 Hacenenns) [2].

061wwue cBegeHus

Cuanraercsi, 4T0 60/Ie3HDb BIlepBbIe
HE3aBUCHMO JPYT OT [IpyTa ONMCaIn
HeMenkuit reHeTuK A. Knapp u ame-

puxaackuii neguarp G.M. Komrower
(1958). Ilo ppyruMm cCBefeHUAM,
nepsas ny6aukanus A. Knapp, no-
CBAILleHHAasA KCAHTYPEHOBOI alu-
nypumu, mossBumach B 1962 r., a pa-
6ora G.M. Komrower - B 1964-M.
A. Knapp cumra, 4To HacneCTBEH-
Hasd KCaHTYpeHYpUs BCTpedaeTcHd
3HAYMTEIIBHO Yallle, YeM (PeHUIIKEeTO-
mypus (y 0,5-1% nacenenu:). Bro-
CNIe[ICTBMY €r0 MHEHJe He HaIIlIo
noxTBepxKmeHus [1].

CornacHo MexxiyHapoIHOI KIacch-
¢duxaunu 6onesHeit 10-ro mepecMor-
pa cuappom Knamma - Komposepa
(rUPOKCUKMHYPEHUHYPUS) MMeeT
kop, E72.8 «JIpyrue yrouHeHHble Ha-
pyLIeHVsT 0OMeHa aMUHOKICIOT» [2].
IIpepmonaraercs, 4TO CYI[eCTBYeT
He TOJIbKO BUTaMIH Bg-3aBucnmas,
HO U THUPUJOKCHH-He3aBUCUMAas
dbopMa I'MIPOKCUKUHYPEHNHYPUN

[1]. B wactuoctn, K. Tada n coaBT.
(1978) omucanu ButamMuH Bg-3aBu-
CUMBIII BapuaHT 00e3Hu y Opara
U CECTPBI, POAUTENN KOTOPBIX MIMEN
O1M3KyI0 CTelleHb POACTBA (Ky3eH
" KysuHa) [3].

Brnocnencteuu R. Cheminal u coasr.
(1996) ommcany BapMaHT «BPOX-
INEHHOJ HEeNpOrpeccupyroliei 9H-
nedaonaTuM U IIyXOTHI C MHTEP-
MUTTUPYIOLMIVMI SIM30[aMI KOMBI
U TUIIEPKMHYPEHUHYPUM», 06HApy-
JKEHHBIIl VMU y LIECTV U3 HEBATU
fieTeil, POAVBIINXCS Y a/DKUPCKUX
ponuTeneit ¢ OIU3KON CTEIEHbIO
porcTBa (Ky3eH 1 KysuHa) [4].

Ha snexTpoHHOM IOpTane pemKux
6onesHeit orpha.net sxedanomna-
TUs BCIE[CTBME TUAPOKCUKUHY-
PEeHUHYPUHM MMeET MapKUPOBKY
ORPHA79155 [2]. Pasnuunble ac-
neKThl cuHApoma Knanma - Kompo-
Bepa HaXo#ATCs B cepe MHTEPeCOB
IpefCTAaBUTe/Iell PAsINIHBIX MeH-
LIVHCKNX CIIeNVaabHOCTEN — HEBPO-
JIOTOB, NICUXMATPOB, EPMATOJIOTOB,
JIMEeTONIOTOB, T€HETUKOB, OPTATbMO-
JIOTOB 1 T.Ji.

Onpepenenune

Cunpgpom Knanna - Komposepa -
HapylleHNe aMUHOKICIOTHOTO 06-
MeHa (Tpunrocdana), ABIS0ILIEECS
HacneqCTBEHHON BUTaMMUH Bg-3a-
BUCUMOJ KCaHTypeHypueit (aMu-
HOKMCIOTHAsT (PepMEeHTOIaTHs:A).
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bonesup mposBnserca Hapymie-
HUSIMY CO CTOPOHBI IIeHTPaTbHOI
HEPBHOIT CHCTEMBI, KO>KHBIX ITIOKPO-
BOB, IJIa3 U JPYTUX OPTaHOB M CIUC-
teMm [1].

VsBecTHO u fpyroe ompepeneHne
cunppoma Kuanma — Komposepa.
9To pepKoe reHeTUYECKOE 3a60/IeBa-
HILe, PV KOTOPOM HEIOCTATOYHOCTb
KMHYPEHIHAa3bl BBI3bIBAET Mpobite-
MBI coMaTndeckoro (pusnyeckoro)
U IICUXMYECKOro CrekTpa. [loguep-
KMBaeTCs, YTO HEJOCTATOYHOCTD
KMHYPEHNMHA3bl MOXeT ObITb IpU-
00peTeHHOI (IIpy 9TOM IPOSIBIEHNS
YKa3aHHOTO AeduiuTa BhIpaXKeHbI
B MEHbIIIEJT CTETIEHN).

P. Shauenburg oTHOCHMT cuHEpPOM
Knanmna - Komposepa k rpymnre pac-
CTPOICTB TpUnTodaHOBOro obme-
Ha, 0603HaYasA ero Kak HapylIeHMe
MeTabonu3Ma TpuntodaHa co CHU-
JKeHMeM aKTMBHOCTM TpuUHTO(daH-
HMPPOIA3BI U OTCYTCTBMEM HUKOTHU-
HOBOIJT KIUC/IOTHI [5].

leHeTUYeCKMe acneKTbl CMHApOMA
Knanna — KompoBepa

B Hacrosllee BpeMsi yCTAaHOBIIEH
ayTOCOMHO-IOMMHAHTHBII THUII Ha-
crnenoBaHus 6onme3HM (TMAPOKCH-
KMHYPEHUHYPUM), KaK U npu 607b-
mnHCTBe hepmMeHTOMIATHI [2].

B 6ase manupix OMIM rugpokcu-
KMHYPEHUHYPUNM COOTBETCTBYET
Ne 236800, a reHaM KMHYpPEHMHA3bI
(KYNU) unu L-KMHUHYPEHUHT U] -
pormaser — Ne 605197 [6].

B 6ase pgamapix OMIM 1non
Ne 260650 mpepcTaBieH TaK Ha3bl-
BaeMBblil IIe/IarPOIIOfOOHDIN CUH-
opom (pellagra-like syndrome),
omucannbiit E. Freundlich un coasr.
(1981), a taxoxke M.A. Salih n coasr.
(1985 1) [7, 8]. [Ipepmomnaraercst, 9TO
He/TarpOIOJOOHBIN CUHIPOM — Te-
HeTUYeCK! JIeTePMUHUPOBAHHOE
[ATOJIOTMYeCKOoe COCTOSIHME, POJIC-
TBEHHOE TUAPOKCUKNHYPEHUHY-

puu [1].

3TUonoruA n NnaToreHe3 CMHAPOMa
Knanna — KompoBepa

Kaxk m3BecTHO, TpunrogaH — Hesa-
MeHuMas (9CCeHIManbHass) aMIUHO-
KKCmoTa (2-aMUHO-3-MHOMIIPOIIN-
OHOBasl KICIIOTA), 10 95% KOTOPOI
B HOpMe OKUC/IAETCA IO KUHype-
HuHOBOMY myTHn. A. Knapp (1962)
OOHApy)XXWJI y TPYIIBL IalMeHTOB

Meauarpus. N2 1

Tema Homepa: opdaHHble 330011683

QHOMA/IbHO BBICOKYIO 9KCKPEIUIo
MeTabonuToB TpunTodaHa IocIe
HarpyskKyu 3TOM aMMHOKMCIOTOIL.
[TockonbKy 3TOT deHOMeH He OB
CONpsDKEH ¢ HedUIUTOM NUPU-
JOKCHHA, aBTOP IpUIIET K BBIBOAY
0 HAaCJ/IeACTBEHHOI [eTEePMUHNIPO-
BaHHOCTH OINCBIBAEMOIl OMOXVMU-
4yecKoit anomanuu [9].

B cBomwo ouepenp G.M. Komrower
n coaBT. (1964) BbICKa3aau IpeJIo-
JIOXKeHNe, 9TO IMAPOKCUKIHYPEHN-
HYypMs aCCOLMMPOBAHA C HEOCTATOY-
HOCTHI0 (pepMeHTa KMHYPEHMHA3bI
(BuTaMuH Be-3aBUCKHMBINT IMPUIOK-
caneBblil (epMeHT, 3a/ieICTBOBAH-
HBIII B MeTabo/mn4eckoit Tpancop-
Mmauuu KuHypennta). Cybcrparamu
depMeHTa ABIAITCSA KUHYPEHUH
n 3-oxcukyHypennH [10]. Kunype-
HIUHAa3a [PYHUMAET ydactue B 006-
MeHe TpumnrogaHa, obecrnedyuBasd
IpeBpalleHne IpOofyKToB oOMeHa,
B YAaCTHOCTHU KMHYPEHNHA ¥ OKCHU-
KIHYPEeHIHA, COOTBETCTBEHHO B aH-
TPAHWIOBYIO U OKCHAaHTPAHNUIOBYIO
KUC/IOTBL. BaXkHO, 4TO MMpuyoKcaib-
5-pocar sBrseTcs KopakTOpoM
KUHYPEeHUHA3BL.

B Hacrosmee BpeMs HOKa3aHO, 4YTO
9H3UMHBII JedeKT Ipu CUHAPOME
Knanmna - Komposepa 3akmoydaer-
Cs1 B CHIDKEHUHU aKTUBHOCTY KU-
HypeHUHA3bl C OZHOBPEMEHHBIM
[IOBBIIIEHNEM aKTVBHOCTI TPUIITO-
¢dannupponassl (afanTUBHLLI ep-
MEHT, KaTaJTM3UPYIOMNIl peaKLNio
L-tpunrodaHa u KUCTIOPOAa C MOC-
nepytoeit Beipaborkoit L-N-¢op-
MMUIKMHYpeHuHa). B pesynbrare
OIIMChIBAaEMBIX M3MEHEHMIT B Opra-
HM3Me MallMleHTOB HaKaIlIMBaIOTCA
KMHYPEHUH, KCAHTYPeHOBa st KICIIO-
Ta U TUAPOKCUKMHYpeHnH. [TpusHa-
K HE[IOCTATOYHOCTY IMPUJOKCHHA
MHIYLUPYIOTCA HapyIIeHUAMHU 06-
meHa tpurntodana [1]. [Tpu cungpo-
Me Knamnma — Komposepa ncnomnb3o-
BaHNe IupupoKkcanbdocdara mus
CMHTe3a KMHYPEeHIHA3bl 3aTPyLHe-
HO, B Pe3y/IbTaTe 4ero akTMBHOCTD
IIOC/IefHEel CHMKaeTcsa B 3—-6 pas.
VimenHO aTOT 6MOXMMUIECKMIT de-
HOMEH CIIOCOOCTBYeT aKKyMyJs-
LMV B KPOBU ¥ TKAHSIX OpraHM3Ma
KMHYPEHNMHA U OKCUKUHYpPEHNHa,
U3 KOTOPBIX BCIEICTBUE Ie3aMIHU-
poBaHIsI 6OKOBOIL LIeIIN CUHTE3UPY-
I0TCS1 KMHYPEHOBAsI ¥ KCAHTYPEHO-
Basi KUC/IOTHI.

ITo muennzo M. Kobayashin S. Shimi-
zu (1999), medbuiut HuaMHA TAKXe
IIPMYACTEH K Pa3sBUTUIO TUJIPOKCH-
KVHYpeHUHYpuY, Tpuntodanypun,
KCAaHTYPEHOBOII alufypun, 60/1e3HN
XaprHyna u gp. [11]. IToBbleHHas
SKCKpenus ¢ MOYOJ KMHYPEHOBOM
M KCAHTYPEHOBOI KUCIIOT CIIOCOOCT-
ByeT TOPMOXKeHMI TpaHcdopma-
nuyu TpunrodaHa B HUKOTHHOBYIO
KICIOTY (B CBSA3U C HEJOCTATOYHOI
IPOAYKIMEN OKCUMAaHTPAaHUIOBON]
KUC/IOTHI).

A. Knapp BbICKasbIBa/l MHEHIE, YTO
NOSIBJI€EHNE IPY HACAELCTBEHHOI
KCaHTYPeHYyPUM MHOTOYMCIIEHHBIX
OCJIO)KHEHUI — CJIe[CTBUE IeCT-
BUS JOTOTHUTENbHBIX 3K30T€HHBIX
u reHeTmdyecknux ¢akropos [12].
CBA3b KIMHUYECKNX IPOABICHUI
KCAaHTYpeHOBOJ auuaypuu ¢ 6mo-
XMMIYECKUM JiePEeKTOM IIOTHOCTHIO
He M3y4YeHa.

Knunuyeckne npoAapjieHuA
N ANAarHoCTuKa

XoTA CMMNITOMBI 6OJE3HU IONMNU-
MOpPQHBI 11 BapuabenbHbl, B KIacCh-
4yecKoM BapmaHTe cuHapom Kham-
na - Komposepa xapaxTepusyercs
coyeTaHUeM IICUXOHEBPOJIOTHYeC-
KUX PacCTPONICTB C MPOSABICHUAMU
anepruy (KO>KHBIMM M/VIU ObIXa-
tenbHbIME). DakTIdecKn HacIenc-
TBEHHAs1 KCAHTYPEHYPUS — OFHO
13 NPOABJIEHUI TAaK Ha3blBAeMOJ
LepebpanpHoit amtepruu [1, 13].

K OCHOBHBIM HEBPOTOTMYECKUM
IPOSIBIEHNSIM OOJIe3HN B TETCKOM
BO3pacTe OTHOCATCA 3afiep>KKa IICU-
XOMOTOPHOTO U Pe4eBOT0 PasBUTHA,
obliee HeTOPAsBUTHUE pedl, BereTa-
TUBHAS JUCTOHUS, IPUCTYIIbI ICU-
XOMOTOPHOTO BO30OYXX[eHNsI, 1iepe-
Oe/UIApHas aTaKCusA, COMHaMOYINu3M
n ap. [1,14-17]. Hepenxyum HeBposIO-
TUYeCKMM IIPOsIBICHNEM CHHIPOMaA
Knanmma - KoMmpoBepa craHOBUTCA
SNUJIETICKS], B TOM 4nmciie hapMaKope-
3ucTeHTHbIe GOpMBI O0re3HN. B ool
CBSA3Y MHTepeC MPefiCTaBIAT JaH-
Hele B.J. I'yseBoit u coasTt. (1997)
00 aHTMANM/IEITOT€HHBIX CBOVICTBAX
KCaHTYPEHOBOI KMUC/IOTHI, IIpOJie-
MOHCTPMPOBAHHBIX PaHee B YCIIOBH-
X 9KCIepuMeHTa [18].
IIcuxmdeckue HapyUIeHUA IIPU
cungpome Knamma - Komposepa
XapaKTepu3yoTCs HApyLUIEHUSIMNI
uHTe/nIekTa (0T yMepeHHO WH-
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TeJJIEKTYa/IbHOJ HeZOCTAaTOYHO-
CTM 10 ITyOOKOI YMCTBEHHOI OT-
CTajIoCTM WIM 3HLedanonaTun),
UCTePUUYECKUMIU peaKLUIMU, CO-
crosiuusiMy adppexra U HEMOTUBH-
POBaHHBIMU HOCTyNKaMu, ¢pobu-
amu u 1.4. [1, 17]. 3acnyxusamor
BHuUMaHug Habnomenus A.C. To-
puHOIt 1 coaBT. (2010), M3y4nBIINX
IMHAMUKY V3BMEHEHMUII COflep>KaHs
TpunrodaHa u ero MeTaboOIUTOB
B KPOBU y JieTell C paHHNM JeTCKUM
aytusmoM [19].

KoxHble M3MeHeHMsI IIpU HaC/enc-
TBEHHOI KCAaHTYPEeHYPUM BKJIIOYa-
10T ce6OpeliHbll JepMaTuT, $OTO-
LlepMaTo3, 9K3eMYy, HelpOJAepMUT
U pasnuyHble GOPMbI 9K3aHTEMBIL.
OO6BIYHO OHV OTMEYAIOTCS C TPYLHO-
ro Bospacra. Kpome toro, 6onesun
CBOJVICTBEHHDI YIIOPHBII CTOMATHUT,
XeJJINT ¥ TIIOCCUT. AJIeprudeckme
IPOsIB/IEHNS], IOMIMO BBIIIEOMICAH-
HBIX BapMAHTOB KOXKHOII MaHupec-
TalUy, MOTYT XapaKTepU30BaTbCA
y BeTell pasBUTHEM OPOHXMAIbHOM
acT™msl [1].

Ona cungpoma Knuanma - Kompo-
Bepa XapaKTePHbl aHEMUs U CHU-
JKeHHOoe nuTaHme (rumorpodus,
MaJIbHY TPULINSA).

B nureparype HepeIKo IIpU KCaHTY-
PEHOBOI aUMAYPUN ONUCHIBAIOTCS
KaTapakThl (BpPOXXJEHHbIE U IPU-
obperenHsle). IIporpeccupymomee
IIOMYTHEHNUE I/Ia3HOTO XPpyCTaju-
Ka yalle 0OHapy>KUBAaeTCs y JieTell
¢ cuagpomoM Kuamma — Kompose-
pa B BO3pacTe OKOJIO YeTBIPeX JIeT.
Habyxamomasa karapakTa MOXeT
HIPUBOAUTD TAKXKe K BATOTEKYIIEMY
yBeuty [1].

G.M. Komrower n coaBT. (1964),
ONMCBIBASI TIEPBBIIl CIydail cOOCT-
BEHHOIT perucrpaunuum 60Ne3HU
(TMpPOKCUKMHYPEHUHEMUS), PeT-
POCIIEKTUBHO KOHCTAaTMPOBAIU
y pebeHKa Ha/mu41e pOZOBOIl AaHOK-
cuy, fleCKBaMaTYBHbIE M3MEHEHU A
KOXXI, CTOMATUT, TMHIVBUT, >KIJ-
KMIT CTYJI, HUPEKCHUI0, aHEMMUIO, 3a-
IEepPXKY (PU3UIECKOTO, MCUXOMO-
TOPHOTO U PeYeBOrO pasBUTHUA (IO
Hayaja Tepaluy OUPULOKCUHOM
U HMAIMHOM), a TaKXe KOHIYK-
TUBHYI0 TYTOYXOCTb ¥ MUTPEHb.
B Moue y manyeHTKM OTMedanach
BBICOKas 9KCKpeLWsl KNHYPEeHNHA,
3-TUAPOKCUKVMHYPEHNHA M KCAHTY-
peHoBoIT KucnoTsl [10].

a HOMepa: OphaHHble 3a00neBaHuA

KcaHTypeHypua, unu cunapom Kxanna — Komposepa, —
HaCNeCTBEHHAA HeI0CTATOYHOCTb KIHYPeHIHA3bI. 3TOT
(GepmeHT yuacTByeT B 0OMeHe TpunTogaHa, obecneunsas
npespaLLeHue NpoayKTOB 00MeHa, B UaCTHOCTI KMHYPEHMHA
W OKCUKUHYPeHIHA, B aHTPAHWUOBYIO U OKCUAHTPAHUNOBYH
KMCNOTbI COOTBETCTBEHHO. KODaKTOPOM KIHYpEHMHA3bl
ABNAETCA NUPUIOKCANb-5-(oCcaT

B pa6ote K. Tada u coasrt. (1967)
YIIOp CHENaH Ha YMCTBEHHOI OTCTa-
JIOCTM M SKCKpeLuy HanyeHTaMu
M306BITOYHOTO KONMMYECTBA KCAHTY-
PEHOBON KUCIOTBI, KMHYPEHOBOII
KICJIOTBI, 3-TUAPOKCUKMHYPEHMN-
Ha U KMHYpEeHMHA IIOCJIe Harpy3Ku
tTpuntopaHoM (BuTaMuH Be-3aBucu-
Mas popmMa IMAPOKCUKUHYPEHUHY-
pun) [3].

Y manmueHTOB C HENpPOTpPecCUpy-
Ioleli sHnedanonarmeil u rIyxo-
TOJl B ONMCAHUM, MPUBOLUMOM
R. Cheminal u coast. (1996), oT-
MeYalTCd HaJau4yye MBIIIEYHO-
ro rUIepTOHYCa, CTEPEOTUIIHON
KeCTUKYIALMN U 3aJep>KKa ICU-
XOMOTOPHOTO pasBuUTKSA (IIOMUMO
COOCTBEHHO HENMPOTpPeCcCUpYoLeit
sHuedanomaTun U BPOXKAEHHON
Tyroyxocrn) [4]. Y Bcex aTux manu-
€HTOB MePUOAMNYECKY YXYALIaN0oCh
cocTosiHMe (ITOKasaTeau HeBPOJIO-
TMYECKOTO cTaryca). DTO MpOuc-
XOZVMJ/IO CIIOHTAHHO WJ/IM B IePUOJ
3a00/IeBaHMA BUPYCHBIMU MHEK-
qussMu (IO KOMaTO3HOTO COCTOS-
H1s1). OCHOBHBIM ¥ €JMHCTBEHHBIM
OMOXMMUYECKUM HapyIIeHMEM, 3a-
PeruCTpUPOBAHHBIM y 9TUX JieTel,
OblyIa KMHYPEHUHYPUs, BO3HUKAB-
nrasi TOAbKO B COCTOSHMUU KOMBI
MM TIOC/Ie TapeHTepanbHON Ha-
rpyskm mnuieBeiM Oenkom [4].
ITo muenuw R. Cheminal u coasr.
(1996), onucpiBaeMblit UMK Bapu-
aHT 00/e3HM CYLeCTBEHHO OT/IN-
YasIcsi OT APYTUX POPM HapyIIEHNUIT
MeTabonusMa TpunToaHa C KNUHY-
peHnHemueit [4].

Tax HasbIBaeMblil IeNIarporo-
TOOHBINI CUHEPOM, ONMMCAaHHBINI
E. Freundlich u coast. (1981),
XapaKTepuayeTcsi [guU3apTpueil,
OUIIIONMEN, OUWYyI[EHMEM OIIY-
HIEHHOCTY, KPAaCHOM Yelyii4aToi

CBIIIBIO B 0671aCTHU NMMIIA, BEpXHEN
9aCcTU TPYAM, BEPXHUX U HIDKHUX
KoHeuHocTel [7]. ITo MHeHMIO aB-
TOPOB, MeJIIarpONOROOHbIN CUH-
APOM — CIefCTBMe TeHeTUIeCKH
LeTepMUHUPOBAHHOIrO OJI0Ka Je-
rpagauun tpuntodana [7]. He-
00X0[1IMO OTMETUTD, YTO HATPy3-
Ka TpuntodpaHOM He IPUBOZMIA
y JAHHBIX MALIMEHTOB K Tpunroda-
HYpPUM VIIM HOBBIIIEHUIO SKCKpe-
LM C MOYOJ KCAHTYPEHOBO U KI-
HYPEHMHOBOI KUCTIOT [7].
AHajnorn4Hoe coctosiHMe B pabore
M.A. Salih u coast. (1985), B mO-
[O/IHEHMe K YKa3aHHBIM BbIIIE Ha-
PYLIEHNUSM, COMPOBOXAANIOCH MIPM-
3HaKaMM LiepeOeIApHOil aTaKCUM
M OTCTaBaHMEM B IICUXOMOTOPHOM
pasBuUTHUY, a TaKXXe POPMIPOBAHN-
em Karapaxkr [8]. Hu ogun us mecsi-
U merent, Habmomaembix M.A. Salih
u coaBT. (1985), He mpoxxna 6oree
IBYX JeT (3a MCK/IIOYeHUEeM OJHO-
ro pebeHka, yMepIIero B Bo3pacre
31 mecsana). B 060oux coobijeHmnsax
feTy ObLIM POXJIEHBI B PONCTBEH-
HoM Opaxke [8].
Hannuue y pebenka cuHppoma
Knammna - KoMposepa MOXXHO BbI-
SIBUTH Ha OCHOBaHWY KIMHUYECKUX
JaHHBIX (COYeTaHUe INCUXOHEBPO-
JIOTMYEeCKUX HapYLIeHNIT C aniepru-
4yeckuMn). B uarnoctuke cugpoma
Knanma - Komposepa us nmabopa-
TOPHBIX M3MEHEHNII 3aCTy)KIBAIOT
BHUMaHNs MOBBIIIEHHOE COAep-
JKaHUe B Mode 3-OKCUKMHYpeHMHa
U KCAHTYPEHOBOM KIUCTIOTDI.
OO6beKTUBHBIMY JJUATHOCTUYECKU -
MU Kputepusmu cuHppoma Kuam-
na — Komposepa cunrarorcs:
v/ 3aJiep)KKa B YMCTBEHHOM M IICH-
XOMOTOPHOM Pa3BUTHII;
v/ BOCIIajIeHNe B MOMOCTU pTa (yMe-
peHHoe);

JddekTBHad hapmarotepanua. 3/2015



// TIOBBIIIEHNE B MO4Ye YPOBHS KI-
HYPEHOBOJ KMCIOThI, 3-IUJPOK-
CUKMHYPEHOBOJ KUC/IOTBI, KIMHY-
peHMHa.

B pape cny4yaeB nupupgoOKCHH-3aBU-

cuMasg KCaHTYPEHYPUA MOXKET BbI-

ABNATHCA Y feTell ¥ B3POCIIBIX B OT-

CYTCTBME KaKoOM-mub0 O4eBULHON

KJIVMHNYECKOV CUMIOTOMATUKU, TO

ecThb mpoTeKarh beccumMnToMHO [1].

Jleyenne

Tepamsi, TpoBOAMMast IPY HACTIE[C-
TBEHHOJI KCAHTYPEHOBOII allUy Py,
ABJIACTCS IPEVMYIIeCTBEHHO CYMII-
tToMaTudeckoi. HooTpomnusie npe-
Iaparhl, CTUMY/IATOPDI LIeHTPaslb-
HOJI HePBHOJT CUCTeMBI ¥ OTHe/IbHbIE
MMMYHOMOZY/IATOPHI (71€BaMU3OIL,
OumedocdhoH u ap.) HaA3HAYAIOTCS
B peXMMe CTPOro MHAVBUIYAJIb-
Horo mopbopa. VIX mpumeHeHue
BO3MOXXHO TOTBKO IIOCTIE MOKOO-
pa aieKBaTHON [O3bl BUTaMMHa By
(mnu nmpupoxcanpdocdara), AB-
JISIOLIETOCS OCHOBHBIM CPENCTBOM
JIe4eHMsI KCAHTYPEHOBOM allUAy P,
a TakKe HManyHa (HUMKOTMHAMU/IA).
ITockonpky npu cuHApome Kuam-
ma - KoMpoBepa oTMevaeTcs IOBBI-
IIeHHasA INOTPeOHOCTb B COOTBET-
CTBYIOIMX BUTAMMHAX, MAIYIEHTaM
HEOOXOAMM VX ITOCTOSIHHBII MIPIEM
(nnpupokcus, HUKOTHHaMuR) [1].

Tepamuio cuappoma Knamma — Kom-
PpoBepa Bceryja CleflyeT Ha4MHaTb C UC-
[IO/Ib30BAHNSI IVPULOKCHUHA U/VIN
nupugokcanbdocdara, Ha3HaYAEMBIX
B BBICOKUX Jj03aX (IMPULOKCUH —
or 50-60 o 120-500 mr/cyT, nupu-
nokcanbdocdat - oT 3 5o 30 Mr/cyT).
Koppexk1yst Zo3bI MUPUAOKCHHA OCY-
I[eCTB/ISIETCS TT0 KIIMHUIECKUM IO~
KasaTeJIAM, a TakXKe II0 YPOBHIO 9KC-
Kpeluy MeTaboIUTOB TpuUITodaHa.
ITockonbKy MUPUOKCUH Ha3HAYaeT-
51 B [103aX, KOTOPbIE B HECKOIBKO pa3
WIM MHOTOKPATHO MPeBBIIAIT (u-
3MOJIOrMYecKyie HOTPeOHOCTY B HeM
OpraHy3Ma, ClIefyeT IIOMHUTb O BO3-
MO>KHOCTH peanu3aiyy TOKCUIeCKIX
CBOJICTB BUTaMMHa Bg mipu ero pam-
TE/IbPHOM HCIIO/Ib30BAHMY B BHICOKIX
Zo3ax (B 4aCTHOCTH, IIpUeM IVpU-
IDOKCYHA B Io3e = 2 I/CyT B TeyeHNe
IBYX MecsileB U 6omee MOXKET CIIpo-
BOLIMPOBATh Pa3BUTHE CEHCOPHOIL
HeviporaTyn). OCHOBHBIMY IINIIEBBI-
MU MCTOYHUKAMU BUTaMuHa By siB-
JISIIOTCSL 3€PHOBBIE POCTKY, IPeLKie

Meauarpus. N2 1

Tema Homepa: opdaHHble 330011683

opexy1, QyHAYK, LINIHAT, KapToderb,
MOPKOBb, I[BETHasI U GerOKOYaH-
Has KaIllyCTa, MOMUZOPDI, KI1yOHU-
Ka, YepelrHsi, IUTPYCOBbIe, MsICHBIE
U MOJIOYHBIE IIPOAYKTHI, 6060BbBIE
n ap. [1].

dusnonornyeckas MOTPeOHOCTDH
B HMAILIVMHE Y 3MOPOBBIX feTell (pas-
TUYHOTO BO3PacTa) COCTABISIET
oT 4 o 20 Mr/cyT, Ipu CUHApOMeE
Knanmna - Komposepa sToT BOfO-
PAcTBOPUMBIII BUTAMUH TPUMEHS -
ercsa B flo3ax oT 10 go 100 mr/cyT
n Boiute [1]. PaHee ykasbIBanocs,
4TO TaKOe jIeYeHNe He COMPOBOX-
maeTcs HopMaamsalueir obmMeHa
TpunrodaHa, HO COCTOsHME MaLy-
eHTOB yrmyuiaercs [12]. VsBecTHbI
CAIyYan pasBUTHUS [UIIEPBUTAMIHO-
3a IIPM MCIOB30BAHUM BBICOKUX
103 HUKOTMHaAMuja. B yacTHOC-
TY, IPU MCIOTb30BAaHMM HMALMHA
B [03aX 2 3 I/CYT MOTYT BO3SHMKATh
3yf, TUIepeMUs NINULQ, IPU3HAKU
TOKCUYECKOTO TTOPAXKEHMs TIeYeHI,
BO3PACTaeT PUCK CEPIEIHON APUT-
muu. HeobxopumocTu B mpumeHe-
HUU TaKUX BBICOKMX [[03 BUTAMMHA
00OBIYHO He Bo3HMKaeT [1].
OCHOBHBIMU aTMMEHTAPHBIMHU
JMCTOYHMKAMU HMALMHA SABISIOT-
Cs1 IPOAYKTHI >KMBOTHOTO IIPOMC-
XOXKIeHus (MsICO, IeYeHb U Jpyrue
CYOIPOAYKTBI), apaxuc, APOXKXKH,
CeMeUKN IOfCONHYXa, Tpeda, ChIp,
xne6 rpyboro momosna, 6060BbIe
u ap. [1]. Y manmeHTOB ¢ ceMeitHbIM
[e/IarponogoOHBIM CHUHAPOMOM
Ha (OHe IPUMEHEHVsI HUKOTIHAMII-
Ila OTMEeYaeTCs MCIe3HOBEHME CIle-
UIeCKUX HOPAKEHMIT KOXXHBIX
IIOKPOBOB, YTO He COIPOBOXX/JAETCS
y/IydIlleHUeM CO CTOPOHBI ICHXOHEB-
ponormdeckoit cepst [12].

XoTs1 9nuIencust Ipu HAC/TENCTBEH-
HOJ KCAaHTYPEHOBON aluJgypuu
He SIB/II€TCS IPSIMBIM 9KBUBAJICHTOM
MUPUAOKCUH-3aBUCUMBIX CYOPOT
(BuTamMuH Bg-3aBucuMas smumien-
Cis1), B ee JIeYeHNI TAKKe VCIIONb3Y-
I0TCSL BBICOKME [03bI MMUPUJOKCHHA
M MPOTUBOSNMMIEHTUYIECKUE IIpe-
mapatel. [IpuMeHenns: ¢eHUTOMHA
(Iudennn) npu cungpome Kuan-
nma - Komposepa crenyeT usberarn,
IIOCKO/IbKY OH MOXXET YCYIyOIsTbh
aTaKCIMI0, MUOKIOHNN 1 aTpodudec-
Kue M3MeHeHMs B Mo3Keuke [1].
B.A. Menbuuk u A.VI. MenbpHUK
(1988) orMedaOT PO COMEN MTUTUS

(Li) B Tepanuu cuagpoma Kuanma —
Komposepa [20]. B yacTHOCTH, aB-
TOPBI YKAa3bIBAIOT, YTO I1Of, BIIVAHN-
eM coeit muTus (kapboHar Li — as
[epopanbHOTO IpueMa, OKCUOyTu-
par Li — 151 mapeHTepanbHOrO Ipn-
MEHEHVIsT) 3aMeJISIIOTCS IPOLeCChI
MeTabonu3Ma 6eKOBBIX MOJIEKYII
M HOPMaJIU3YIOTCS IIPOLIeCCHI 0OMe-
Ha Tpunrodana. [Ipegmonaraercs,
YTO TeM CAMBIM YCTPAHSIETCs 9acTh
MAaTONMOTUYECKUX TIPOABIEHUN
KCaHTypeHOBON anupypuu [20].
PekoMeHpanum mo HpuUMeEHEHUIO
IpenapaToB JUTUS IIPU KCAHType-
HOBOII al{MIypUN IIOKA He BBIIIISI-
AT TOCTATOYHO 06OCHOBAHHBIMI,
XOTsl JaBHO M3BECTHO, YTO MOJ
BIMSTHYEM COJIeil TUTUsI HOPMaIn-
3yeTCsl HAPYLUIEHHBIT MeTabonMmM3M
Tpuntogdana. ITO 006CTOATENLCTBO
IIO3BOJISIET PACCYUTHIBATD Ha yCT-
paHeHue [0 MEHbIell Mepe 4acTu
CHUMIITOMOB IIpu cuHapome KHarm-
na - Komposepa. Conu murus 06-
JIATAI0T ICUXOTPOIHBIM JIEMCTBIEM
U BaBHO MCIONB3YIOTCS B JICUCHUN
u npodumaKkTUKe psAfa ICUXUIeC-
Kux sabonmesannii [1].

Vmanenue karapakt (odraabMoso-
rmdecKasi Onepanys) y HalieHToB
¢ cunapomoM Knamma — Komposepa
BO3MOXXHO 4epe3 TpU-deTbipe Me-
CsIIla TOCITe MICUe3HOBEHMS SIBIEHMIT
HeilpofiepMuTa (M SPYIUX KOXHBIX
MIpOsIBTIeHNIT 60/e3HNM), @ TaKXKe TP
cTabunmsannu mokasaresueit Gpusu-
yecKoro passutus [1].

IIpu cunppome Kuanma - Kompo-
Bepa CyLIecTByeT HEOOXONMMOCTD
B TIOJIJIEP)KAHUY HOPMAbHOTO CO-
crosaus nutanus. C 9TON LeNbio
UCIIOIB3YIOTCSL CTAHJAAPTHBIE IIPH-
HIMIBl BOCCTAHOBJIEHNUS y HeTell
HOPMaJIbHBIX MOKa3aTeseil MacChl
Tena. XOTs peKOMeHAaLMil 10 Or-
PaHMYEHNI0 IOCTYIJIEeHUs B Op-
raHusMm Oenka u/mwmn tpunrodana
npu cuagpoMe Knamma - Kompo-
Bepa He CyILIecTByeT (B muTeparype
He TIpefCTaB/IeHBl), Lie/1ecO0OpasHo
HIPUEPXKMUBATHCA HU3KOOENTKOBBIX
nueT U usberarb M36BITOYHOIO IIO-
Tpebnenus Tpunrodpana. Munu-
MasibHas TOTPeOHOCTD B TpUToda-
He /I ieTeil IIePBOro rofja XXU3HU
cocTaByfAeT 17 MI/Kr/cyT, ans feTeit
B Bo3pacTe 2-5 yeT — 11 mr/kr/cyT,
B Bospacte 10-12 et — 9 Mr/Kr/cyT,
UL B3pOCTBIX — 5 Mr/kr/cyT [1].
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3akniouenne

Ilenecoo6pasHOCTb NeUeHMsA KIU-
HUYeCcKy MaHu(pecTHbIX GOpM CHH-
npoma Knamnma — KoMmposepa He BbI-
3bIBa€T COMHEHMII. 3JHAUNTe/NIbHAA
KCAaHTypeHYpHUsA MOXKeT OTMeYaTh-
€S Yy IpaKTUYeCcKy 34OPOBBIX /NI,

a HoMepa: OphaHHble 3a00M1eBaHuA

a CHUMJ)XKEHIUE aAaKTUBHOCTU KI/IHype—
HIMHA3bl MHOr'Ja MMEET MECTO HpI/I
aIMMEHTaPHOM fiepuIiTe IMPULOK-
CVHA, HEKOTOPBIX 3a00/IeBaHNUAX IIe-
YeHU, paHHEM TOKCUKO3e GepeMeH-
HbIX U T.1. IlosaToMy B Hacrosmee
BpeMH ,[[I/ICKyTa6e]'II)HI)IM ocTaeTrcsa

BOIIPOC O 11e7IeCO0OPAa3HOCTI pery-
JIIPHOTO TIpreMa BUTaMMHA By (mmn
nupupokcanbdocdara) u HuaLMHA
B IIOBBIIIEHHBIX 03aX 1PV aKIU/IeH-
TaJIbHOM BBbISIB/IEHNN 3a00/I€BaHMS
y KIMHUYECKN 3[JOPOBBIX MHUBHU-
JIOB Pa3HOro BO3pacTa.
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Hydroxykynureninuria: on Knapp — Komrower’s Syndrome in Children
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The article focuses on etiology, pathogenesis, classification, genetic and clinical peculiarities of Knapp -
Komrower’s syndrome, as well as contemporary approaches to diagnostics and treatment of this rare metabolic
disorder. Special attention is attributed to vitamin B (pyridoxine) in treatment for hydroxykynurenuria

in pediatric patients.
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