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BBenenue

[Mponunonoras aunaemus (IA) - 310 ayTocom-
Ho-peueccHBHoe 3abosieBaHHe, OTHOCALLUEECH K
KJIacCy OPraHMUYECKHX auWIEMHH, XapaKTepH3yeT-
cA HepocTaTkoM (epmeHTa nponHoHua-KoA-kap-
GOKCHIa3bl H HAKOTIEHHEM TPONHOHATA, 4YTO Npo-
MCXOAWT BCIEACTBHE MYTAlUHH reHa, KOAHpYIOLLE-
ro ¢pepment. [Ipn otcyTcTBHH nponHoHHA-KoA-
kapOOKCHNa3bl HapyluaeTcs OOMeH He3aMeHHUMBbIX
aAMHHOKHCIIOT (HM30JIEAUHH, BaJHH, TPEOHHH H
METHOHHH) H Pa3BETBIEHHO-LIENOYEYHbIX XHPHbBIX
KHMCJIOT, 3TO BEJET K HAKOTIEHHIO NponHOoHHI-KoA
H ero MetabosnMTa nNponHoHara, KOTOpbIi B CBOIO
ovepeb HHrHOHpyeT cuHTe3 N-aueTuarnytamara,
npeodpasyiouero aMMHak B MO4YeBHHY. B koHeu-
HOM CYeTE, ITO NPUBOAMT K a30TeMuH (puc. 1) [2,
4].
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Puc. I. Mexanuzv mMemabaiuveckux uzvenenuii npu 1A

70 3ab0neBaHHe XapaKTePH3YeTCA PeLHaHBH-
pytomnuMH MeTaboNHuYeCKHMH auMa03aMH, BO3HHU-
KaloWHMH BCAEACTBHE HapyWIEHHs AHETbI, 3amo-
POB HJH HHTEPKYppeHTHOH HHpekunu [1]. Auu-
703 pa3BHBAETCA MO NPHYHHE HAKOIUIEHHS MPONHU-
oHara, uHrubupyiowero uukn Kpebea. Hapany ¢
aUHa030M, NMPosABNEHHA 60NE3HN MOMYT BK/IIOYATh
B ce0s CyZoporH, rHNOTOHHIO, KOMY, INH30AHYE-

CKYI0 PBOTY HJIH racTpodsodareansHblii pegiokc.
AHCPYHKUHIO KOCTHOrO MO3ra, NAaHKpPeaTHT H Kap-
auomuonaruio (taba. 1) [3].
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baiucHoe neyeHune Metabonnueckoro aunnosa
NpH NPONHOHOBOW aUHAEMHH NPEANonaraeT BHy-
TPHBEHHOE BBEICHHE IIIOKO30-CONEBBIX PacTBO-
pos, 6uxapbonarta, paHHuii nepexon Ha opanbHOe
BCKapM/IHBaHHE AHETHYECKOH cMecblo, nobasJe-
HHE KapHHTHHA ¥ GHOoTHHa [6).

PacnpocTpaHeHHOCTb NPOMHOHOBOW auuae-
muu BapbupyeT oT 1:3000 (Caynosckas Apasus)
no 1:35 000 (CLUA) [S]. Y nauneHToB ¢ MaHHe-
CTauuei B HeOHaTanbHOM nepuoae 60Me3Hb 4acTo
HEMpPaBHILHO AHArHOCTHpYeTCA Kak cencuc. [pu
nosaxeit manndectaunu (nocne 6 Mecaues) 3abo-
JieBaHue, KaK MpPaBH/I0, HAYHHAETCS C HEBPOJIOIrH-
4YECKOH CHMNTOMATHKH.

Mbl NpHBOANM KJIMHHYECKHH cyyail nponu-
OHOBO# alMAeMHH, BbISBAEHHON NPH HEOHaTallb-
HOM CKPHHHHIE M WMeIoLIei THIHYHYIO0 KIHHHKY
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peaKoro Hac/leaCTBEHHOro 3a60neBaHUA C NeTanb-
HbIH MCXoa0M B Bo3pacTe | roaa 2 mecsiues.

Kanunvecknii cayyait

JloHolIeHHan AeBOYKa POAMAACh C MACCOil Tena
3100 r., oueHko#t no wkane Anrap 7/8 6annos, or
BTOpOH GepeMEHHOCTH, BTOPbIX ONEPaTHBHbLIX PoO-
108. Ot nepBo# GepeMeHHOCTH B ceMbe HMeeTCs
3p0opoBbifi pebeHok. PoauTtenu sBastoTcs ABOKO-
POAHBIMH CHOCAMM MO MATEPUHCKOW JIMHHH. B
MeIHKO-TEHETHYECKHI LIEHTP NPH MIAHHPOBaHHH
6epemeHHOCTH He obpawanics. M3 poaunbHoro
J0Ma BbINKCaHA B YAOBIETBOPHTENBHOM COCTOA-
HWM Ha MATbiE CYTKH *H3HHU. [1pH HEOHaTalbHOM
ckpHHuHre B KJAMHHKO-AHAarHOCTHYECKOM LIEHTpe
«OxpaHbl 310poBbs MaTepu u pebenka» r. Ekare-
pHHOYypra Obin0 06HapyKeHO NOBbILIEHHE KOHLIEH-
TpauHH MeTaboNHTOB H 3aMOA03PEeHA HACIEACTBEH-
Haa Gone3Hb obmena. Kposb pebeHka NoBTOpHO
HcceaoBaHa B 1abopaTtopuu HacneacTBEHHbIX 60-
ne3Heir oomena MI'HLL PAMH r. Mockssi. C no-
MOLLbIO TAHAEMHOH MAacCNeKTPOMETPHH YCTaHOB-
JIEHO MOBBILIEHHE KOHUEHTPALHH NPONHOHHIIKAP-
HHTHHA, NpH ra3oBoH xpomarorpadumu obpasuos
MOUYHM - 3HAYHTENbHOE yBEIHUYEHHE KOHLEHTpALHH
METHILMTPaTa U 3-rHAPOKCHIPONHOHOBOH KHCIIO-
Tbl. OKoHYaTeNbHbIHA AHarHo3 opdanHoro 3abone-
BaHHs ObUT NOCTABIIEH B OJHH MECSHLL, ITO ABIAET-
cs 6ecnpelLie1IeHTHO paHHHM CPOKOM OMNpeeeHHs
HacsieacTBeHHOH Oone3Hu obMena. Beuay Huskoro
KOMMNaifHca ceMbH, MeAWLMHCKoe HabaloaeHue
6b1J10 HEperyJIspHbIM, O 3TOH e npHunHe pebe-
HOK He BCeraa nojyuan Heobxoanmyto Huskoben-
KOBYIO AHETY, SBISIOLLYIOCS €1HHCTBEHHBIM Me-
TOIOM KOPPeKUHH ¥ MPOoHUNAKTHKH Pa3BUTHA OC-
NOXHEHUH Npy NponHoHOBOH aunaemuu. o asyx
MeCSLEB JKH3HH €BOYKA MMeJa CPeAHHE TEeMITbi
pa3sBHTHA, OAHAKO NMepBOE NpoABRAEHHE OpdaHHONO
3aboneBaHus 3apHKCHPOBAHO YK€ B MECAUYHOM
BO3pacTe — No GHOXHMHUYECKOMY aHalu3y KpOBH
AHAarHOCTHPOBAH CHHAPOM uHTOAW3a (AJIT-
1,63 mkkar/n (N- 0.22-0.77 mkkat/a), ACT-1,15
mkkat/a (N- 0.43-1,28 mkkat/n)). 3areM TeMMnbl
Pa3BHTHA MOCTENEHHO CHHXanuch. Tak, Kk BO3-
pacTy MaHudecTauuy NPONHOHOBOH auUHAEMHH
(B wecTb Mecaues) pebeHok nepectan Habupathb
Maccy Tesna H Hadail OTCcTaBaTb B HEPBHO-NMCHXH-
YeckoM pa3BUTHH Dosiee UeM Ha TPH IMUKPH3HbIX
cpoka. [lepsbiit ¥ Bce nocneaytowme MeTabonau-
YeCKHE aUMA03bl HMENIH XapaKTepHOe Hayano: no-
CNe MOrpewHoOCTH B AHETe (MpennoNoKUTeNbHO
nuuM, Goraroii Gesnkom), NpH HOPMAJbLHOH Tem-
neparype tena, pebeHOK BHE3aNMHO CTAHOBMICH

BA/IbIM, aNaTHYHbLIM. NOABAANACL PBOTA, MbllLEY-
Has runotoHus. B nepsyto rocnuranusauuio Me-
TabosnHueckHe HiMeHeHHs ObiTH MUHHUMANbHBI, KX
YAanoch KynHpoBaTh 3a OAHH CYTKH NpeGbiBaHUsA
B Mnanate MHTEHCHBHOH Tepanuu. Obpaiwana Ha
cebs BHUMaHHE aHEMHSA JIETKOM CTENEHH TAKECTH
(Hb 94 r/n: Er 3.2 *10'*/n). Bropas meTtabonuue-
CKas ataxka MaHHdecTHpoBaia yepe3s Mecsu ¢ no-
SIBJICHUS TaKOM K€ COBOKYNHOCTH CHMMTOMOB.
Mocne HHQy3MH MIOKO30-CONEBBIX PacCTBOPOB.
6ukapboHaTta HaTpHs cocTosiHKHe pebeHka ObICTpo
CTabMAN3IMPOBANOCH, K AHEMHH CPEaHEH CTENEHH
TskecTH (Hb 89 r/n, Er 2.99*10'*/n) npucoeaunu-
nace nerkonenus (2.7*10°n), TpomGounTOneHUs
(89*10°n). TpeTbs W yeTBEpTas rOCAUTANN3AUNH
MO CBOEMY TEYEHHIO M TIKECTH CYLLECTBEHHO He
OTJIMYAIUCH OT NEPBbIX ABYX.

B Bo3pacTe oaHoro rona pebeHok nepeHec ns-
Tbid MeTabONHYECKHI KPHU3 C Pa3BUTHEM IEKOM-
NEHCHPOBAHHOIO alUKA03a, HAa 3TOM (GOHE NPHCO-
€1HHHUIACh NPaBOCTOPOHHSAS BHYTPHOONbHUYHASA
NHEBMOHHSA, MHGEKUNS MOUYEBbIBOAAWIMX MyTeH
€ NPOrpeccHpoBaHHEM HMMYHOAE(QHLIMTHOTO CO-
CTOAHHSA (KAaK KJAETOYHOTO, TaK H I'YMOPaJbHOro
3BeHa). TskecTb KIMHHMYECKOH KapTHHbI Koppe-
MpoBana co CTeNeHbIO MeTaboJMUeCKHX CIABH-
ros: auuMao3 Haubonee rnybokui 3a BCIO KH3Hb
(BE —17,6MMonb/n). a3oTeMus (runepypHkeMus
— 11,1 mMr/an, noBbiWeHHbIK YPOBEHb KpeaTHHHHA
— 54 MKMOJB/N): H3MEHEHHA CO CTOPOHbI CHCTEMbI
KpoBH (naHuuTtonenus): aHemus Il crenenu T4-
wectd (Hb 74r/n; Er 2,45*%1012/n), nefikoneHus
3.4*109/n (nevitponenus 0.918*109/n; numdone-
Hua 1,78*109/n; monountonenus 0,054*109/n),
TpombouuTonerus ao 7*109/n; cumxkenune obuue-
ro 6eaka no 50.3 r/n, cuHapom untonusa (ACT—-
72En/n, AJIT- 40 En/n), n3MeHeHHE HOHHOrO
coctasa nuasmbl kposu (TNat+— 154.2 mmonb/n,
IK+ -1.99 mmonb/n, npH HOpPMOXTAOpEMHH —
107.9 mmonb/n). lesouke nposoaunach HHpy3H-
OHHas Tepanus MIOKO30-CONEBHBIMH PacTBOPaMH,
TpaHcdy3Hs IPUTPOLMTAPHON MAcCbl, TPOMOOKOH-
ueHTpara, UMMyHoroOyauHa. 3a nepHoa Jed4eHHs
6onMbHan Noyuynaa yetTbipe Kypca aHTHOHOTHKa.

[Mocaennsas rocnuTanu3aums, 3aKOHYHBLLAACS
JleTaNbHO, HaYMHaNacb Kak M BCE MpedbiaylIHe:
pBoTa, c1abocTb, BAJOCTb, MbILLIEYHAS THIIOTOHHS,
OTCYTCTBHe annetuta. Metabonnueckne Hapyuie-
HHUst Obiin MuHUManbHbl (BE npu noctynnenuu
—1 mmonb/n, pH — 7.39). Ha TpeTbu CyTKH npe-
6biBaHMs B cTauMoHape pebGeHok Obln BbIBEAEH
13 MeTaboMHyeckoro Kpusa, O4HAKO MOABHIIKCDH
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KaTapasbHble CUMMTOMbI, CybtebpunbHas Tem-
nepaTtypa, Ha peHTreHorpamMmme rpyfAHON KIeTKu
- MNpPaBOCTOPOHHSS MHEBMOHWSI B BEPXHE fone

(puc. 2).

Puc. 2. PeHTreHorpamMmmMa rpyAHoit KneTKu 601bHOI
A.. THe&MOHMYeCKNiA ouar B BEpXHeli gaTe cnpasa.

Ha atom ¢oHe - MOBTOPHOE NOCTEMNeHHoe
HapacTaHue meTabonmuyeckoro auugosa (BE po
-8,5 mMmonb/n: pH -7,2), nnoxo noggaroLierocs
KOppeKunu; naHuutoneHmsa: aHemusa Il cteneHun
Tskectn (Hb go 48r/n, Er 1,45* 10,2/n); neikone-
Hus: 0,3*109n (NosiBNEHWEe HOHbIX NEeKOLNTOB,
n/sa HeinTpodunos 0,024* 109n; c/s HeliTpotmnos
0,012*109n; numdouutos 0,252* 10Mn; MOHOLMK-
ToB 0,003* 109n), TpombounToneHun go 3*109n.
Yepe3 LWecTb CYTOK rocnuTanusauum fuarHo-
CTVPOBaH CWHAPOM CUCTEMHOW BOCMaIUTE/IbHON
peakuumn: MKT > 2 (BbICOKUIA PUCK CUCTEMHOA
nHekumn), CPB >94,3 mr/n, xapakTepHble U3Me-
HeHWs B KpPOBW. HecMOTps Ha NMPOBOAMMOE afieK-
BaTHOe fleyeHune (NepenuBaHue 3pUTPOLMTApPHONA
Macchbl, CBEXe3aMOPOXXEHHON nnasmbl, UMMYHO-
rno6ynvMHoB, NMPYMEHEHNS aHTUONOTUKOB pe3epBa,
NPOTE3MPOBaHNS XMN3HEHHO-BaXHbIX (YHKLMIA op-
raHusma), pebeHoK ymep oT MeTabonnyeckux Ha-
pYLLEHWI, 00YCNOBMEHHbIX B MEPBYHO OYepefb re-
HETUYECKOI MaTonorueli U BTOPMYHOIO Npucoeau-
HeHVs MHBeKLMK. C y4eTOM Hanmuma TAXENon re-
HETMYeCKOI MaTonornu, paHHero Ae6roTa, YacTbiX
MeTaboNnyecKnX KpU30B, HU3KOr0 KOMMIaeHca
CeMbM pebeHKa, UMMYHOAE(PULMUTHOIO COCTOSIHNS,
MPOrHO3 AN XN3HU pebeHKa onpefensncsa Kak He-
61aronpuUsATHBLIA.

O6eyxaeHue

Hawa nauueHTKa uMena TUMUMYHYO KAIUHWYe-
CKYI0 KapTUHY MPONUOHOBON auugemunn n metabo-
NINYECKMX aTak: pPBOTa, alnAo3, aHeMusl, a30TeMuS,
NaHUMTOMEHWS, C NPOrPeccUpyroLeit 3aaepXxKoi
pa3suTus, runoTpodein. 3t ocobeHHoCcTn 3abo-
NeBaHWs ABNAKOTCA pPe3yNbTaTOM TOKCMYECKOro

[eVicTBUSA OpraHMYeckux Kucnot. MpofomKnTenb-
HbI auMA03 MOXKET NMPUBECTM K OCTEOManAUUn u
runepkanbLuypun, a aTo B CBOKO O4epesb - K Mo-
YyeyHoMy TyOynsapHOMY auuzosy, HethpoKanbLMHO-
3y U UHTEPCTMLUMANbHOMY HedpuTy. V3meHeHue
MOHHOr0 COCTaBa M/ia3Mbl KPOBM Ha BbICOTE MeTa-
60/IMYECKUX PacCTPONCTB Npy HOPMasbHbIX YPOB-
HAX MOHOB X/10pa - MAaTOrHOMOHWYHbIWA NPU3HaK
L1 OpraHu4Yeckmx aumaemuii. Takum obpasom, y
BCEX [eTeil C HOPMOXIOPHbIM auungo30M, PBOTOW
W 3aflepXXKOl pasBuTUA crefyeT WUCKIYUTL Op-
raHn4yeckyr aumaemmto. OpraHMyeckne KUcnoTbl
B MOYe [JO/MDKHbI OblTb MCCNEA0BaHbl ANS CBOEB-
PEMeHHOW MOCTaHOBKM MpPaBW/IbHOTO AMarHosa u
ornpeaeneHns KOPPEKTHON TakTUKK NieveHmns [6].

Pestome

B KAMHMYeCKOM cnyyae onucaHa Knaccuue-
cKasi KapTuHa MaHWgecTaumnn v Te4eHUs Mponu-
OHOBOWA auMAeMum, faHbl peKOMeHZaumu no Auna-
FHOCTMKE MeTabo/MYecKUX auuo30B M TaKTUKE
UX NeYeHNs.
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