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B maTtepunane neKkunn aHaan3upyrTes BUAbl, MPUYMHBI, KIOYEBbIE 3BEHbS NaToreHesa paccTporcTB obMeHa 6eJ/1KoB, aMu-
HOKMCI0T U HYKIE€UHOBbIX KMC/IOT, MX KITMHUYECKME MPOSIBAEHMS.
Knro4eBble cnoBa: 6€/1K0BO-3HEPreTUdECKas HEOCTaTOYHOCTb, KBaLLMOPKOP, PEHUTKETOHYPHS, AMCIIPOTEUHEMMNS, odar-

pa, rMnoypuKkemus.

(Bornipocki coBpemeHHow neanatpmmn. 2015; 14 (1): 95-107)

Mentuabl ¥ noaunenTuabl (CocTosLME M3 aMUHOKMKC-
JIOTHbIX OCTaTKOB), @ TaKXe WX CNOXHble BGUOXMMHUYECKUe
KOMTMJIEKChI BbINOMHAIOT B OpraHM3amMe BaKHble GYHKUMK:
MHGOPMaLMOHHYO (Hanpumep, B Ka4vecTBe TOPMOHOB),
peLenTopHYto (6eKKM — HeobX0AMMbIN KOMMOHEHT peLien-
TOPOB), KaTalUTUYECKylo (GEPMEHTbI), CTPYKTYPHYIO U Ap.
OTctofla cnefyet, 4TO HapyweHUs obMeHa aMWHOKMUCIIOT
1 6enKa NPUBOAAT K CYLLECTBEHHbIM PacCTPOMUCTBaM GYHK-
LM OpraHoB, UX CUCTEM M OpraHM3ma B LIE/IOM.

Y pebeHKa 06MeH 6enKoB, aMUHOKUCIOT U HYKNEeUHO-
BbIX KWUCNOT XapaKTepu3yeTcd BbICOKOW WHTEHCUBHOCTbIO:
BpPEeMS MOMYXKM3HU MHOIMX GENKOBbIX MONEKyn Konebnet-
Csl OT HECKOJIbKMX 4YacOB [0 HECKONIbKMX CYTOK. 3a CyTKu
o6HoBNSIETCHA 0KOJO 1 r/Kr 6enka opraHmama. Linkn nonHon
3aMeHbl MoJsieKkys1 6eflka B opraHuamMe COCTaBASET OKOJO
130 cyT. B cBS131 € 3TUM HapylleHne MeTabonn3ma 6enKoB,
aMUHOKMUCNOT U HYKJIEUMHOBbLIX KWCNOT COMPOBOXAAETCsH
pPaccTPOMCTBOM KaK GYHKUMNA GU3NONOTMYECKUX CUCTEM,
Tak M o6MeHa Apyrux BelecTB. BaxHO TakKe, 4TO 6enoK
B OpraHn3me He [ernoHupyeTcs, NoaTomy npu ero geodw-
LUMTe HayYnMHaloT MOOUIN30BLIBATLCH GENKU MbIWL, KOXMU,
KOCTEN, a NPU TAXeSbIX COCTOAHUAX — MapeHXUMaTO3HbIX
opraHoB (6enKn Mo3ra B Noc/ieHIo o4epeb).

BAJIAHC A30TA

MHTerpanbHbiM NoKa3aTtenem 6e1K0BOro o6MeHa ABNg-
€Tcs a30TUCTbIM 6anaHc. OH NpeacTaBAseT CO60M CYyTOUHYIO
pasHuULYy MeXay KoIM4eCcTBOM a30Ta, MOCTYyNUBLLWM B Opra-
HU3M, U KONMYEeCTBOM a30Ta, BblAENEHHbIM U3 HEro (B T.4.
C MO4Y0M M KanoM B COCTaBE MOYEBUHbI, MOYEBOW KMCNOThI,
KpeaTuHa, Cofie aMMOHUSA, aMUHOKUCIIOT U T. A.).

P.F. Litvitsky, L.D. Mal’'tseva

AnddepeHyupylot 3 BapuaHTa a3soTUCTOro
6anaHca:

® HyneBOW — MpY HEM KOIMYECTBO MOCTYNatoLero 1 BbiBO-
[MMOro M3 opraHu3mMa a3oTa MpaKTU4YecKW coBnagaeT
(xapaKTepeH a4na 340p0BOro B3pOC/0ro YenoBeKa);

®  MONIOXMUTENbHBIN — KONMYECTBO a30TWUCTbIX COeanHe-
HWW, NOCTYNUBLUMX B OpraHu3Mm, Bbile, YEM BblBeAEH-
HbIX; HabngaeTcs y AeTen, a TakkKe Yy B3POCabIX KaK
B HOpMe (Hanpumep, NpU pereHepauun TKaHen unm
6epeMeHHOCTH), TaK M NpU NaTtonorun (Hanpumep, nNpu
rMNepnpoayKLMN COMaToTPOMHOr0 ropMoHa WaK Nou-
UMTEMUN);

e OoTpuuaTeNbHbIN — KOMAMYECTBO as3oTa, NocTynatoule-
ro B OpraHuW3m, MeHblle, YeM BbIBOAMMOrO M3 HEro;
HabnogaeTcsd, K nNpuMepy, MpuW ronogaHuu, cTpecc-
peakuusx, TAXKEeNOM TeYeHUMM caxapHoro auabeTa,
TMNEPKOPTULMIME.

OCHOBHbIE BM/bl HapylleHUi o6MeHa 6elKoB
U @aMUHOKUCNIOT
BblgensioT HEecKoNbKO rpynn TUMNOBbIX ¢dopm pac-

CTpONCTB 06MEeHa 6Ee/TKOB Y aMUHOKMUCIOT:

® HeCcOOTBETCTBME KOMMYECTBa M aMMHOKMCIOTHOrO
coctaBa 6efKa, MocTynatolero B opraHM3m, noTped-
HOCTSIM B Hewm;

® HapylieHue TpaHCMeMObpaHHOro nepeHoca aMUHOKKC-
JI0T M3 KMULWWEYHOro TPpaKTa B KPOBb;

® OTK/IOHEHMS OT HOPMbI coflepKaHus 6efKka B Mniasme
KpoBM;

® pacCTponcTBa rmMaponnsa 6eska B XKenyao4YHO-KuLley-
HOM TpaKTe;
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Protein, Amino Acids and Nucleic Acids Metabolism Disorders

This lecture reviews types, causes and key points of pathogenesis of protein, amino acids and nucleic acids metabolism disorders,

as well as their clinical implications.
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® [aTo/IOrnsi KOHEYHbIX 3TanoB Katabonn3ma 6eNKoB;
® HapylweHue MeTabosiM3Ma aMUHOKKCIOT (puc. 1).

HECOOTBETCTBUE KOJIMMECTBA

U AMUHOKUCJIOTHOIO COCTABA BEJIKA,

NMOCTYNAIOLWLENO B OPFAHU3M,

NOTPEBHOCTAAM B HEM

OnTumanbHoe o6llee KonM4ecTBO 6enka, KoTopoe
JIO/KHO MOCTYNUTb B OpraHn3m, Konebnetcs B AvanasoHe
1,5-2,5 r Ha Kr maccbl Tefla B CyT. ATO KOJIMYECTBO [I0/IKHO
BOCMOJ/IHATL KaK 06Wni pacxo 6enka, Tak U NoTpebHOCTb
B He3aMeHMMbIX aMUHOKWCIOTax, KOTOpPble HEe CUHTEe3Wpy-
I0TCA B OPraHnu3me 1 AOCTaBAATCA TONbKO C nuuen. Buapl
HEeCOOTBETCTBMA KONMYECcTBa M cocTaBa GefnKka 3anpocam
opraHu3ma npuBeeHbl Ha puc. 2.

HepoctaTtouHoe noctynneHue 6enKa B OpraHusm

MeHbllee B cpaBHEHMU C NOTPEOHbIM MOCTyneHne 6en-
Ka B OpraHnM3m pebeHKa, 0CO6EeHHO paHHero Bo3pacTa, npu-
BOAMT K CMHAPOMY HEJOCTaTO4YHOro nutaHus. OCHOBY 3TOro
cvHApOMa cocTaBnsieT 6enKoBO-3HepreTMyeckas HegocTa-
ToyHocTb (B3H). BOH y peten xapakTepu3yeTcs CUCTEM-
HbIM HapylleHuem romeoctasa (M3MEHEHUEM OCHOBHbIX
MeTabo/IMYECKUX MPOLLECCOB), BOAHO-3NEKTPONUTHLIM AMUC-
6anaHcoM, HapyweHWeM HEepPBHOW pPerynsiuuun, 3HAOKPUHO-
naTMaMu, UMMYHOMAaTONIOrMYECKMMU COCTOSHUSAMMU, ANCHYHK-
UMen cucTeMbl NULLEBaPEHUSs, OPYrMX OPraHoB M CUCTEM.
MposiBnaerca BAH 3agep Ko GU3M4YECKOro 1 HEPBHO-MNCK-
XMYECKOro pa3BuTUs pebeHKa, COYETalOWENCS CO CHUMXEHMU-
eM 3bPEKTUBHOCTM MEXAHU3MOB CUCTEMbI MMMYHOGMOMO-
rMYECKOro Haasopa OpraHM3ama M TONepPaHTHOCTM K Mulie.
K Hanbonee KAMHMYECKM 3HaYMMbIM popmam B3AH oTHocaT
KBaLLMOPKOP WM aNMMEHTApPHbIM Mapasm.

MpuynHamu passutua BIH Hanbonee yacto ABAAIOTCH
pasfnnyHble 3K30- U 3HAOreHHble dakTopbl. OHKM Bbi3blBAOT
NM60 HeaoCTaTOYHOE MOCTYMEHUE MULLM B OPraHu3m, 1Mbo
HapyweHne ee ycBoeHus (Tabn.). Cpean 3K30reHHbIX, Kak
B paHHEM, TaK M CTapliemM BO3pacTe, BEMKO 3HayeHue

Puc. 1. OcHOBHble BMAbl HapyLleHW obmMeHa 6e/IKOB 1 aMUHOKUCNOT

anMMeHTapHbiX GaKTOpoB. Y AeTen NepBoro roaa MM3HM
3TO MOXKET ObiTb CBS3aHO C PacnpOCTPaHEHHOCTbIO TMMO-
ranakTun y martepen U NULLEBON anneprun y aeten, npu-
BOAAWMX K KONMMYECTBEHHOMY HEAOKOPMY. BakHylo posb
B BO3HWKHOBEHMW B3IH y peteit urpatoT U KayeCTBEHHble
HapyweHns NUTaHus: aePuumT BUTAaMUHOB, HEAOCTATOK MK
M36bITOK KaKoro-nnbo nuuieBoro BelwecTBa (6enka, *Mpos
WY YrneBoaoB).

KntoyeBbiM 3BeHOM natoreHesa B3H, nomnmo anvmen-
TapHOM HefOCTaTOYHOCTU 6enka, ABAAETCH XPOHWYECKWU#
cTpecc. Y pebeHka npu BIH Bo3pacTaer WMHTEHCUMBHOCTb
OCHOBHOro o6meHa, NoTpebHOCTb B cybCcTpaTax metabonmns-
Ma U 3Heprum. MeHsaTca MexaHn3Mbl SHAOKPUHHOW pery-
NAUMK, 4TO 06YyCNoBAMBAET NpeobnagaHne NpoLLeccoB KaTta-
60/11M3Ma Hafl CUHTETUYECKUMU. ITO 0BYC/IOBNEHO, MMaBHbIM
06pa3oM, noBbieHneM IGPEKTOB KaTexoNaMUHOB, toKa-
roHa W KopTu3ona (MOLWHbIX «KaTaboInYeCcKmux» ropMOHOB),
4YTO M MPUBOAMT K YCUSIEHUIO IMMONN3aA, AEeCTPyKUMK GenKa
C MOGUIM3aLIMEN aMUHOKUCIIOT (B NEPBYIO 04epelb, U3 CKe-
NIETHOM MYCKynaTypbl), @ TaKKe K aKTMBaLMW [IOKOHeore-
He3a B ne4vyeHW. HapacTtatoT addeKTbl aHTUANYPETUYECKOTO
M TMPEOUAHbIX TOPMOHOB, Pa3BMBAETCH rMNepanbaocTepo-
HW3M, 4TO HapylaeT 3NEeKTPOSIUTHbIN GanaHC B OpraHus-
Me pebeHka ¢ BOH. OgHOBpeMeHHO HapacTaeT NpoayKLmMs
M aHabo/IMYECKNX TOPMOHOB, MpEXae BCero coMartoTpor-
Horo (CTTl). OaHaKo ero ypoBeHb NnoBbiWaeTcs Ha GOHe HKU3-
KOro COAEeprKaHUsi COMaToOMEAMHOB M MHCYIMHOMOAOGHOMO
daKTopa pocTa, 4To HUBenupyet addekTol CTI. CoaeprraHue
Apyroro aHaboNM4ecKoro ropmMoHa — WHCYIMHaA — MNpu
B3H 06bI4HO CHUXeHO. Kpome Toro, pacctpavBaloTcs ero
3dPeKTbl Ha PeLenTopHOM M MOCTPELLENTOPHOM YPOBHSIX.
[MpUYNHOM HapacTaHUs MHCYNMHOPE3UCTEHTHOCTM Npu B3IH
ABNAIOTCA TaKXe Yype3MepHoe noBbileHne 3ODEKTOB KOH-
TPUHCYNSIPHbIX FTOPMOHOB, BbICOKWUI YPOBEHb B CbIBOPOTKE
KPOBWU HE3CTEPUOULMPOBAHHBIX XUPHbIX KUCIOT (B CBA3M
C aKTUBaUMEN NMnonusa), SNEKTPONUTHLIN McOanaHc (CHU-
eHne B BMONIOrMYECKMX HUOKOCTAX U TKaHAX COAepXKaHus
Xpoma, Kanusa u uuHka). Mpu B3H, Kak npaBuno, cywe-

TunoBble HapyLleHns 6eN1KoBOro o6meHa

! ! !

! ! !

HecootBeTcTBME HapyweHwve HapyweHus
NOCTyNNeHUs pacuienneHus TpaHCMeM6paHHOro
6enka B OpraHuam 6enKa B Xenyao4Ho- nepeHoca
noTpebHoCTAM KWLLIEYHOM TpaKTe aMUHOKMCNOT

. HapyweHnus PacctpoictBa
PacctpoictBa
cofepKaHus KOHEYHbIX 3TarnoB
meTabonMama
6enkoB KaTabonunama
AMWHOKMCNOT
B Nnnasme KpoBu 6enKoB

Puc. 2. Buabl HECOOTBETCTBUSA KONMYECTBA U @MUHOKUCIIOTHOIO cocTaBa 6eflka NoTpebHOCTAM opraHu3ma

Buabl HECOOTBETCTBMA KONM4ecTBa M cocTaBa 6e/ka NoTpebHOCTAM opraHM3mMa

|

|

HepocraTok noctynnexus
6e/Ka B opraHuam

M36bITOK NOCTyNneHns
n/unu o6pasoBaHus 6enKa B opraHuame

HapyLueHne aMMHOKMCNOTHOrO cocTaBa
noTpeénsemMoro 6enxka

OCHOBHbI€e NPosiBNE€HUA

e HecbanaHcMpoBaHHas anMmeHTapHas e [loNOXMUTENbHbIV a30TUCTbIV GanaHc e OTpuvLaTeNbHbIM a30TUCTbIN 6anaHc
HeLoCTaTO4YHOCTb 6eska (KBaLMOpPKOop) e [ucnencus ° 3ameaneHve pocta U pa3BUTUS OpraHM3ma
e (C6anaHCcMpoOBaHHas alMMeHTapHas e [lncbaKkrepnos e HepoctaTo4yHOCTb MPOLLECCOB
HeOoCTaTO4YHOCTb 6esika (anMMeHTapHas e KuweyHas ayTonHbeKLMs, pereHepaLum TKaHer
anctpodus) QAyTOMHTOKCUKaLWs ® YMeHbLUEHWE Macchl Tena

e (OtBpalleHne K 6ENKOBON MuLLe .

CHWXeHHWe anneTuTa v ycBoeHus 6enka




Ta6nuua. OCHOBHbIE NMPUYUHbBI U NATOSIONMYECKMUE COCTOSHNS, pa3BMBalOLLMeCs NPy HeJOCTaTO4HOCTM 6eNka B opraHu3me geTten

MpuyYmHbI pa3BuTUs

MaTonornyecKkue cocToitHUA

HapylieHus npuema nuim

YTpaTta co3HaHua

HapylueHue rnotaHus

HeyKkpoTumas psoTta

O6CTPYKLMSA MULLEBAPUTENBHOIO KaHana
HepBHas aHopeKcus

HapyweHue nuwesapeHus (Manbaurectus)

depmeHTaTUBHasA HEAOCTaTO4YHOCTb
MaHKpeaTut

[acTpakTomus

Pe3eKumns TOHKON KMULIKK
BunuapHasa HepocTaTo4yHOCTb

HapyleHue BcacbiBaHUsi NUTATENbHbIX BELLECTB B KULWEYHWUKE
(Manbabcopbuus)

[edeKTbl GEPMEHTATUBHbIX U TPAHCMOPTHbIX CUCTEM KULIEYHUKA
OHTEPUT

BonesHb KpoHa

CUHAPOM KOPOTKOM KMULLKK

ductyna KMWeYHUKa

HapyweHua obmeHa BellecTs

BpoxkaeHHble HapylweHua metabonuama

OHAOKPUHHbIE HapyLleHUs

CoCTOsIHMSA, coveTatolmecs ¢ AnuTeNbHbIM NpeobnagaHnem
KaTab0MMYeCKNX NPOLECCOB (TakMe KaK OXKOru, Cencuc, TaKenble
MHbEKLUMOHHbIE 3a60/1eBaHUs, TpaBMbl, XMPYPruyeckue onepawmm)

CTBEHHO MOBbILLAETCS rnapatauus opraHu3ma: cCoaepaHue
BOAbl B HEM yBennyuBaetcs Ha 20-25%. O6Wwuin ypoBeHb
HaTpMa 3HA4YMTENbHO MOBbLIWAETCA, a obliee coaep)aHue
Kanusa cHuxaeTcq. PasBuBaeTtca AedUUNT COEAUHEHUI Mar-
Hus, pocdopa, Kenesa, UMHKa, Meau, 60bLNMHCTBA BOAO-
N }MPOPaCTBOPHUMbIX BUTAMMUHOB.

Haun6onbwmm mnameHeHuam npu B3H noaBepkeH Gen-
KOBbIi 06meH. O6uiee cogeprkaHve 6enka B opraHuame
pebeHKa ¢ BAH cHukaeTcs Ha 20—30% B cpaBHEHUU C HOP-
MOW, B OCHOBHOM 3a CYeT ero MbiweyHoro (Ao 50% 6onee)
W BUCUepanbHOro nyna. YpoBeHb anbbyMuHa B opraHuame
MOXeT nagatb 6onee yem Ha 50%, ogHaKoO BHeCOCYAM-
CTbll anbOyMUH MOBUANIYETCA M NOCTYNaeT B LMPKYNSLMIO.
B nna3me KpoBUW yMeHbLLIAETCH KOHLEHTpaLmsa 60/blLIMHCTBA
TPaHCMNOPTHbIX 6enKoB: TpaHcheppuHa, uepynonita3MuHa,
peTuHoncBA3bIBatoLLero 6enka. CHuxaeTcs ypoBeHb GU6pK-
HOoreHa W 60NblUMHCTBA (AKTOPOB CBEPTbIBAHUS KPOBW
(I, VII, X, V). NameHsieTca aMMUHOKMUCNOTHbIM cocTaB 6enka:
YAENbHbIN BeC 3CCEHLMaNbHbIX aMUHOKWUCIOT CHUXKaeTcs
Ha 50%, ymeHblUaeTcs 40N aMWUHOKWUCIOT C pa3BeTB/EH-
HOM GOKOBOW LIEMbIO, 3HAYUTENbHO CHUXAETCA COAepIKaHne
BanuHa. BcneactBue nopaBneHust KatabonMama NiM3uHa
W TMCTUOMHA WX YPOBEHb OCTAETCA MPaKTUYECKU HEU3MEH-
HbIM, @ YPOBHM anaHvHa U APYrux rororeHHbIX aMUHOKKC-
NIOT 3HAYMTENbHO YBEINYMBAIOTCS 3a CHET pacnaja Mblley-
HblX 6€MIKOB M NOBbIWEHNSA aKTUBHOCTU TPAHCaMUHa3 MblLULL.

BaxHo, 4To n3meHeHns 6enkoBoro obmeHa npu B3H pas-
BMBAIOTCA OTHOCUTENIbHO MeaneHHO. OpraHnM3m agantupyert-
CSl K CHUXXEHHOMY MOCTYyn/IeHUto 6enka ¢ nuien: y pebeHKka
¢ b3H Topmo3u1TCH MHTEHCMBHOCTL 06MeHa 6enKka. Hapsaay
C yrHeTeHMEeM CHUHTE3a OTMeyYaeTcs 3amefeHue pacnaga
anbbyMunHoOB (B cpeaHem Ha 50%). MNepunoa NoNy»KM3HU anb-
6ymuHa yBenunuunaetcs. [pn BIH Bo3pacTtaeTr abdeKTus-
HOCTb PpeyTUIn3auUmMM aMMHOKMCIOT B TKaHAX — HepeaKko
10 90-95% (B HOpMe 3TOT NOKa3aTeslb COCTaBASET He 6onee
70-75%). TMoBbllwaeTca @epmMeHTaTUBHAs aKTUBHOCTb
neYyeHn Npuv OAHOBPEMEHHOM YrHETEHUU CUHTE3a U 3IKC-
Kpeuun mo4veBuHbl (40 35-65% OT HOpManbHOro YPOBHS).
AKTMBMPYETCS NPOTEOIN3 B MblLLILIAX, YTO MO3BONSET NOAAEP-
MBaTb YPOBHM CbIBOPOTOYHOIO M MEYEHOYHOTrO nyna 6enkKa.
Mpn 3TOM B MbILWEYHOW TKaHM YrHETaeTcs CUMHTETMYEecKas

aKTMBHOCTb. Npn BIAH mMeHsaeTca 1 X1poBon 0BGMEH: YMEHb-
LIaeTcqd Macca XMPOBOW TKaHU, CHUXAETCS CbIBOPOTOYHbIN
YPOBEHb TPUIMMLIEPMAOB, XonecTepuHa u docdhonmnuniaos,
T. K. XXMPbl UCNONb3YIOTCS B NPOLIECCE [TIIOKOHeOoreHesaa.

3akoHomepHbIM ans B3H asnaetca HapyweHue GyHKUUK
OpraHoB MNuLLEBapPEHUS, CEPAEYHO-COCYANCTON U UMMYHHOM
CUCTEM OpraHuama.

Haunbonee vactas npuyvHa HeQOCTaTOMHOrO MOCTyrnje-
HUs 6eflka B opraHu3m c passutvem B3H — ronopaHue.
BblaensitoT HECKOMbKO BUAOB rofiogaHus:

e abconoTHOe (NpeKpalleHne MOCTyNeHUS B OpraHu3m

MUK U BOAbI);
® nofHoe (NpeKpalieHne NOoCTynaeHns B OpraHn3m MuLLu,

HO He BOfbl);
® HenosHoe (HefoCTaTOYHOE KOMYECTBO MPUHUMaEMOMN

nuLLKM, B T.4. 6enKa);
® Y4acTMYHOe (HeAoCTaTOK B MULLE OTAE/IbHbIX €e KOMMOo-

HEHTOB — 6ENKOB, NUMWAOB, YrNEBOAOB, XMMWUYECKMX

3/1eEMEHTOB, BUTAMUHOB).

[etn 6onee 4yBCTBUTENbHbI K rON04aHMUIO, YEM B3POC-
nble. B cTpaHax, roe umeetcs aeduumt 6enka B NpoayKTax
nuTaHua Ana OeTen, X CMEepPTHOCTb B paHHeM BoO3pacTe
yBennymaetcs B 20-50 pas. HegoctaTto4HOCTb 6€NKa, 0Co-
6EeHHO AnuTenbHas, B pauyoHe NUTaHna aeten nepsbix 3 neT
KMU3HU MOXKET Bbl3BaTb HeobpaTUMble U3MEHEHMS, Coxpa-
HSOLWMECS NOXKMBHEHHO. [OKa3aHo, YTO MHTENNEKTYaNbHbIN
WHOEKC LWKONbHUKOB, UCMbITaBLLIMX B paHHeM Bo3pacTe 6en-
KOBYIO HEOCTAaTOYHOCTb, HUXE, YEM Y UX CBEPCTHUKOB.

Hanbonee taxenbiMyM NPoOsSiIBIEHUAMU GENKOBOro roso-
[JAHWUS CYMTAIOT KBALWMOPKOP M alMMEHTapHY0 AUCTPOdUIO.

KBawmopkop. 3a6oneBaHne, BO3HMKalOLLEE B pe3yib-
Tate HecbanaHCUMPOBAHHOM alMMEHTapHON GeNIKOBO-3HEpP-
reTM4ecKoW HeAoCTaTO4YHOCTWU. Yallle BCero KBalIMOPKOP
pas3BMBaETCS B YCIOBUAX PaLMOHa C M3ObITKOM KalopUMHbIX
He6eNKoBbIX NPOAYKTOB (Kpaxmasna, caxapa) Npu ogHoBpe-
MEHHOM 3HauyuTeNlbHOM HeJocTaTke 6efka U He3aMeHUMbIX
aMUHOKKCNOT. [na 3Toro 3aboneBaHWst XapaKTepHbl CHU-
eHHaa macca Tena (B cBa3u ¢ gedunuutom 6enka u apy-
FMX KOMMOHEHTOB MWLLM), BblpaXK€HHas rMnonpoTENMHEMMUS
(MpenMMyL,ecTBEHHO 3a CYeT runoanbOyMUHEMMUK), TUNONU-
nonpoteMHemMus (B pesynbrate geduumuta 6enKa U NUNu-

i
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[I0B B MNULLE W HapylleHWN KX oO6pa30oBaHUA B OPraHu3-
Me), OTpULLaTENbHbIN a30TUCTbIN 6anaHc (Ha 20—-30% HuxKe
HOpPManbHOro), ToTalbHble OTEKM M acuWT (B pesynbrarte
FTMNOOHKUKU KPOBM 3a CYET aNlbbyMUHOB), UMMYHOAEDULMUTI
(4acTo KOMOBUMHMpOBaHHble — T- U B-3aBucumble), runep-
anbOCTEPOHN3M (B OCHOBHOM B CBSI3W C FMMNOBOJEMUEN),
runepHaTpmemus, rmnokannemmus (B pesynbrartet runepasnb-
[oCcTepoHM3ma), runodocdateMms, rmnoMarHMemus, ana-
IS, TMNOAMHAMUS, 3a4epPKKa PU3NYECKOrO U YMCTBEHHOIO
pa3BuTus. MpPorHo3 MNpu KBalIMOPKOpe HebnaronpUSaTHbIN
(B CBAI3N CO 3HA4YUTENIbHOM aTpodUEN TOHKOIO KULLIEYHUKa
W axuaven), a CMepTHOCTb BbICOKa (B OCHOBHOM OT MHOEK-
MM B CBSI3U C BblpaXKEHHbIM UMMYHOAEPULIUTOM).

AnuveHTapHaa paucTpodus (CUH. alMMEHTapHbIN
Mapasm) npeacraBnseTr cob6on OTHOCUTENbHO cbanaHCUpOo-
BaHHYIO GEKOBO-KaNOPMYECKYD HeOCTaTOYHOCTb. [onHoe
MAKM YacTMyHoe 6enKoBoe rofogaHue NpPUBOAMT K MOOU-
nM3aumn 6enka KocTew, Mbllil, KOXW, B 3HAYUTENbHO
MEHbLUEN Mepe — W3 BHYTPEHHWX OpraHoB. [ns anumeH-
TapHOW AUCTPOGUM Yy AeTen XapaKTepeH Chelylolni KOM-
NAEeKC NPU3HAKOB: CHW}KEHWEe Macchbl Tena, rMnoaMnonpo-
TEUHEMUS, TUMNOMPOTEMHEMUS, OTPULATENbHBIA a30TUCTbIN
6anaHc (Ha 15-25% HuxKe HOPMbI), TMMOMMKEMUS (B CBSA3K
¢ 1ednuMTOM B NULLLE YrNEBOAOB), KETOHEMUS U KETOaLMa03
(B peadynbraTte MHTEHCUMBHOIO KaTaboM3mMa MNUA0B), rMnep-
KOPTULIM3M (B OCHOBHOM 3a CYET [TIOKOKOPTUKOMIOB), NOBbI-
WeEeHHble YPOBHM [/IlOKAroHa M comartoctaTuHa, rMnepKanu-
emMusa (Npu TSXKENOM TEeYEHWU anuMeHTapHOM AUCTPOdUM),
UMMyHOAEeDULMT (B OCHOBHOM T-KNETOYHbIN), 3adeprKKa
PU3NYEeCKOro U yMCTBEHHOro pa3BuTHS. MNpPorHo3 anmMMmeH-
TapHOM AMCTPOOWUM MpPU CBOEBPEMEHHOM W MpPaBWUIbHOM
NIeYeHUN, Kak NpaBuio, 61aronpusTeH.

U36bITOYHOE NocTyrIeHUe u/unmu oépasoBaHue

6esika B opraHusme

[Mpun NoBbIWEHHOW 6ENKOBOW Harpy3Ke y AeTein ycBoeHue
6enKa CHWKaeTcs. B opraHM3ame HakanamMBaloTCq a30TUCTbIe
NPOAYKTbl (aMWHOKMUCNOTLI, aMMWaK), BO3HMKAET auunaos.
3710 BefeT K AUCTPOPUYECKUM U3MEHEHMAM B MO3roBOM
TK@HM W MapeHXxMMaTo3HblX opraHax. Ocob6eHHOo Hebnaro-
npuaTeH M36bITOK 6enKka Ha GoHe HepocTaTKa B opraHu3me
yrneBoAoB.

[MpMyMHaMM TaKoro COCTOSIHMS 4Yalle BCEro SBMSIOT-
cq nepeegaHuve, HecbanaHCUpPOBaHHasa AMETa (ANUTENbHbIN
NMPUEM MULLK C BICOKMM CcofepKaHMeM 6eKa), YpeamepHas
aKTMBaUMs NPOTeoCHHTE3a (HanpuMep, NpU caxapHom Aua-
6eTte nnu runepnpoaykunn CTI). MNMposBnseTrcs M36bITo4HOE
noctynieHne 6enka B OpPraHuW3M MONOXMUTENbHbIM a30TH-
CTbiM 6a/1aHCOM, MOBbILEHHbIM (HEPEAKO A0 BEPXHEN rPpaHu-
bl HOPMbI) cOflepKaHMeMm 6efika B KPOBU, AMCNENTUHECKUMHU
paccTponcTtBaMu (NoHocamu, 3anopamu), AMCOaKTEPUO30M
C PasBUTMEM KHULIEYHON ayTOMHGDEKUMU U ayTOMHTOKCHKA-
LMK, OTBPALLEHMEM K NULLEe, OCOOGEHHO 6Goraton 6eKOM.

YcuneHue BcacblBaHUS B KULIEYHUKE aMUHOKUCOT, ONn-
ronenTMaoB, NONMNENTUAOB HabnogaeTcs Npu aptepuasnb-
HOM TUMNEPEMUN €ro CAMU3UCTOM OOONOYKM, Ha HayanbHbIX
CTaguax 3HTepuToB, Npu 6GenKoBOM nepeegaHuu, nonuda-
MW, PeAKoOM npueme NuwwM (Mpu 3TOM pas3BuBaeTcs peod-
NIEKTOpHas apTepuanbHasa rmnepemus cnm3ncton 060104KK
KulWeYyHWKa). BcacbiBaHWe NONMNENTUAOB U AaXKe HAaTUBHbIX
6€eNKOB Y HOBOPOX/EHHbIX BO3MOXHO BCNEACTBME BbICOKON
NPOHULAEMOCTU CAM3UCTON OBONOYKN KULIEYHUKA, HU3KOWM
KOHLEHTpPaLun B HEM MPOTEOSIUTUYECKMX PEPMEHTOB, HaNu-
4us B MONO3UBE MHITMOUTOPA TPUMNCHUHA. ALCOPOLMS KPYMHbIX
MoneKyn 6enKka nNpu apTepuanbHOM TMNEPEMUN KULLEYHOWM

CTEHKU MOXET MPUBECTU K CEHCUBUNM3aLun pebeHKa 6er-
KaMu, anneprusauum ero Wau pasBUTUIO MOMOCUHKPa3UM
K MWLeBbIM npogyktam. Mpu BcacbiBaHWM MOMAWUMNENTUA0B
BO3HMKAET MenTUaHas WHTOKCUKaLWs, KOTopas XapaKTepu-
3yetca ¢nabocTbio, YTOMIAEMOCTbIO, FOI0BHOM 6osblo. pu
MOBLILIEHHOM TPAHCMOPTE M3 KULIEYHUKA B KPOBb aMWUHO-
KUCNIOT MOMET pasBUTbCHA ruUrnepamMuHoaLuaeMus. Takom
MeXaHM3M XapaKTepeH Ansa AeTei paHHero Bospacra.

HapyweHuss aMMHOKUC/IOTHOro cocTaBa

norpeénsaemMoro 6enka

benkn nuwn comeprat 22 aMUHOKMUCAOTbI, M3 HUX
8 He3aMeHUMbIX: BallMH, U30NENLMH, NENLMH, N3WUH, METH-
OHWH, TPEOHUH, TpunTtodaH, deHnnanaHmH. HesameHumble
aMWHOKMUCNOTbI HE MOTYyT BbITb CUHTE3UPOBAHbLI B HEOGXOAM-
MOM o6beMe B opraHuM3me yesnoBeKa. [na atoro Tpebyetcs
Hannyme ux B NuLLe.

HepgocTtaToK NOCTynaeHUa OTAeNbHbIX He3aMeHUMbIX
aMUWHOKWCIIOT XapaKTepu3yeTcs psaaom o6LmMX NPOsSBIEHUN:
oTpuLaTeNbHbIM a30TUCTbIM GanaHcoM (BCNeACTBME ycune-
HMS KaTabonuM3Ma 3HAOrEHHbIX GENKOB AN KOMMNeHcauuu
HefocTaTKa AedULMTHOM aMWHOKUCNOTHI), 3aMensieHneM
pocTa u pa3BuTUs pebeHKa, HU3KON MHTEHCMBHOCTLIO Nna-
CTMYECKMX MPOLECCOB B TKAHAX W OpraHax, yMeHblleHUeM
Maccbl Tena, CHUKEHWEM anmneTuTa n yCBOeHUs 6enKka nuuium.
Ona peduumTa KOHKPETHbIX HE3AaMEHUMbIX aMWHOKWUCIOT
XapaKTepHbl cneunduryecKkme nposiBneHus:

o neduunT deHunanaHuHa xapakTepuayeTcs rMnoTUpeo-
30M UM runokaTexonammHeMunen (Kak peaynbraT HU3KOM
NpPoOAyKUMK agpeHannHa u HopagpeHanMHa xpoMmabduH-
HOM TKaHblO HAAMOYEYHNKOB);

® HeaocTaTok TpunTodaHa NpOoABASETCa nennarpon, aHe-
MWEN, MOMYTHEHMEM POrOBMULLbl, KAaTapaKTOW U TMMNOMNpPo-
TenHemuen;

e 1edUuUMT METUOHMHA COMpOBOXAAETCSH MNOTEHUMpPoBa-
HMEM aTeporeHesa, OXMWPEHWEM, TMNOKOPTULMU3IMOM
W rMNoKaTexosaMUHEMUEN.

M36bITO4HOE NocTynneHne n/mnnm obpasoBaHne B opra-
HM3ME aMUHOKMUCOT NPUBOAUT K OBLLMM CXOAHbIM NU3MEHEHMU-
AM: HapYLEHMIO BKYCa, CHUXKEHUIO anneTuTa, YMEeHbLUEHUIO
Macchbl Tena, paccTponucTBaM obmeHa ApYrux aMmMHOKUCIOT
(Hanpumep, M36bLITOK NeruuHa nogaBnseT 0O6MeH BanuHa),
HapyweHnto GYHKLIMM OpraHoB M TKaHen (Hanpumep, U3bbl-
TOK METMOHWHA M TUPO3MHA MOXKET MPUBECTU K rMnepKaTe-
X0JlTaMUHEMUN N/UAN TUNEPKOPTULIUSMY).

[na n36biTKa KOHKPETHOM aMUHOKWUCAOTbI XapaKkTep-
Hbl cneunduyeckne NposBAEHUS: TaK, MOBbIWEHHbIA YpO-
BEeHb (eHunanaHMHa B KPOBM MNPUBOAMT, KaK MpaBuio,
K 3a[eprKKe MCUXOMOTOPHOr0 pa3BuUTUA pebeHKa, cnabo-
YMUIO M 3K3EME; M3BLITOK METUOHMHA CONMPOBOXKAAETCS aHe-
MWEN (reEMONIMTUYECKOW), cepaeYvHon (B pesynbTaTte Kapauo-
MWOANCTPODUN) U MEYEHOYHOM HEAOCTATOYHOCTbLIO (B CBA3MU
C AucTpoduen renaTtoLmnToB).

PACCTPOMCTBA NMULLEBAPEHUS B XXENYAKE

U KUWWEYHUKE

K pacctponctBam nuuieBapeHns, NPMBOASLNM K Hapy-
WweHnto obMeHa 6eflka, OTHOCAT HapylweHus paclenne-
HUS Genka B KelyaKe W nepeBapuBaHWs ero B TOHKOM
KULWEYHUKE.

HapyweHusa pacuwenneHus 6esKa B xxenyake

Han6onee 4acTbiMM MPUYMHAMKM HapyLIEHWUS TUAPOU-
3a 6efnka B Kenyake ABAAOTCA rMnoauuaHble COCTOSHUS
(Hanpumep, Npu aTpPodUn CIIM3UCTON 060I0YKHK), CHUKEHHOE



cofepiaHue u/unnM aKTMBHOCTb MercuHa, peseKkuus Yyactu
XenyaKa.

K TMNUYHbIM NOCNeACTBUAM PACCTPOWCTB pacllenieHus
6enKa B XefyKe U KMLLIEYHUKE OTHOCAT HapylleHWs Habyxa-
HWsI MoneKyn 6eka, TOPMOXKEHUE NepeBapuBaHus Konnare-
HOBOr0O KOMTOHEHTa MPOAYKTOB, HEJOCTaTOYHOE pacliensie-
HMe GeNKOB MbIlEYHbIX BOMIOKOH, 3aMea/ieHne 3BaKyaluu
MUY B ABEHAALATUMNEPCTHYIO KULLKY.

HapyweHusa nepeBapuBaHus 6enkKa

B TOHKOM KULUEYHUKE

OCHOBHbIMK MpPUYUMHAMM HapylleHus rnaponusa 6enka
B TOHKOM KMLLEYHWUKE CYUTAIOTCH BCe GaKTopbI (B T. Y. Hacnes-
CTBEHHbIE), BbI3blBAOLINE pPACCTPOMCTBA MULLEBAPEHUS
B HeM, BK/OYas CUHAPOM Manbabcopbumu. MNpoasnsioTcs
3TW PaCcCTPOMCTBa KpeaTopeen, Luennakuen (xapakrepuayto-
Lencs HapyleHeM NoaoCTHOro U MeMBPaHHOro nepesapu-
BaHWA 6E/IKOB, a TaKXe TOPMOXKEHMEM BCacblBaHWS aMUHO-
KWCNOT); HeAOCTaTOYHOCTbIO 3HTEPOKUHA3bl, YTO MPUBOAUT
K CYLLECTBEHHOMY CHWXXEHMIO MPOTEOSIMTUYECKON aKTUBHO-
CTV KMLWWEYHOrO COoKa.

Mpumepom 3a6oneBaHUsi, OCHOBY KOTOPOro COCTaBASAOT
HapyleHns paclienseHns U BcacbiBaHUs GenKka y AeTen,
MOXHO CYMTaTb LENMAKUID — HenepeHocMMOoCTb 6enKa
pPacTUTENbHOIO MPOUCXOXKAEHUSA (MI0TEHA WX [NMaAuHa),
cofeprKalllerocs B 3/1aK0BbIX (MWeHUUa 1 ap.). KnnHuyecku
Lenvakus npossnserca noavdperkanmen. Kan obbIYHO Kua-
KWW, Yalle NeHUCToro xapakrepa. B peaynbrate agiMTenbHOro
M 4acToro noHoca passBuBaeTcs rMnoTpodus U HeobbIYHbIN
BWA Tena B popMe «nayKar: y UCTOLLEHHOro pebeHKa Bblaens-
0TCS 60/IbLION XMBOT (B CBSI3N C aCLUMTOM) M TOHKME KOHEY-
HocTW. lMNogo6HoOe Lennakum CoCTosTHUE MOXKET HabnogaTbes
M Npu HenepeHOCUMOCTU 6eflka KOpoBbero Mosioka. OHo
4aCTo BO3HUKAET Y)Ke B MEPBOM MOAYrOANM }U3HWM, YTO HacTO
06ycnoBneHo runotpoduen CIM3nCcTon 060N0YKM TOHKOIO
KWULIEYHMKa.

HAPYLUEHUAl TPAHCMEMBPAHHOIO NEPEHOCA

AMUWHOKHUCOT

PaanuyHble paccTpoicTBa TpaHCMeMOpaHHOro nepe-
HOCa aMMWHOKMCIOT BCTPevaloTcsd B OOLWEen nonynsuuu
B 0,3-0,6%. NMpuynHamu nx aBns10TCA MeMOpaHonaTumn pas-
JINYHOTrO reHesa:
® MepBUYHbIE — HACNEAYTCA Kak MOHOreHHble AedeKTbl;
e BTOpPUYHble — NPUOBPETEHHbIE B OHTOreHes3e.

Mem6paHonaTUM NPUBOAAT K HapyLlweHWam TpaHcrnopTa
aMUHOKHKC/OT, KaK MpaBWI0o, Ha HECKOJIbKMX ero atanax:
M3 KULLUEYHUKa B KPOBb, U3 KPOBWU B renaTouuTbl, U3 nep-
BWMYHOM MOYM B KPOBb, U3 KPOBU B KJIETKM OpPraHoB U TKa-
Hen. lNpumepamMn Takon naTtonorMn Moryt 6biTb CMHAPOM
DaHKOHM, LMCTUHYPUS, LUCTUHO3 HedponaTUYeCKUI, OTpaB-
NIEHUS CONAAMU TSKENbIX METanoB (Hanpumep, Meau, Kag-
MUSI, CBUHLA, PTYTH), 3HOAOTOKCUHEMUK (HaNpUMepP, UHTOKCH-
KaLusa N36bITKOM COEAMHEHUIN MeaH).

PaccTtpoicTtBa meTta6oiM3mMma aMUHOKHUCIIOT

HapyweHus o6MeHa aMUHOKUCIIOT, KaK npaBuio, uame-
HAIT MeTabonn3m GEeNKoB M MPMBOAAT K CYyLLECTBEHHbLIM
paccTpocTBaM 0O6MeHa HYKIEUHOBbIX KWCAOT, NIUMUA0B,
BUTaMMWHOB, Yr/IEBOA0B, 3/IEKTPOSIMTOB M BOAbI.

Mo NpOMUCXOXKAEHMIO BblAENsaT nepBUYHble (Hacnen-
CTBEHHbIE W BPOX/AEHHbIE) 3a60/1EeBaHNA: HANPUMepP, Takne
KaK GEHUKETOHYpUS, TMPO3UHOMATUK (aNbOUHU3M, TUPO-
3UHEMWU, TUPO3MHO3bI), anKanToHYpUs, auniemMus U3oBa-
nepuaHoBas, NenunHO3, FOMOLMCTEUMHYPUS, U BTOPUYHbIE

(MpUoBpPETEHHbIE MM CUMMMNTOMaTUYEeCKUE) paccTponcTBa
MeTab0/iM3Ma aMUHOKMCNOT. HapylweHne aMMHOKUCNOTHOIO
obmMeHa y OeTen Yalle HOCWUT HacneAcCTBEHHbIM XxapaKTep
M nposiBnseTcs psagom 3aboneBaHun. BpoxaeHHble pac-
CTpONCTBa MeTabo/IM3Ma aMUHOKHUCIIOT Y AETEN UMEIOT TAXKe-
nble nocneacTems. OHKM 06yCNOBEHblI TOKCUYECKUM AENCTBMU-
€M aMWHOKUCIOT U/WAKU UX MeTabonutoB. HYacTbih CNYTHUK
3TMX 3aboneBaHnMn — cnaboymume — SBASETCH CNEACTBUEM
BbICOKOW YYBCTBWUTENIbHOCTU HEPBHOW TKaHW K aucbanaHcy
aMWUHOKMCNOT.
BblaensioT HECKONbKO rpynn NaTtoNorMYeCcKnx COCTOSHUMN,
BbI3BaHHbIX HapyWweHUIMn meTabonnama aMMHOKUCOT:
® HacneACTBEHHble rMnepaMmuvHOaLMAEMUN, COMPOBOXKAA-
oLMeCs aMMHOaALMAYPUSMU, 0BYCNOBNEHHbIMK dedeK-
TamMu 3H3MMOB B LeNu NpeBpaLleHnin aMUHOKMUCAOT UK
X MeTabonnToB (Hanpumep, 60/1e3Hb «KIIEHOBOIO CUMPO-
na», GEHUIKETOHYPUS, anKanToHYpHs, anbOUHU3M);
® HacneACTBEHHble HapyLleHWs TpaHcnopTa aMUHOKUCIOT
(moYeYHble rMnepaMuHoauMaypun), Bbi3BaHHbIE YyrHeTe-
HMEM KaHaslbLIEBOW TPAHCMNOPTHON CUCTEMbI (Hanpumep,
CUHAPOM PAHKOHM).
bonesHb «kneHoBoro cupona» 006ycnoBneHa Hedo-
CTaTOYHOCTbIO AerMaporeHasbl a-KETOKUCNOT ¢ OGOKOBbIMU
uensaMu B NeYeHu, mMbllllax, MMoKapae, MoYKax M XX1poBown
TKaHu. Tun HacnegoBaHus 3TOro 3abosieBaHWUs ayTOCOMHO-
peLeccuBHbIM. HakonneHne n3bbiTKa a-KETOKMCNAOT (Nenum-
Ha U U30nenunHa) Beget K MeTabosiM4ecKoMy KeToalmaosy,
rMnepamMMoHUEMMH, YTO OKa3blIBAET TOKCUYECKOE AeNCcTBME
Ha LEeHTPanbHYyl0 HEPBHYK cucTemy. 3aboneBaHue Mpo-
TeKaeT ocTpo. [locne nepBoro NPUHATUSA GENKOBOW MULLM
(MaTeprMHCKOro MOJIOKa WMAM MOJSIOYHOM CMecH) y pebGeHKa
pa3BMBaETCS BANOCTb, TMMNOTOHUS WAW TUNEPTOHYC MbILLL,
TOHMYECKME CYAOPOrK, 4acTo CoYeTalolWwmnecs ¢ rMnornmKe-
MWEN, PBOTOW, leTapruen, KOMOM, OTKa30M OT MNULLKU Ha GOoHe
BblpaXeHHON rMNOrMMKEMUN U anHo3. MNo3aHee MOXET Npwm-
COEeAMHUTLCA Mporpeccupytollas HeBPOIOrMyeckas CUMNTo-
MaTuKa (MbllWEYHbIN TMNEPTOHYC, aHOManbHblIM pednexc
Mopo u ap.). MNosBnaetca cneuMPUUecKU 3anax Moyu —
K/IEHOBOrO cupona (HanomMuHaeT 3anax Kapamenu). NporHos
npwv 3TOM 3a6oneBaHUn HebNaronpUATHbIR: CMEPTb HacTynaeT
B MEPBbIN MecAL, XU3HU pebeHKa Ha BblcoTe MeTabonuye-
CKOro Kpu3a. CywecTBYytOT, 0O4HaKo, U 6onee msArkne GopMsl
60/1€e3HM, KOTOPbIE MPOSABASAIOTCA Nocsie 5 Mec 1 Npu cBoeBpe-
MEHHOM JIe4EHUN UMELOT 6osiee 6naronpUaTHbIN NPOrHO3.
deHunkeToHypua. Taxkenoe 3aboneBaHue C ayTOCOM-
HO-PELLECCUBHBbIM TUMOM HacnefoBaHUS, XapaKTepusyto-
weecs rnaBHbIM 06pa3oM MOpaxeHWeM HEPBHOM cucTe-
Mbl. TeHHbIM AedeKT NoKanMadyeTcsd B KOPOTKOM nedye
XxpomMocoMbl 4. B ocHoBe 6one3Hu nexut aeduuut dep-
MeHTa deHunanaHuH-4-ruapokcunasbl, obecrneymBatolle-
ro npespalleHne GeHunanaHMHa B TUPO3UH. B pesynbrate
HefOCTaTOYHOCTU AUITMAPONTEPUAMHPELYKTa3bl HapyLwaeTcs
BOCCT@HOBJIEHME aKTUBHOM GOpPMbI TETPArnapobuonTepmHa,
yyacTBylOWEro B KayecTBe KodaKTopa B MAPOKCUMANPO-
BaHMM deHunanaHuHa, TMpo3nHa u TpuntodaHa. YacToTa
BcTpedyaemoctn — 1:100000 HOBOPOXKAEHHbIX. B pe3ynb-
Tate MyTauuum reHa ¢opmupyeTcss MeTabonnMyeckun 610K
Ha aTane npespaleHns deHunanaHmHa B TUPO3UH, BCnea-
CTBME YEro OCHOBHbIM MyTEM MPeobpa3oBaHUS aMUHOKKUC-
NIOTbl CTAHOBUTCS A€3aMUHUPOBAHNE U CUHTE3 TOKCUYECKMUX
NPON3BOAHbIX — GEHUANMUPOBUHOTPaAHON, GEHUIMOIOHHOM
N GEHMNYKCYCHOM KMUCOT, KOTOpble BbIAENSAOTCH B MOBbI-
LUWEHHbIX KONMYeCTBax C MOYOW. B KpoBM M TKaHAX HapacTaeT
coaepaHne deHunnanaHuHa. CylecTBEHHYO poib B nato-
reHese 6ONe3HW WrpaeT TaKKe HefOoCTaTOYHbIM CUHTE3
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TUPO3MHA, KOTOPbIK ABASETCA MPeAlecTBEHHUKOM KaTexo-
TIaMUHOB WM MenaHuHa. CneacTBMEM HapylleHHOro obmMeHa
deHunanaHnHa B Mo3re SBASETCA TAXKenoe rncuxmyeckoe
Hefopa3BuTHe. B natoreHese GeHUIKETOHYPUN CYLLECTBEH-
HOe 3HayeHWe MMEIOT TaKKe HapylleHne obmeHa 6enKos,
JIUMO- U IIIMKONPOTENIOB; PAacCTPOMCTBA TPAHCMEMOBPAHHOIO
rnepeHoca aMMHOKWUCAOT, HapylleHne mMetTabonn3ma ropmo-
HOB M MOHO@MWHOBbIX HEMPOMEANAaTOPOB (KaTexonaMUHOB
M CEPOTOHMHA), NeYyeHoYHas HefoCTaTOYHOCTb, AUCMPOTEU-
HemMus, reHepannM3oBaHHag runepamMmuHoaLmaemus, metabo-
JINYECKWUW aLM[03, HapyLeHWe OKUCITUTENbHOW N BENOKCUH-
Tesupyoulen GyHKLMM renaTtoumToB.

[etn ¢ deHnnKeToHypuen poxkaatoTcs 6e3 Kakux-1mbo
npu3HakoB 60n1e3HU. OJHAKO yXKe Ha 2-M MeC XW3HU MOXK-
HO 3aMeTUTb OTAeNibHble MPU3HaKKU: MOCBETIIEHNE BONOC
M pagyKu rnas, 4yto oCO6eHHO 3aMeTHO Yy [eTen, POAuB-
LIMXCA C TEMHbIMW BosocaMu. MHorue et o4eHb ObICTPO
M 4ype3MepHOo NpuOaBnsioT B BeCe, OIHAKO OCTalOTCH PbiX-
NIbIMK 1 BANbIMW. Y GOMbLIMHCTBA M3 HWX PaHO 3apactaeT
60/1bLLION POAHMYOK. Hallle BCero aBHblE NPU3HaAKKN 60NE3HU
o6HapyXuMBatloTCcs Ha 4—6-M Mec XW3HW, Korga ety nepe-
CTaloT pearnposaTtb Ha 06palleHMe K HUM, NepecTaloT y3Ha-
BaTb Matb, HE PUKCUPYIOT B3NS4 U HE pearnpytoT Ha apKue
UrPYLLKKW, HE MepeBOpayYnBaloTCs Ha XKUBOT, He cuaat. Mpwu
3TOM 06pa3yloTCs U BbIBOAATCA C MOYOW aHOMasibHble MeTa-
601U1Tbl, TaKne Kak GeHUIMOoNoYHas U GeHUNyKcycHasa Kuc-
notbl. lNMocnegHee coeguMHeHWE MMEET «MbllUHbIM» 3anax,
B CBfA3M C 4yeM 60ne3Hb MOXHO 3anofo3puTb Mo 3anaxy.
MMeHHO TaK OHa W Oblna BrnepBble o6HapyxKeHa. Mo mepe
nporpeccupoBaHnsa 601e3HM MOryT HabnoaatbCcs anunen-
TUDOPMHbIE 3NU304bl, TMNEPKMHESLI, aTaKCUs, TPEMOP PYK,
MHOrAa napesbl No LeHTpanbHoMy Tuny. et Hepeako 6eno-
Kypble, CO CBET/ION KOXEW M ronybbiMu radamu, Y HUX 4acTo
oTMevatoTcs aK3ema, AepmaTuTbl. O6HapPYKMBaETCA CKIIOH-
HOCTb K apTepuasibHOM rMnoteH3unn. [ineta ¢ orpaHM4eHnemM
peHnnanaHnHa sBAAeTCqd OCHOBHbIM CMNOCO60M NeyeHus
3a60neBaHNs M JO/MKHA Ha3HavyaTbCsA cpal3y nocne poxae-
HUS pebeHKa, 4To ByAeT NPenaTCTBOBaTb NOPaXKEeHMUIo Mo3ra.

AnKantoHypua [ankanToH (FOMOreHTU3MHOBas KMUCIO-
Ta) + rpe4y. uron — moyal. BpoxaeHHoe 3aboneBaHue,
NPUYUHOM KOTOPOro ABASETCH OTCYTCTBUE KNEeTO4YHOro dep-
MeHTa — OKCWaa3bl FTOMOre€HTU3UHOBOW KUCNOTbI (FOMOr€eH-
TM3aT-1,2-4MOKCUreHasbl), Urpalolero Kal4vyeByilo pofb
B pacuwenieHnM aMUMHOKKUCIIOT TUPO3NHa U deHmnnanaHuHa.
Mpn 3TOM 06MEH TUPO3WMHaA AOCTUraeT NUllb CTagun roOMo-
rEHTU3MHOBOW KUC/OTbI, KOTOPas M3-3a BPOXAEHHOro Helo-
cTaTKka depmeHTa He noJBepraeTcs AanbHenwen TpaHchop-
MaLMW M HaKanaMBaeTCs B KOXe, KOCTaX, Xpslwax, CKiepe
W Apyrux opraHax, a Takxe BblAenseTcs ¢ mo4yon. B pesynb-
TaTe OKWUC/IEHUS FTOMOreHTU3WHOBas KUCoTa npeBpallaeT-
CA B MENaHUHOMNOAOOHbIN MUIMEHT. AKKYMYNSaUUS KUCNOTbI
M MUTMEHTa B Xpslax W APYrux COefUHUTENbHOTKaHHbIX
CTPYKTYpax onpenensietr pas3BuTME CMMMNTOMOKOMIIEKCA,

M3BECTHOIrO KaK OXpPOHO3. OH MposiBNSeTcs TEMHO-KOPUY-
HEBbIM OTTEHKOM KOXM U CKNEpPbI MNas, a TakKe Nporpeccu-
PYIOLMM NOParKEHNEM CYCTaBOB, OCOGEHHO MO3BOHOYHMKA.
ANKanTOHYPMIO MOXKHO NErko pacrno3Hatb B MiajeHYeCKOM
BO3pacTe W3-3a XapaKTepPHOro OKpalWBaHWUS NEeNeHoK.
Ha TKaHW, CMOYEHHOM MO4oM pebeHKa, OCTaloTCs TEMHble
naTHa, GbICTPO YepHelolme BCNeACTBUE OKUCNEHUS coaep-
alwencs B Hen roMOreHTU3MHOBOM KMenoThl. B 6onee no3a-
HME CPOKWM MUIMEHT HaKanaMBaeTcs B Xpslax, MNoykax,
Hagno4yeYyHWKax, LWMTOBUAHOW, MNOLKENyao4YHoW, npeAacTa-
TenbHOW eneae. OTNOXKeHWe NMrmeHTa HabnaaeTcs B cep-
[le4HOM MbllLe, KnanaHax cepiua, 3HAOTENUU COCYAOB.
B cBfi3M ¢ nopaxeHunem xpswen cyctaBoB rnocne 20-30 net
M3HM M NO3XKe pa3BMBaeTcs ux gedopmaums.

ANbGUHU3M (naT. albus — 6€eNbIN; CUH.: NENKU3M, NEN-
KonaTus BpoXaeHHas). BpoxkaeHHoe NonHoe ninn YactuyHoe
OTCYTCTBME MWUIMEHTALMU KOXKM W CAU3UCTbIX 0BOSOYEK.
Bo3HuKaeT B pesynbrate HegoCTaToO4YHOCTU pepMeHTa TUPO-
3MHa3bl B MenaHouuTax. MMeeT ayToCOMHO-PeLeCCUBHbIN
™MN HacnegoBaHus. [ng anb6MHU3Ma XapaKTepHbl CHUXKEHME
06pa30BaHNg MeNaHWHa U, Kak cneactBre, Moo4YHO-6€enblin
LBET KOXMW, CBETOBO0SA3Hb, CHUKEHNE OCTPOTbI 3PEHUS.

Cungpom daHKOHU. 3a60oneBaHue, Nopaxkatolee NPokK-
CUMasbHble U3BUTbIE KaHaNbLibl HEPPOHOB. CUHAPOM MOXKET
6bITb HACNeACTBEHHbIM WM NPUOBGPETEHHBIM. OCHOBHbLIM €ro
CYMMNTOMOM SIBSIETCA BblAENEHME MOYU, COAepKaLlen 60b-
WOE KOSIMYECTBO PasfiMYyHbIX aMUHOKMUCIOT, MOKO3bI U docC-
daToB (6MKapboHaTypua, MOKo3ypus, docdaTypus, reHe-
pannM3oBaHHas aMWHoaLMAypUs, NPOTEUHYPUS, NOANYpPHUS),
HECMOTPS Ha TO, YTO COAEPKaHWE B KPOBM 3TUX BeLLECTB
MOXET 0CTaBaTbCA HOPMasbHbIM. Y 60/IbHbIX MOTYT pa3BUTb-
Csl OCTEOMANSAUMS, PaxuT, Mbllle4yHas cnabocTb, OTCTaBaHWe
B GM3NYECKOM WM YMCTBEHHOM Pa3BUTUU, UMMYHOLEDULMT-
Hble COCTOSIHUS.

HAPYLWUEHUE COAEPXAHUA BEJIKOB

B NMNJIABME KPOBHU

YpoBeHb MPOTEMHEMWM SBNSETCS PE3YNbTaTOM COOTHO-
LeHNs MpoLEeccoB MpOTeOoCHHTE3a W MpoTeonn3a B pas-
JIMYHBIX TKaHSX U opraHax. B Hopme coaepxaHue 6enKoB B
nna3me KpPOBMW COCTaBSET OKO0 7% ee macchl. benok Kpo-
BM NpeacTasfieH anbbyMuHamu (0K0no 56%) u rnobynnHamm
(npumepHo 44%).

AucnporenHemus

TunoBas dopma HapyLeHUs CoaepKaHns 6e1KOB B Nnas-
Me KpoBW. Cpean AMCNPOTEMHEMUI BbILENSIOT rMnep-, rmno-
“ napanpoTeMHemun (puc. 3).

MmnepnpotemHemun. PaznuyaioT ABe pPa3HOBUAHOCTU
yBenM4yeHms obLero coaepxaHus 6enKoB B Mna3me Kpo-
BU: TMNEPCUHTETUYECKYIO M FEMOKOHLEHTPALMOHHY0. Mpwn
TMNEPCUHTETUYECKON (MCTUHHOW, MNPOTEOCUHTETUYECKON)
rMnepnpoTeMHEMUN HabnLaeTcs rmnepnpoayKkumsa amnéo

Puc. 3. OCHOBHble BMAbI HapyLIEHUS CoaeprKaHus 6eNKOB B nia3me KpoBu

| TUNoBble HapYLLIEHUS CoAePIKaHWs GENKoB B Nna3me KpoBwu |

|

| !

| [MnepnpoTenHeMum | |

[MnonpotenHemum | | MapanpotenHemum |

| [MnepcuHTETUYECKHNE | | [eMOKOHLIeHTPaLMOHHbIE | | MnocuHTETUYECKKE | | [femoannoLMOHHbIE |




HOpManbHOro 6enka (Hanpumep, UMMYHOrno6ynrMHa), 1Mo
napanpoTenHoB (Hanpumep, nNpu B-numdbouuTapHbIX nen-
Ko3ax, nna3moumTomMax, MWEeIOMHON 6051e3HM). [EMOKOH-
LleHTpaLUMoHHag (IoXKHas) runeprnpoTtenHeMus pasBmBaeTcs
B pesy/ibTarte CryleHns KpoBu 6e3 yCueHns npoteocuHTesa
(Hanpumep, Npu OXKOroBow 60/1IE€3HKU, AMapee, NMOBTOPHOM
pBOTE, A/IUTENBHOM YCUIEHHOM MOTOOTAENEHNN).
MnonpotenHemuu. BolgensioT ABa BapyaHTa yMeHblle-
HUSA O6LLEN KOHUEHTpaLKUK 6enKoB B NniasmMe KpoBM: MUMo-
CUHTETUYECKUA U TEMOLUIIOLMOHHBIN. [MMOCUHTETUYECKan
(MCTMHHasa) TUNONPOTEUHEMUA MO €€ MPOUCXOMKAEHUIO
MOXeT ObITb ABYX BUIOB: NEPBUYHOW (HACNEACTBEHHOW MK
BPOXAEHHOW: Hanpumep, rMnonpoTeMHeMuns npu 60/e3HM
BbpyToHa); BTOpUYHOM (NPUOOPETEHHOW, CUMMTOMaTU4e-
CKOW: Hanpumep, Npu NeYyeHoO4YHOM HeAOoCTaTOYHOCTH, 6en-
KOBOM ronoAaHuun, noYye4yHoOM HefoCTaTOYHOCTWU, OXKOroBOWM
60ne3Hu). feMoannioLMoHHaa rMnonpoTeMHemMmus obycnoBs-
NleHa runepBofeMuen (Hanpumep, Npu runepanbaocTepo-
HMU3ME UK MOYEYHON HEJOCTAaTOYHOCTH).
lNapanpoTeMHeMMM XapaKTepU3yloTCs CUHTE30M B opra-
HMU3Me aHOMalbHbIX 6efnKoB. Yalle Bcero 3to HabnwaatoT
npu MWENIOMHOW 60M1e3HM (OMyXxoJsieBble MIa3dMouuUTbl Npo-
AYLMPYIOT @HOMasIbHbIE JIETKUE UK TAXeSble LIenu MOJIEKYN
UMMYHOrNOGY/IMHOB) U nUMdomax (MMMPOLUTapPHBIX WK
n1a3MouUMTapHbIX), KOTOPblE CUHTE3UPYIOT aHOMasbHble IgM,
obnagatowme NoBbIWEHHOW arpernpyemocTbio.

PACCTPOMCTBA ®UHAJIbHBLIX MPOLIECCOB

KATABOJIU3MA BEJIKA

MaTonorMs KOHEYHbIX CTaauh KaTabonuama Oenka
XapaKTepu3yeTcs HapylleHnemM 06pa3oBaHns U JanbHENLLINX
M3MEHEHUI, BKIlOYaAs BbiBEEHNE N3 OpraHM3mMa, HebenKo-
BOro (CWH.: 0OcTaTo4yHoro) a3dota. OctaTo4HbIM @30T BKAOYaeT
B cebs MOYEBMHY, aMMMUaK, KpeaTWHUH, UHAWKAH. AMMKHaK
M3 BCEX KOMMOHEHTOB OCTAaTOMHOro azoTa o6najaeT Hau-
6onee BblpaXEHHbIMWU MNATOr€HHbIMU (LUTOTOKCUYECKUMM)
CBOWMCTBaMW: OH 6ecnpensTCTBEHHO MPOHUKAET Yepesd MeM-
OpaHbl KNETOK, OKa3blBas anbrepupytolee aencTame Ha dep-
MEHTbI, KOMMOHEHTbI LMTO30M18 M MembpaHbl. MoyeBuHa
caMa no cebe He o6nafjaeT TOKCUYECKMM aenctBueM. OHa
o6pasdyeTcsd B NeYeHu (B OPHUTUMHOBOM LIMKIE, WKW LKKNE
MOYEBUHbI) M B CYLLECTBEHHO MEHbLUIEM KONUYeCTBE B ApYy-
rMX OpraHax u TKaHsaXx. BbiBoAMTCA MO4YeBMHA M3 OpraHma-
Ma Mo4YKaMu U MOTOBbLIMK Kenesamu. B ycnosusix natono-
rMn (Hanpumep, Npu NO4YeYHOM HedoCTaTOYHOCTH) 6osblloe
KONMYEeCTBO MOYEBWHbI yaansetcsa M3 opraHu3ama 4vepes
KuMleYyHWK. TaM oHa noaBepraeTcs KaTabonmM3my KULIEYHOM
dnopon ¢ ob6pa3oBaHMEM BbICOKOTOKCMYHOIO amMMuaka.
MIMEHHO OH ¥ 9BNSeTca OAHUM M3 3HAYUMbIX (HO HE eAuH-
CTBEHHbIX) 3BEHbEB MNaToreHesa MOYe4YHOW HefocTaTou-
HOCTM M ypeMun. KOoHUEHTpauma KpeaTMHa U KpeaTWHMHa
B KPOBM M MOYe, KaK NpaBuo, CYLLECTBEHHO MEHSETCS Npu
No4Ye4YHOW HeaOoCTaTOYHOCTH, FTMNOTPOOUN MbILLL, MUO3WUTaX
W MWACTEHUU, AIUTENbHOM rON0aHWK, caxapHOM AnaberTe.
MHanKaH 06pa3yeTcs B NeYeHn npu 06e3BpexmnBaHnmn MHLO-
Na (TOKCUMYECKOro NpoAyKTa rHUMEeHUs BENKOB B KULWEYHUKE).
CoaeprkaHne UHAMKaHa B CbiIBOPOTKE KPOBW HapacTaeT npu
aKTMBaALUMKW THUMOCTHBIX MPOLECCOB B KULIEYHUKE M MpU
No4Ye4YHON HeJOCTAaTOYHOCTH.

AucnpoTenHo3bl

dopma naTonoruun, xapakrepusyloulasacs U3MeHeHWeM
PU3UKO-XMMUYECKMX CBOMCTB OENIKOB M HapylleHWEM MX
GepMeHTaTUBHON, CTPYKTYPHOM, peLenTopHoOn n nHdopma-
LMOHHOM GYHKUMA. [0 npenmyLLecTBEHHON JIoKann3aLunu

naToN0rMYecKoro npolecca BbIAENSAIOT KNETOYHble U BHe-
KNeToYyHble AMCnpoTeMHO3bl. Cpean nocneaHnx Hawnbonb-
lee KIMHWYECKOEe 3HaYeHne MMET aMUIong03, r’ManmHos,
a TaKXXe MyKougHoe u GUbpuHoMaHOE HabyxaHue.

Amunongos. dopma naTonoruvu, xapakrepusyroliascs
HaKonneHMeM M36bITKa aHOMasibHbIX KOMMNEKCOB 6enKoB
W nonmcaxapuaos (IMIMKOMPOTEUHOB) B MEXKIETOYHOM MPO-
CTPaHCTBE, BOKPYr COCYAOB M B WX CTEHKax. ATO NPUBOAMT
K CyWEeCTBEHHbIM HapylweHUaM QYHKLMIM OpraHoB U TKaHEN,
a HepeaKo K rméenun opraHuama. K OCHOBHbIM NPOSIBAEHUAM
aMunIoMa03a OTHOCAT anbbyMUHYPHMIO (Pe3yNbTaT HapyLleHUs
peabcopbunn anbObyMMHOB B MOYKax), rMNONpPoTeMHEeMuUIo
(cnefcTBME Ne4YeHOHHOM HELOCTATOYHOCTH U @anbByMUHYPUH),
apTepuanbHyl0 TMNOTEH3UIO (pa3BMBaETCA B pesy/ibraTe
rMNOBONEMUN U HAAMNOYEYHUKOBOM HEOOCTaTOYHOCTH), a30-
TEMUIO, YPEMMUIO (CNeacTBME NOYEYHON HEAOCTAaTOHHOCTH).

MmanmHo3. lNartonoruns, conpoBoXAatowascs Hakonie-
HWEM B COEMHUTENbHOW TKAHW OPraHoOB M TKaHEeN M30bITKa
HeamunoungHoro 6enka. Hanbonee yacTble NPUYUHBI TMaNK-
HO3a — XPOHMYECKME BOCMaNUTENbHbIE NMPOLIECCHI B opra-
HU3Me, COCTOSTHUSA UMMYHHOW ayToarpeccuu, NponuTbiBaHme
coeauHUTENbHOM TKaHu 6enkamMu nnasmbl (Hanpumep, npu
XPOHMYECKOW apTepuanbHOM rMnepTeH3uun, caxapHom Aua-
6eTe, apTeprocKiepose).

HAPYLWEHUA OBMEHA HYKJIEUHOBbBIX KUCNTIOT

PaccTtponctBa MeTabonM3mMa HYKIEUHOBbLIX KUCNOT
COMPOBOXJaeTcs HapylweHWeM CUHTE3a U AeCTPYKLUKU MUpKU-
MWAMHOBBIX M MYPUHOBbLIX OCHOBaHUN.

MupuMuauHoBbIe OCHOBAHUA (ypauua, TUMWH, LMUTO-
3UH, METUT U OKCUMETUIILMTO3UH) UrpatoT KIOYEBYIO POJib
B o6MeHe U dyHKuMoHupoBaHun JHK, PHK, Hykneotuatpu-
docdaTtoB 1 HyKneoTnanmpodocdatos. [IBa nocnegHmx Knac-
Ca COeAMHEHWUN ABNAIOTCA NOCTaBLMKaMK 3HEPTUKU B psije
MeTabo/IMYECKUX peaKuuin (Hanpumep, Npu CUHTE3e JUMKU-
[0B M TpaHCMeMb6paHHOM nepeHoce BellecTB). K paccTpon-
CTBaM, COMPOBOXAAKWUMCH HapylleHnem MeTtabonv3ma
NMUPUMWUAUHOBBIX OCHOBAHWIM, OTHOCAT OPOTaLMAYPHIO, FeMO-
NIMTUYECKYI0 aHEMWIO U aMUHOU306yTUpaTyputo. MpruyrnHOM
UX ABNSETCH FreHETUYECKU JeTEPMUHUPOBAHHAsA HeAOCTaTOu-
HOCTb depmMeHTOB O6MeHa MUPUMUAMHOBbLIX OCHOBaHWM.
TaK, opoTauunaypus Hacnegyercs no ayrToCOMHO-pPeLLecCUB-
HOMY Tuny. BbligenstotT 1-M Tun opoTauuaypun, xapaktepu-
3YIOWMNACH HeAOCTaTO4YHOCTbIO OpPOTUAMH-5-dochaT nupo-
docdopunasbl 1 gekapbokcunasbl OpoTUaAMH-5-docdaTa,
M 2-W TN, B OCHOBE KOTOPOro M30/MpoOBaHHas HepocTa-
TOYHOCTb AeKapboKcunasbl opoTuanH-5-docdarta, a aKTvB-
HOCTb OPOTUAMH-5-pocdaT nupodocdopunasbl MoBbILEHA.
MexaHU3M pa3BUTUS KIIMHUYECKMUX MPU3HAKOB OpoTauuay-
puKM 3aK/o4aeTcs B TOPMOXKEHUKN TpaHChHOPMaLIMK OPOTOBOM
KUCNOTbl B LUMTUAMNIOBYIO C HAKOMJIEHUEM B KPOBU M30ObITKA
OpPOTOBOW KMCNOTbI. ITO NMPUBOAUT K 06PA30BaHUIO B TKAHAX
W opraHax ee KpucTaanoB, OpoTaLmLypun, TAXKENON Merano-
61acTU4EeCKON aHEMUM.

MypuHOBbIE OCHOBaHMUA (afleHWH, TyaHWH, MeTunage-
HWUH, METWITYaHUH) ABNSIOTCA KOMMOHEHTaMU HYK/IEUHOBbIX
KWCNOT, COCTaBHOM 4acCTbl0 MaKpPO3PrMYEeCKMUX COeANHEHWN:
afjeHunHan- n Tpudocdarta, ryaHnHaun- u TpudocdaTta, a Tak-
e NocTaBLlMKaMmM MOYEBOKN KMCNOTbI (bMHaNbHOro MeTabo-
JiuTa nypuHoOB).

HapyweHus o6meHa NnypMHOBbIX OCHOBaHUM

K OCHOBHbIM MPOSIBAEHUAM, Bbi3BaHHbIM HapyLeHUaImu
o6meHa NypuHOBbLIX OCHOBaHUM, OTHOCATCS nogarpa, runep-
YPUKEMUS, TUTIOYPUKEMMUS.
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HenpepbiBHOEe npodeccuoHanbHoe o6pasoBaHue

Puc. 4. MNpu4ymHbl 1 GaKTopbl pUCKa pa3BUTUSA Noaarpbl

| OCHOBHbIE 3TMO/OrMYECKMe HaKTOpbl nogarpbi |

MpuyrHbI |

| YcnoBus (GaKTopbl pUcKa)

! !

MNepBUYHbIE | | BTopuyHble |

! !

[eHeTnyecKkun pedeKt
depmeHTOoB 06MeHa
MOYEBOW KUCNOTbI

| CaxapHblv guabet |

| MnonnMnonpoTeMHeMum |

| ApTepuanbHas runepreHaus |

OXunpeHue

MNoBblWeHHOe 06pa3oBaHMe TopMOXeHHMe aKCKpeLun
MOYEBOM KMCNOTbI ypaTtoB

MNOBbIWEHHbI CUHTES +
CHWXEHHas 3KCKpeuus
MOY€BOMN KMCNOTbI

YcuneHHbIn Katabonnam
nypuHoB

| XpOoHWYecKas CTorKas runepyprkemus

Moparpa

logarpa — TunoBas ¢opma natonorMmM nypuHOBOro

o6MeHa, XapaKTepuaylolasncs XPOHUYECKUM MOBbILLEHU-

€M COAepKaHWa B KPOBWM MOYEBOW KWUCNOTbI, OTIOXEHUEM

N36bITKa ee Cconen B TKaHsAX (B T.4. OKOIOCYCTaBHbIX) U opra-

Hax, ypaTHOM HedponaTuen, Hedpo- U yponnUTUa3oMm.
Mp1YMHBI 1 YyCNOBKS, CNOCOBGCTBYIOLIME BOSHUKHOBEHUIO

W PasBUTUIO MNOAArpbl, MpeacTaBfieHbl Ha puc. 4.
OCHOBHbIMW daKTOpaMu pUCKa pas3BUTMS noaarpbl

cYMTaloT:

® OBbllWEHHOe 06pa3oBaHNe B opraHn3me MOYEBOMN KUC-
NOTbl (HANpPUMep, NPU HeJOCTaTOYHOCTM FTMMOKCAHTUHIYa-
HUH-bochoprbosnnTpaHcdepasbl, ANUTENBHO MOBbILIEH-
HOM COAEpPaHMN MYPUHOB B NULLE U/UK YyNOTPEGNEHUN
60NblWIOro KonuyectBa Msica, MOJSIOKa, WKpPbl, PbiObl,
Kode, Kakao, WoKonaga u ap.);

® yCUNEHHbIN KaTabonM3M MNypUHOBBLIX HYKIEOTULOB C
o6pa3oBaHMeM U36blTKa ypaToB (Hanpumep, Npu npu-
MEHEHUM LMTOCTAaTMKOB Yy MaLMEHTOB C HOBOOOGpPa30-
BaHWSIMW, MacCCMPOBAHHOM amnonTto3e y MauWeHTOB C
60N1e3HAMN MMMYHHOW ayToarpeccuu, pacnage ageHo-
3UHTPUPOCHOPHON KUCNOTbI B pe3ysibTaTte MHTEHCUBHOM
MblILEYHOW Harpy3KHK);

® TOPMOXEHWEe BbIBEAEHUS MOYEBOW KMCNOTbl C MOYOM
(Hanpumep, Npy NOYEYHON HEeJOCTAaTOYHOCTH, BblPaKeH-
HOM aumagose);

® UN306bITOYHbIN CUHTE3 MOYEBOW KWUCNOTbl MPU OAHO-
BPEMEHHOM CHWXEHWW BbIBEAEHWS €e M3 opraHuM3ma
(Hanpumep, Npu 310ynOTPE6NEHUU anKoronem, passu-
TUMW LWOKOBbIX COCTOSIHWI, MMMKOreHo3€e C HeJ0CTaTO4YHO-
CTbO [I0K030-6-docdhaTasbl).
KntouyeBble 3BEHbS NAToreHesa nogarpsbl (p1c. 5):

® HaKonfeHue U36biTKa ypaToB B Mia3mMe KPOBU U MEXKKIE-
TOYHOW XMAKOCTU, YTO aKTUBUPYET KOMMOHEHTbI CUCTE-
Mbl KOMMNeMeHTa (C 06pa3oBaHNEM XeMOATTPAKTaHTOB,
Hanpumep Cg, 1 Ca,), KUHUHBI U CUCTEMY FrEMOCTa3a;

°®  MOOGMAN3ALNSA M3 LIMPKYIMPYIOLLEN KPOBU NIEMKOLIUTOB,
KOTOpble HaKanInMBatTCs B MeCTax KOHLEHTPaLIMK MoYe-
BOW KMCNOThI (B KOXKeE, MOYKaXx, XpsLLaX, OKONOCYyCTaBHbIX
TKaHsAX);

® OrNOoLEHNe MUKPO- U MaKpodaraMm KpUctaaioB Moye-
BOW KMUCNOTbl (OCOBGEHHO MOCNEe aare3vmn Ha HUX UMMY-
HOrNoOOGYNMHOB); 3TO 06YCNOBAMBaET akTuBauuio daro-
LMTOB, BbICBOOOXKAEHME UMW MEAMATOPOB BOCManeHus
(BKIOYAs BUOreHHbIE aMUHbI, NPOCTarnaHAnHbI, NeNKo-
TpUeHbl, GepMeHTbI), aKTUBHbIX GOPM KKcnopoaa, CBO-
60/1HbIX PaAMKaNoB 1 NEPEKNCEN BELLECTB;

e BbiCBOGOXeHMEe darounMtamum MNpoBOCNaNUTENbHbIX
uMTokMHoB (M1 1, 6, 8, PHO «, NermKoTpueHbl U ap.),
NOTEHLMPYIOWMX PA3BUTUE XPOHUYECKOIO BOCMANEHUS;

® MOBpEXAEHWE KNETOK U HEKIETOYHbIX 3IEMEHTOB U306bIT-

KOM ypaToB, MeaAMaTopoB BOCNaNEHUS, LUTOTOKCUYECKU-

MU NenKouuTaMn ¢ 06pas3oBaHMEM YYXKEPOAHbIX aHTU-

FeHHbIX CTPYKTYP, YTO aKTUBMPYET peakuMu UMMYHHOM

ayToarpeccuun 1 annepruu.

B 30He oTnoXeHus ypaToB CcKanauBaeTcs 60sbluioe
4YMCNO NEenKouuToB (NOAMMOPOHOSAEPHbIX HEWTPOodUIOB,
MOHOHYK/leapHbIXx darountoB, NMMOOLMTOB), INUTENNOWNA-
HbIX M TUFAHTCKUX MaKpodaronogo6HbIX KNeTok, pubpobdna-
cToB. [locTeneHHO 06pa3ytoTcsa nogarpudyeckue rpaHynembl
W nofjarpuyeckue «WuilKku» (tophi urici). OHM NOKaNU3yoTCH
B OCHOBHOM BOKPYr CTYMHEW; rofeHOCTOMHbIX, JIOKTEBBIX,
fly4e3ansiCTHbIX CyCTaBOB; B MOYKax, KOXe, Xpsllax YLHbIX
pPaKOBWH.

K OCHOBHbIM MPOSIBNEHWUAM NOAArpbl OTHOCAT:
® OCTOSIHHO MOBbIWEHHYI KOHLIEHTPaLMIO MOYEBON KKC-

N0Tbl B N1ia3Me KPOBU U MOYE;
® MOHO- M NOANaPTPUTHI;
® IMXOpanKy;
® CUNbHYIO 60/Ib B 30HE HAKOMNEHUs ypaToB (OHa MOXET

UMETb XapaKTep AUTENbHbIX 3NNM3040B — A0 2—3 CyT);

° noBTOpHOE popmuUpoBaHMe TodyCcoB (Y3/10B);

® MOYeYHylo HeJOCTaTOYHOCTb;

* Hedpo- 1 yponuTmas;

° peunaMBupylowmne NnenoHedpuThl;

® KU3MEHeHMs B MoYKax, 3aBeplialolmecs HedbpoCcKIepo-
30M, NOYEYHON HELOCTATOYHOCTbIO, ypEMUEN.
Tmnepypnkemus (hyperuricemia; runep- + YpUKEMUS;

CUH.: cuHapom Jlewa—HuxeHa) — HacneactBeHHas ¢op-



Puc. 5. KntoyeBble 3BeHbs natoreHe3a nogarpbl

3tnonoruyec

Kne daKTopbl

| Mnepypukemus |

|

| AKTUBaLIMSA MIa3MEHHbIX CUCTEM: KUHWHOB, KOMMJIEMEHTa, remoctasa |

| O6pa3oBaHue xemoTa

KCMHOB (Cgy, C3, 1 A1P.) |

|

Mo6unnsauuns nenKoLMToB (MUKPO- U Makpodaros, TMMOOLMUTOB) B MECTa OT/IOKEHUS MOYEBOW KUCIOTbI |

CHHTE3 1 cekpeuus nenkouutamu

MeanaTopoB BOCNaieHus MOYEeBOK

ParounTo3 NenKoLMTaMmn KpucTanios

| MoBpexaeHne TKaHewn |

KUCNOTbI

| O6pa3oBaHWe aHTUreHoB |

|

PasBuTHe peaKuum XpOHUYECKOro Bocnan

€HUsl, anneprum, UMMYHHOM ayToarpeccum |

dopmMrpoBaHUe NoaarpUYEcKux rpaHynem u «wuwek» — tophi urici |

Ma naTtonorum obMeHa BelecTB, o6ycnoBieHHaa ageduum-
ToM depMeHTa rMnokcaHTuHdochoprbosnntTpaHchepassbl.
HacnepyeTcs CMHAPOM MO ayTOCOMHO-PELLECCMBHOMY TUMY.
MposBnaeTca xapaKTepHbIMWU MNPU3HAKaMWU: YMCTBEHHOWM
OTCTaNoCTblO, XOPEeoaTeTo30M; MPUCTYNamMu arpeccuMBHOro
noBeAeHNs, HEPEAKO C CaMOMNOBPEXAEHNEM; NOBbIWEHHbBIM
CoEpPKaHMEM MOYEBOM KUCNOTbI B KPOBM M MoYe. Y aeTen
pa3BuBaeTcs nepBu4yHaa nogarpa. OCHOBOM 3TOM pas-
HOBW/HOCTU SIBNIAETCA CEMENHO-reHeTuyecKkas aHomanus
NypuHOBOro o6meHa, AeTepMUHUPOBAHHAA HECKONbKUMMU
reHam# (T. H. KOHCTUTYLIMOHANbHbIN AUMCNypu3m). 3To Habnio-
[aeTcs NPy BPOXAEHHbIX HAPYLWEHNAX aKTUBHOCTU 3H3UMOB
Ha K/OYeBbIX 3Tanax meTabonn3ma nypuHOB. TaKk, MNpwu

KOH®JIMKT UHTEPECOB

ABTOpPbI AaHHOW CTaTbM MOATBEPAMNM OTCYTCTBME DUHAHCOBOMW

COOOLINTB.

CMUCOK PEKOMEHI0BAHHOM IUTEPATYPbI

1. JlutBuukui M. . MaTtoduaunonorua. M.: FISOTAP-Meguna. 2012;
1:270-281.

2. ManblweB U.10. Ctpecc-6enkn B 6Guonorun v meauuuHe. M.:
r'90TAP-Megmna. 2012. 176 c.

CHU}EHUN aKTMBHOCTM TMMNOKCaHTUHIYaHUH-pochopnbo3nn-
TpaHchepasbl HaKanIMBaeTcs U36bITOK NMYPUHOB, YTO ABAS-
eTca GaKTopoM pUCKa pa3BUTUS cuHapoMa Jlewa—HuxeHa.

Mnoypukemusi. CUHLPOM, XapaKTEPU3YIOWMINCSH CHUMKe-
HMEM KOHLEHTPaLMM MOYEBOW KUCIOTbl B KPOBU HUXKE HOpP-
Mbl. Halle 3TOT CMHAPOM pa3BMBAETCS B pe3y/braTe Hapy-
LWeHnss peabcopbunn B NMPOKCMMANbHOM OTAENE MOYeYHbIX
KaHanbLieB ypaTa HaTpus, pexxe — BCNEACTBME YCUEHNS ero
ceKkpeuunn. 3To obycnoBanBaET YPUKOIYPUIO U HepeaKo dop-
MUpOBaHue ypo- u Hedpponutnasa. HacneacteeHHas dopma
naTonornun nepefaeTcs ayToCOMHO-PELLECCUBHO U ABNSETCA
cneactBMEM MyTauUMKM FEHOB, KOAMPYIOWMX CUHTE3 MeMbpaH-
HbIX 6€/TIKOB, Y4aCTBYIOLMX B TPAHCNOPTE ypaTa HaTpus.

ﬂO,Elﬂ,ep)KKVI/KOHd)ﬂMKTa MHTEPECOB, O KOTOPbIX HEOGXOAMMO

3. Pocnbit U.M. Ankoronuam: Kpax 6enkoBoro o6meHa. M.: MUA.

2013.128c.

4. Copstead L., Banasic J. Pathophysiology. Saunders. 4th Edn.

2010. P. 691-694, 975-976.
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HenpepbiBHOE npodeccruoHanbHoe o6pa3oBaHue

CUTYALIMOHHBLIE 3A[AYM K NIEKLIUHK

3AA0AYA 1

MaumneHTKka B., 17 net, noctynuna B peBmaTosornye-
CKOe OTaeneHue ¢ anobaMu Ha 3nu30A4bl CUAbHOM 60NU
B NpaBOM rONEHOCTOMHOM cycTaBe, 60/bWOM M CPeaHEM
nanbLe npaBoW CTOMbl, TOLWHOTY, FONOBOKPYXKEHWE, cna-
60CTb, yBENWYEHWE CYTOYHOro Auypesa. [logobHble npu-
CTynbl y B. BO3HUKaNW NeprMoanyeckn B TeHeHne NocneaHnx
3 net. NepBbIM aNM304 conpoBoXancs 60/bi0 B NpaBoM
60nbLWOM nasnbLie cTonbl. B ganbHenwem 6onesble NPUCTYIbI
NMOBTOPSIUCH C BOB/IEYEHMEM APYrMUX NabLEB CTOMbI U rofe-
HOCTOMHOrO cycTtaBa, NanbLEB PYK M JIOKTEBOrO cycrasa.
MauneHTKe Ha3Hayanu HecTepouaHble NPOTMBOBOCMNANM-
TeNbHble W aHTUIUMMNEPYPUKEMUYECKME CPEACTBa, KOTopble
ynyywanu ee coctosiHue. Y B. BbIIBNEHbl TaKKe MPU3HaKu
apTepuanbHOM runepTeH3un, rnomepynoHedputa, NoYeYHom
HeJoCTaTO4YHOCTMH.

Mpu ocmoTpe: B 06nacTM NpaBoOro rofieHOCTONHOro
cycTaBa M NepBOro natocHedanaHroBoro cyctaBa npaBom
CTOMNbl — TFUNEPEMUS U OTEYHOCTb KOXW. MmetoTca 6e3-
60ne3HeHHble y3enKkoBble o6pa3oBaHua pa3mepom 0,5-
1,0 cM Ha NOKTAX, rONIEHOCTOMHbIX CycTaBax, nanbLax cTton
M Kucten. B obnactv nanbueB CTOM M JIOKTEBOro cycTa-
Ba — U3bSA3BEHME KOXKM Ha YNNOTHEHWEM C BblAENIEHUEM
nactoobpasHon 6enon maccbl. B cMHOBWaNbHOM XUAKO-
CTU MOPa)KEHHbIX CYyCTaBOB W COAEPXKMMOro YNAOTHEHUMN
o6HapyXeHbl KpUcTanibl MOHOypaTa HaTpus. KnuHuyeckum
aHalin3 KpPOBU: IPUTPOLMUTHI 4,9><1012/n, NIeNKoUUTbI
11,2x10%/n, CO3 40 MM/4. BUOXMMUYECKOE MCCnesoBa-
HWe KpoBM: MoyeBasi kucnota 590 MKMOSb/A, MOKO3a
nnas3mbl KpoBu 4,3 MMOnb/n, KpeatuHnH 150 MKMonb/n,
MoYyeBMHa 28,1 MMOSb/N.

BOMPOCbLI

1. Haszosute dopmbl natonoruu, umelowmecs y B. Hapy-
WeHWe KaKoro Buaa obmeHa BelecTB MOXET ObiTb MX
npuynHom y B.?

2. KakoBbl NPUYMHbBI U NaToreHes OCHOBHOM GOopMbl NaTo-
NOTUK, MeXxaHW3Mbl Pa3BUTUS MECTHbIX MPOSABAEHUNH
3aboneBaHua?

3. Kak HasbiBatoTcsi 6e360/1e3HEeHHble y3enKoBble 06pa-
30BaHMUS, OOHapYXEHHble Ha NOKTSAX, FONEeHOCTOMHbIX
cycTaBax, nafblax cTon U KUCTeN? KakoBbl MeXaHWU3Mbl
nx o6pa3oBaHua?

4. KaKoBbl MPUYMHbI U MEXaHU3Mbl UBMEHEHWUI B KPOBMH,
Apyrux cumntomoB y B.?

3A[AYA 2

MaumneHT I, 11 mec, NOCTynun B AETCKYlO GOMbHULY C
NPU3HaKaMn 3adeprKKM MCUXOMOTOPHOrO0 pPas3BUTUS, HKU3-
KoM npubaBKOW Maccbl Tefa, CPbiIrMBaAHMEM MULLEN, PBO-
TOW, NEPUOAMYECKM BO3HMKaWUMKN adbEKTUBHO-PECMn-
paTOpPHbLIMU PACCTPOMCTBAMM, MbILLIEYHbIMWU CyA0OpOramm,
NIMXopafKon. Y natHaguatuneTHero gaam . no MaTtepuHCKom
JIMHUM — 3aAEePKKa MOTOPHOIO Pa3BUTUSA, CHUKEHWNE UHTEN-
NIeKTa, NPU3HaKW aytoarpeccuun (Kycaet cebsl), nepuoanye-
CKME MblllEeYHble Cya0pOorK, B CBA3K C YeM eMy Obll MocTaB-
JIeH AnarHo3: «[JeTCK1m LepebpanbHbli Napaamy».

[Mpn ocmMOTpe: cocTosiHME TAXKenoe; Macca Tena 6,2 Kr,
[NMHa Tena 63 cM. MMeeTcs HeBponorMyeckasa cumnioma-
TUKa: PUKcauma B3rnaaa, NPexoasLuin Nnto3 npaBoro rnasa,
KPYNHOPa3MallnCTble TMNEPKUHE3bl B BEPXHUX M HUKHUX
KOHEYHOCTAX, MbILLEYHbIA TOHYC CHUMEH, roNoBYy He yaep-
XMBaeT, He NepeBOpayYMBAETCS, HE CUAUT, HEe TOBOPMT.
lMpu3HaKkn renatomeranuun. KNMHWUYECKUI aHann3 KPOBM:

Hentpoodwmnes (59%), CO3 20 mm/4. Buoxmmuyeckmi aHa-
M3 KpoBU: MoyeBas kKucnota 1100 MKMonb/n, runepxone-
CTEpPUHEMMS, MOBbIWEHA KOHUEHTPaUWs MOYEBWHbI, TMMO-
npoTeMHemMus, rmnorammMarnobynmHemmus. CHUKEHbI YPOBHM
17-OH nporectepoHa, TectocTtepoHa, AKTI. AHanu3 mouu:
nenkouuntbl — 10 B None 3peHnst, CBEXME U BbILLENOYEHHbIE
3pUTPOLMTLl — 4 B nosie 3peHus, 60nblioe KOIMYECTBO
KPUCTan/ioB MO4eBOW KMcNoThl. MNpu Y3 opraHoB GptoLLHOM
nosocTn: Anddy3Hble MBMEHEHMS NAPEHXMMbI MOYEK, HaNu-
Yne B HUX «<MATKUX» KOHKPEMEHTOB. [MPU3HaKN XPOHUYECKON
NMoYe4yHOW HeaoCTaTOYHOCTU. JHAOKPWMHOIOrOM MOCTaB/EH
avarHos: «BpoxkaeHHas AnchyHKLUMSA KOpbl HAANOYE€YHUKOB,
conbrepsaowan dopmar.

BONPOCHI

1. Kakue ¢dopmbl natonorun nmetotces y .7 Kakaa M3 HUx
ABIIETCA OCHOBHOMN?

2. KaKoBbl 3TMONOI1A 1 NaToreHe3 OCHOBHOM GOpPMbI NaTo-
normm?

3. Kak MoXHO anarHoctupoBatb 3Ty GOpMy NaTonornmn?

4. KakoBbl NpUHLMMbI leyenuns I.?

3A[AYA 3

MaumeHT K., 16 net, obpatuaca K Bpayy € xanobamu
Ha yYacTble peunavsupylowme mHdekunn. Y K. BbiIBNEHbI
GPOHXO3KTaTMYEeCKan 60Me3Hb, racTPOAYOAEHUT, PELNINBU-
pyOLWKUIN Hecrneundruyeckni apTpuT, CUHAPOM Manbabcopo-
uMn. Bo Bpems rHOMHbIX MHPeKUMA K. HEOAHOKpPATHO Mpo-
BOAWMM TpaHChY3UKU NpenapaTtoB KPOBU U MNa3Mbl, a TaKKe
aHTMBUOTMKOTEpPANMUIO.

Mo pe3ynbTratam nabopaTopHbIx UccnefoBaHni y K. o6Ha-
PYKWIN 3HAUYUTENIbHOE CHUXKEHWE B NepUPEeprYeCcKon KpoBHm
yucna 3penbix B nMMOOUMTOB M KOHLEHTPALUK aHTUTEN
KknaccoB A, M, G. MNpoaykuusa T-knetovHoro W1 2 coxpaHeHa.
B BospacTte 6 net K. 6bI1 nocTtaBfieH AMarHos: «bonesHb
bpytoHa». 848 no nvHMM maTepu cTpagan peunavBupy-
OLMMWN THOMHBIMW 3a60NEBAHUAMM NErKMX, OpPraHoB yxa,
ropaa v Hoca, OT Yero ymep B Bo3pacte 19 net. Y mnagwew
cecTpbl K. rHOMHbIX 3a601€BaHUI HE OTMEYanoch.

Mpu ob6bcnepoBaHuu: macca Tena K. cHueHa, 6nej-
HOCTb KOXHbIX MOKpoOBOB. O6wui 6enok Kposu 49 r/n.
baKTepnuMaHOCTb HEMTPODMNOB HapyLlEHA YMEPEHHO.

BOMPOCbLI

1. HasoBute ¢&opmbl natonoruu, umetowmecs y K.
HapyleHuns Kakoro Buja o6mMeHa BELLECTB Y HEro JOMMU-
HUPYIOT?

2. KakoB MexaHW3M runorammarniodyimHemun y K.?

3. HazoBuTe K/lO4EBbIE 3BEHbA MexaHuU3Ma pas3BUTUSA
rMNOMNPOTEUHEMUU, AUCTIPOTEUHEMUMN, CHUKEHUSA MaccChl
Tena K.?

4. Kakue elle 6biBaloT pa3HOBUAHOCTU TMMONPOTEUHEMUMU
MO MUX MPOUCXOXKAEHUIO?

TECTbI K IEKLUIUH
lNMpumeyaHue. (4) — B KPYrbiXx CKOOKax psaomM ¢ BOMpo-
COM YyKa3aHO YMC0 NpaBU/IbHbIX OTBETOB.

1. ®dopmo# nartosioruv, Bbi3BaHHOW
nypMHOBOIro oomeHa, aBnserca: (1)

HapyweHuem

1) noparpa;

2) nennarpa;

3) KBaWWOPKOP;
4)  ankanToHypwus;
5) opoTaumaypus.



2)
3)
4)

5)

2)

3)

4)

1)

dopmoi naTosorum, passuBatlowerica npu aedpuum-
Te TpunTodaHa, asnsercs: (1)

nennarpa;

noaarpa;

KBaLUMOPKOP;

ankanToHypus;

PEeHUNKETOHYpUS.

B ocHOBe pa3BUTUSA aNKanTOHYPUU NEXKUT HeJoCcTa-
TO4YHOCTb pepmeHTa: (1)
roMoreHTM3aT-1,2-AMoKcureHassbl;
deHnnanaHnHrngpoKcunasbl;
rMNOKCaHTUHIyaHUH-bochopubosnnTpaHchepassbl;
ypuanHandocodaTt-rnoKopoHun-TpaHcdepassbl;
reKCOKMHa3bl.

MpuunHa PeHUNKEeToOHYypUun — HefOoCTaTOYHOCTb
depmeHTa: (1)

roMoreHTM3aT-1,2-AMoKcureHasbl;
deHnnanaHnHrngpoKcunasbl;
rMNOKCaHTUHIyaHUH-bochopubosnnTpaHchepassbl;
ypuanHandocodaTt-rnoKopoHun-TpaHcdepassbl;
reKCOKMHa3bl.

Beayuwmin mexaHusM pas3BUTUSA FTHUJIOCTHOW AUC-
nencuu: (1)

HapylleHWe nepeBap1MBaHna U BCacbiBaHWA GENKOB;
HapylleHWe nepeBapmMBaHns 1 BCacbiBaHWUS XUPOB;
HapylleHWe nepeBapMBaHns yrineBoOoB;

HapylleHne KoHe4YHoro obmeHa 6eNKoB;

HapyLleHWe NPOMEKYTOHHOro o6MeHa 6enKoB.

Mopgarpa — aro: (1)

XpOHMYecKoe 3aboneBaHne, 06yCNOBIEHHOE Hapylle-
HMemM oOMeHa NypUHOB;

HacneacTBeHHoe 3aboneBaHue, 06yCI0BNEHHOE Hapy-
leHnem obmeHa deHunnanaHnHa;

3aboneBaHne, 06YyCNOBNEHHOE HapyllEHWEM CUHTEe3a
ypnanHa,

HaKonneHWe B COeANHUTENbHON TKaHM M36bITKA romo-
reHTU3MHOBOM KUCNOTbI;

ocTpasi HefoCcTaTOYHOCTb O6MeHa MUPUMWAMHOBLIX
OCHOBaHMWN.

KnioyeBbiM natoreHeTM4ECKUM 3BEHOM NEepBUY-
HOW (HacneacTBeHHOW) noaarpbl (cuHapoma Jlewa-
HuxeHa) anaerca: (1)

BTOPUYHAs rMNepypuKkemus;

nepBuUYHasa rmnepypukemus;

NPOAYKLMOHHas runepasoTeMums;

peTeHLMOHHas runepasoTemMmus;

ypemus.

OXxpoHo3 — 3T0: (1)

obLiee HagzBaHWe 04aroB NaToIOrMYECKOro YM10THEHMUS
NMOAKOXKHOW KNeT4yaTKu;

HaKoMnMeHne B COEAUHUTENBHON TKAHWU FTOMOIrEeHTU3UHO-
BOW KMCNOTbl, XapaKTepuaytolleecs npoKpawmBaHuem
TKaHW B AbIM4YaTO-CEPbIN MU CBETN0-6Ypbli LBET;
B3LYyTME XWMBOTa BC/NELCTBME CKOMNEHUS ra3oB B
KULLIEYHUKE;

NAOTHbIM o4ar Gubpo3a NOAKOKHOW KNeT4YaTKu;
OKpalmrBaHWe MO4YM B YEPHbIN LiBET BCNELCTBMUE Hanu-
4YUS B HEW NMPOAYKTOB 06MeHa deHunanaH1Ha.

K 0CHOBHbIM Npu3HaKam KBallMOpKopa OTHOCHAT: (5)
OTEKM;

JegLsenN

=
°

SgLsehE

12,

ME

LJoegre

TMNOMUIMEHTALMIO KOXMU;
aTPOPUIO MbILLILL;

OTCTaBaHue B GU3MYECKOM Pa3BUTUU;
OTCTaBaHWe B HEPBHO-NCUXMYECKOM Pa3BUTUY;
nepuoanyecKyto runepTepmMuio;

OynnMmuLO.

OCHOBHbIMU NMpPU3HaKaMM aJIMMEHTapHOro mapas-
ma aBnqiTtcs: (3)

TMNOMUIMEHTALIUSA KOMXMH;

rMNepnMrMeHTaLuns KOxXu;

aHOpEeKCHUs;

aTpodUSa MbILL, U MOAKOXKHO-XMPOBOW KIIETYATKY;
OTCTaBaHWEe B HEPBHO-MCUXMYECKOM Pa3BUTUY;
nedbununt comaTuyeckmx 6enKoB npeobnagaeTr Hag
nedruMTOM NNa3MeHHbIX 6EKOB.

KnuHuKo-na6opaTtopHbiMU NOKa3aTeassMu Hapylue-
HUW GeNKOBOro o6MeHa cumutalor: (5)

OTK/IOHEHWE OT HOPMbl YPOBHS OCTAaTOYHOro asoTa
KpoBu;

OTKJIOHEHWE OT HOPMbI
B KPOBU;
IUCNPOTEUHEMMUIO;
nosiB/ieHMe B KPOBW NaTONIONMYECKUX 6ENKOB;
OTK/IOHEHWE OT HOPMbI COJEpPHKaHUA B KPOBWU GUOreH-
HbIX aMWHOB;

rMnepannuaemMuio.

coAepxaHud aMMHOKKUCNOT

MpuYMHaMM CHUKEHUSI UHTEHCUBHOCTU CHUHTe3a
6esiKa B opraHu3me MoryT 6biTb: (7)

6e/IKOBOE rofI0fjaHue;

NpoLLeCChl, Bbi3blBalolMe MEYEHOYHYI0 HeaocTaTou-
HOCTb;

M36bITOK MMIOKOKOPTUKOUAHbBIX TOPMOHOB;

M36bITOK TUPEOUAHBIX TOPMOHOB;

neduumMT comaToTponuHa;

neduumMT aHAPOreHos;

HacneACTBEHHbIE 3H3MMONaTUM NMPOTEOCUHTESA;
NoBbIlWEHNE BCacbiBaHUSA 6ENKOB B KULIEYHUKE.

MatoreHe3 noaarpbl BKAOYaET crnepyloliye OCHOB-
Hble 3BeHbA: (2)

yBenMyeHne obpa3oBaHUA MOYEBOM KWUCNOTbl BChea-
CTBME reHETUYECKN 06YCIOBNEHHbIX GepMeHTonaTni;
YMEHbLIEHWNE IKCKPELIMM MOYEBOM KMCOTbI MOYKaMU;
NOBLILWEHWE COAEPXKAHUA aMMMaKa KaK cnefcTtBue
ne4YeHoYHOW HeA0CTaTOYHOCTH;

NoBbIWEHNE MPOAYKLMM MOMOYHOM KUCNOTbl B pPe3yb-
TaTe aKTMBaLMK [MMKOreHonmn3a.

K HepocTtaTo4HOCTH cuHTe3a Gesika B opraHusme
npuBoaAT: (5)

OTCYTCTBME WM HapylweHWe KOIMYECTBEHHOrO COOT-
HOLIEHUS He3aMEeHUMbIX aMWHOKMCOT, MOCTYNnatoLmx
B OPraH13m C MuLiew;

NnoBpeX/AeHNE reHEeTUYECKOro annapara KNeTku;
HapyLlleHue perynsaumm npouecca cuHTe3a 6eska;
rméenb mMo3ra nNpu HeaGHEKTUBHOCTM peaHUMaLMOH-
HbIX MEPOMPUATUIA;

HeJOCTaTOK MHCY/IMHA, aHAPOreHOB, COMAaTOTPOMNUHa;
M36bITOK MHCYNIMHA, aHAPOreHOB, COMATOTPOMMHA.

MaTtoreHe3 opoTtauuaypuu BKAIOHAET cregylouiue
paccTtpoucTtBa: (5)

reHEeTUYECKN OETEPMUHUPOBAHHYIO HEOO0CTaTOYHOCTb
GepMeHToB 06MeHa NMUPUMWUIUHOBbLIX OCHOBAHUM,
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reHeTUYEeCKN AEeTEPMUHUPOBAHHYIO HELOCTAaTOYHOCTb
depmeHToB 06MeHa NypUHOBbLIX OCHOBaHUI;
CHUEHWe TpaHchopMaL MM OPOTOBOM KMCNOTbl B LIUTH-
[MNOBYIO;

HapylleHMe npeBpalleHns LUUTUAWIOBOW KUCNOTbl B
OpPOTOBYIO;

HaKOM/EHME B KPOBU U30bITKA OPOTOBOW KUCNOThI;
ob6pa3oBaHME B TKAHSAX M OpraHax KpucTaaioB OpoTo-
BOW KWUCNOThI;

MunoctHon (A), xuposoi (Bb), 6poaunbHon (B)
AUCNEncUn COOTBETCTBYIOT clepyloliue Xapakrte-
PUCTUKMU:

HapyleHne nepeBaprBaHus 6ENKOB U UX THUIOCTHOE
pasnoxKeHue;

paccTponCTBO NepeBapuBaHns yrneBOA0B U YCUNEeHUe
npouecca 6poxeHus;

ynotpebneHne B nuy 6GONbLIOrO KOAMYECTBa Kupa
y vl ¢ 3aboneBaHUAMM MEeYEHU, Ken4eBblBOAALLMX

7) nOBblWEHWe coaeprKaHUa OPOTOBOM KUCNOTbI B MOYe. nyTen, NoaXKenyao4Hon xenesbl (1)

1) A—B; b—a; B—6
16. MonoxutenbHbit (A), oTpuuaTenbHbii (B) asoTtu- 2) A—6; b —B; B—a
CTbi 6anaHc popmMmUpyeTcs Npu: 3) A—ag; b —B; B—6
a) pocTe opraHu3ma;
6) 6epemeHHOCTH; 22. AGconioTHoe ronogaHue (A), nonHoe ronoaaxHue (b),
B) ronogaHwu; HenoJsiHoe ronogaHue (B), yacTtuuHoe ronopaHue (IN)

-
~

TEPMUYECKUX OXOrax; BO3HUKaeET Npu:

) U36bITOYHOM CEKpPEeLUN UK BBEAEHUN aHabOUYECKUX a) MOJIHOM NpeKpalweHun npuemMa nuLLM 1 Boapl;
rOPMOHOB; 6) npeKkpaleHur Npruema nuLKM Npy NOCTyNAeHUn BOAbI;
€) M3ObITOYHOW CEKpeLnn NN BBEAEHWUW KaTaboINYeCKMX B) HeOoCTaTO4YHOM KallOPUMHOCTU MULLU, He BO3MeLLato-
rOPMOHOB; e aHepreTMYecKMx 3aTpaTt opraHu3ma;
X)  MHOEKUMOHHbIX 3ab6oneBaHusax (1) r  KalopWMMHOCTU MWLLKW, MOKPbIBalOWEN 3HepreTuye-
1) A—a,6, g b—aB,re X CKWe 3aTpaTbl opraHuM3amMa, HO HecbanaHCUMPOBAHHOM
2) A—B,T,€xX; b—a, 6,4 no nutaTenbHbIM BelwecTBam (1)
3) A—sB, e b—a, 6,4 X 1) A—r; b — 6; B—sB [—a
106 4) A—B, e X Bb—a, 6,1 2) A—B; b — 6; B—a; r—r
3) A—©G; b—a; B —B; [—r
17. HacnepctBeHHbIN fedeKT meTabonuama peHunana- 4) A—ag; b —6; B —B; [—r
HUHa (A), TMpo3uHa (B) nexxuT B OCHOBE pa3BUTUSN:
a) TUPO3UHEMMUY; 23. wnepasotremMua npopyKuuoHHasa (A), peTeHLHOH-
6) (PEeHUNKeToHypuu; Hasa (B), runoxnopemuyeckas (B) popmupyertcsa npu:
B) anbbuHuama (1) a) MOBbIWEHHOM pacnaje 6enKoB;
1) A—s; b—a,b6 6) HapyweHuK a30ToBbIAENUTENBbHON GYHKLIMK NOYEK;
2) A—gq; b—6,8 B) CHU)EHWW CTabUbHOCTU OENKOBbIX MONEKyN BChea-
3) A—©6; b—a,B CTBME NOTEPU XKEeNyao4HOro coka (1)
1) A—6; b—a; B—sB
18. HapyweHus GenKOBOro coctaBa KpOBW: rMMonpo- 2) A—a; b —6; B—B
TeuHemus (A), runepnporemHemusn (b) Bo3HuKaloT 3) A—aB; b—a; B—sB
npu:

a) ronogaHunu; 24. AMMMaYyHas UHTOKCUKaLMA cBsi3aHa C HeocTaTou-

CrylwleHnn KpoBwu;

HOCTbIO MeXaHU3MOB: (3)

HenpepbiBHOE npodeccruoHanbHoe o6pa3oBaHue

YCUIEHUU CUHTE3a aHTUTEN; 1) BOCCTAHOBWTENLHOIO aMUHUPOBAHUS;
ne4YeHOYHON HeJOCTaTOYHOCTH; 2) o06pa3oBaHusa amuaoB (ryTamuHa);
[l)  HapyleHWU BcacbiBaHUS GE/TKOB B KULLIEYHUKE; 3) CMHTEe3a MOYEBUHbI;
e) npoTenHypuu (1) 4)  CcuHTEe3a 6unnpybuHa;
1) A—a,re; b—6,8,1 5)  CcWHTE3a UMTUAMNOBOW KUCNOTHI.
2) A—a,race b—6,8
3) A—ra 6 b—a, 6,8 25. ®opmo# naTosioruu, CBA3aHHOW C HapylleHUem
4) A—a, g b—6,8,e NMUPUMUAUHOBOro o6MeHa, aBnsertca: (1)
1) noparpa;
19. HopmanbHbi# (A), CHUXKEHHbIN (B) KnupeHc moyeBo# 2) nennarpa;
KUC/IOTbl XapaKTepeH Ana: 3) KBalMOPKOP;
MeTab0oIMYECKON FrMNEePyPUKEMUN; 4)  ankanToHypwus;
NOYEYHON runepypukemMmnu (1) 5) opoTauuaypus.

A—a b—6
A—©06 b—a

MepBuyHaa (A), BTopuyHaa (B) runepypukemusa
JIEXKUT B OCHOBE:

HacneacTBeHHoOM 6one3Hn obmMeHa BelecTs, 06ycnoB-
neHHon aedumuntoM pepmeHTa rMNoKCaHTUH-pocdhopu-
603unTpaHchepasbl;

YBE/IMYEHUS COAEPIKAHUS MOYEBOM KUCIOTbI B KPOBMU
6onee 0,5 mmMonb/n, 06YyCNOBNEHHOINO MOBbILEHHBIM
pacnafom HyKJIEMHOBbIX KMCNOT (1)

A—g; b—6

A—©6; b—a

BAPUAHTbI OTBETOB K CUTYALIMOHHbIM 3AJAYAM

K3AOAYE 1

Y B. nogarpa, 060CTpeHMEe XPOHUYECKOrO NogarpuyecKo-
ro NoAMapTPUTa, XPOHUYECKUI rNoMepynoHedpHT, noyey-
Has HeJoCTaTO4MHOCTb, apTepuanbHas rMnepTeH3us.
Hanuyve runepypukemuun, MOHoypaTa HaTpus B CUHO-
BUaNbHOM XMAKOCTU MOPaXKEHHbIX CYCTaBOB U B CoAep-
MMOM TODYCOB CBMAETENbCTBYET O HapyleHWUW Nypu-
HOBOro 06MeHa, YTO CAYXKMT NPUYMHOM GOPM NaToNoruu,
passuBLlUMXCS Y B.



2. MMpwuymHor noparpbl y B. sBAgeTCA NOBbIWEHME COAEPHKA-

HUS B N1a3Me KPOBU U APYrMX GMONOrMHYECKUX HKUIKOCTSAX
opraHu3ma ypatoB. B cBfi3M C 3TUM MPOUCXOAUT Kpu-
CTanIM3aums conert MO4YEBOM KUCIOTbl U OT/IOKEHUE WX
B cycTaBax. ATO COMPOBOXAAETCSH aKTUBALMEN CUCTEMBI
KOMMNEMEHTA, KMHWHOB, MUIpaLMM B o4Yar MoBpeXxae-
HUS NENKOUMTOB U3 LMPKYIMPYIOLLEN KPOBU. JIeMKoUMTbI
nornoLaloT KpUCTanIbl MOYEBOM KUCNOTbI U BbICBOGOXK-
[aloT npoBocnanuTenbHble UMTOKUHLI (U111, 6, 8, PHO o
W ap.), NOTEHLMPYS XPOHMYECKOoe BocnaneHue. MecTHoe
CKOMJIEHWNE B 30HE OT/IOKEHMS YpaToB GOJbLLIOIO Konnye-
CTBa NeNKOLMTOB U Gnbpo6aacToB NPUBOAMT K 06pa3o-
BaHWIO MNOAArpUYECKMX rpaHynem.

Y3enkoBble 6e3605e3HeHHble 06pa3oBaHMs, 06GHapy-
KEHHble Ha NOKTAX, FONIEHOCTOMHbLIX CycTaBax, nanbLax
CTOMN M KUCTEeWN 0603HavaloT Kak Todycbl. OHM 06pa3yoTes
BC/NEACTBME OT/IOXKEHUSA KPUCTaNNIOB MOYEBOMW KUCIOTI
B TKaH$X.

MpuynHa nenkouutosa m no.bilweHns CO3 — Bocnane-
HWE B MECTaxX OT/IOXKEHUS KPUCTaNIOB MOYEBOW KUCNOThI;
rUNepypuKeMmnsa — peaynbTtaT No4YeyYHOoM HedoCTaTO4YHO-
CTW, pa3BMBatoLLENCS NPU Nojarpe; runepasoTemMus —
CNefCcTBME HapyLIEHUS a30TOBbIAENUTENbHOW GYHKLMK
NMoYeK; TOWHOTa, FO/I0OBOKPYKEHNE, CNaboCTb, yBENUYe-
HWe CyTo4HOro anypesa obycnosneHsbl XINH; 6onu B 06na-
CTV CyCTaBOB M UX AedopmalMs 06YCNIOBEHbI X BOCMNa-
NIEHNEM.

K 3AQAYE 2

Y I. nepBuyHaa (HacnegctBeHHas) ¢opma noaarpbl:
cuHapoM Jlewa-—HuxeHa; HapyweHue obmeHa nypu-
HOBbIX OCHOB@HWW; TUMOMPOTEUMHEMMUS (aNMMEHTapHas
W NEeYeHO4YHOro reHesa B CBSA3M C rMNOrnobynMHeMmnen
W HapylweHueM BGefIOKCUHTETUYECKON bYHKLIUK NeYeHu);
3aeprKKa PU3NYECKOro 1 YMCTBEHHOIO Pa3BUTUS.
MepBuyHas nogarpa (cuHapom Jlewa—HuxeHa) Hacneay-
eTCs N0 PeL,EeCcCMBHOMY CLENIEHHOMY C Nosiom Tuny (Bce
60s1bHbIE MYXKCKOTr0 nona). MpuynHom 6onesHu aBnseTcs
MyTalus reHa CWHTEe3a TIUMOoKCaHTUH-Gochopnbo3unn-
TpaHcdepasbl. ITOT GepMeHT obecneynBaeT npeBpa-
LleHWe TUMOKCaHTMHa M FyaHMHa B COOTBETCTBYHOLLME
HyKneoTuabl ¢ nomouwbto docdoprboamntpaHchepas.
HacnegctBeHHass HefocTaTOMHOCTb 3TOro depmeHTa
NPUBOAMUT K NPEKPaLLEHNIO TOPMOXKEHNS CUHTE3A MypHU-
HOB, KOHEYHbIM NMPOAYKTOM KOTOPOro SiBASeTCa MoyYeBas
Kucnora.

[unarHoctupyeTtca nogarpa Ha OCHOBE AaHHbIX O runep-
YPUKEMUU, BbICOKOM COAEPXKaHUM MOYEBOW KMCNOThI
B MOYe, @ TaKKe O CHWXXEHWW aKTMBHOCTU KCaHTWUHOK-
cuiasbl B M3atax OTMbITbIX 3PUTPOLIMTOB U KynbType
GnbpobnacTos.

C uenblo neyexuns I Heob6XoAMMO peanu3oBaTb ITUO-
TPOMHbIN (Ha3HaYeHWE ANETbI C OrPaHMYEHNEM HKUBOTHO-
ro 6enKka, 6060BbIX M OlLENaYnBaloOLLEro NUTbS), NaTore-
HETUYECKUI (NpoBedeHWe «aHTUIUMNEePYPUKEMUYECKOM»
Tepanuu annonypuHONOM — MHIMOUTOPOM KCaHTUHOK-

cuaasbl; BOCCTAHOBJEHWE TOPMOHaNbHOro 6GanaHca),
CUMNTOMaTUYECKMUI (Ha3Ha4YeHUEe MPOTUBOCYIAOPOMKHbIX,
06e360/1MBatoLWMX NpenapaTtos) NPUHLMMbI.

K 3AQAYE 3

Y K. nepBuYHbIN UMMyHOAEDULMUT (TMNOramMmMornobynu-
Hemus — 60ne3Hb bpyToHa); XpOHMYECKME peLnanBupy-
olme MHOEKLUMOHHbIE 3a601eBaHuUs; peLManBUpPYIOLLMIA
HecrneunduyecKkMn apTpuT; racTpodyoAEeHMUT; CUHAPOM
ManbabcopbLunm; HapylweHne 6enKoBoro obmeHa (runo-
npoTenHEMUS).

Mnorammarno6ynuHemus (6onesHb bpytoHa) — nep-
BUYHbBIA UMMYHOAEDULMT, CLLEMNEHHbIN C X-XPOMOCOMOW.
MpuynHa — MyTauuu B reHe, KoAMpPYIoLeM CUHTE3 TUPO-
3UHKMHAa3bl, KOTOpas y4yacTByeT B npouecce anddepeH-
LUMPOBKM Npe-B KneTok B B KneTku.

[MNo- n aucnpoTenHEMUS ABAKIOTCS CNEACTBMEM CHUXKe-
HUSA MPOAYKLMN UMMYHOINOBYIMHOB M HapylleHus Bca-
CbiBaHMA 6efKa B KMLIEYHMKe (KaK pe3ynbTaT CMHApOMa
Manbabcopbummn). CHUKEHHaa Macca Tena obycnoBneHa
HapylleHneM BcacbiBaHUs 6enKa B KULWEYHUKE M YacTbl-
MW BOCManuTebHbIMKM Npoueccamu, CTUMYIUPYOWUMU
KaTtabonunam 6esnka.

o NMPOMUCXOXKAEHMIO TMMOMPOTEUHEMUSA MOXKET OblThb TaK-
e aNMMeHTapHOW (Hanpumep, Npu ronofgaHuun), neye-
HOYHOWM (NPU NEYEeHOYHOM HEeAOCTaTOYHOCTM), MOYEeYHOM
(B pedynbrate HapyleHus peabcopbuun 6Genka npwu
noYe4yHOW HeAOCTaTOYHOCTH), Nnmdoniasmopparmye-
CKOM (Hanpumep, BCAeACTBUE Na3Mopparun rnpu OXxo-
roBovi 60N1e3HW, paHeHUsaX Unn gedeKrax CTeHoOK numda-
TUYECKMX COCYAOB).
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