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HapyleHusa ymkna MoYeBMHbI — rpynna BpOXAeHHbIX MeTabonmyecknx
HapyLUEHWI C BbICOKUM PUCKOM NeTarnbHbIX UCXOLO0B.

LUukn Mo4yeBUHbI UM OPHUTUHOBLIN UUKN (Umkn Kpebca-XeHsenenta)
npeacTaBnaeT nocrnefoBaTeNibHOCTb OUOXMMUMYECKUX peakuui, B pesyrnbraTte
KOTOpbIX a30TcoAaep)kalume NpoayKTbl pacnaga 6enkoB M, B TOM 4ucne, ammuak
npeobpasytoTcsi B MOYEBMHY, BblOENAOLYHOCA Novykamun (pucyHok 1). OpHUTMHOBLIN
LMK ABMNSIETCH BaXXHENLIMM nyTeM 00e3BpeXxnBaHns ammumaka B OpraHm3me.

PucyHok 1. Llukn mo4yeBUHbI.
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HeobxoaMMocTb B AaHHOM UMKNE peakuuidi BO3HMKaeT BCrEACTBME TOrO, 4TO
BbICOKME KOHLIEHTpaLMK ammmnaka, obpasyolmecs B 6onbLUNX KONMYecTBax B pesynbrare
aerpagauum GenkoB M HYKNeoTMOoB, OKasbiBaloT MOBpexaalllee BO3AENCTBME Ha
HenpoHbl. Mo4yeBMHa, SBNSASICb HEWTPanbHbIM COeAUHEHNEM C HEGOMbLUMMK pa3mepamMmm U
BbICOKOW pacTBOPSEMOCTbIO B (PM3NOMOMMYECKUX KUAKOCTSX, CNocobHa Nerko npoHuKkaTb
yepe3 buonornyeckme mMembpaHbl, NEerko NePeHOCUTLCS KPOBLIO U BbIAENATHCA C MOYOW.
Peakumu umkna MoYeBMHbI NoKann3oBaHbl UCKMHYMTENBHO B KNEeTKax NeYyeHu, npoTekatoT
B MUTOXOHAPUSIX U UUTONNasmMe.



lMockonbKy MHOMMe criydanm HapylweHus Uukna MOYEBMHbI OCTalTCA  He
BbISIBNIEHHbIMW, OETW, POAMBLUMECA C OaHHbIMW 3aboneBaHUAMM, 4YacTo ymupalT 6e3
OKOHYaTesNlbHOro AuarHosa, TO4YHas YacToTa WX BCTPEYaeMOCTM HeYCTaHOBIEHHA.
Cuutaetcqa, 4to go 20% Bcex cryyaeB CUMHAPOMA BHE3aNHOW CMepTM MOXeT ObITb
CBS3aHO C BPOXAEHHble MeTabonmMyeckumMm HapyLweHnsaM1 1, B TOM Y1cne, HapyLLeHnsamMm
umkra moyeBuHbl. CymMmapHas 4YactoTta BcTpedaemocTu coctaenseT 1 cnyydan Ha 10.000-
20.000 >MBOPOXOEHHbLIX HOBOPOXAEHHbIX. Beayuiee Mecto B CTPyKType 3aHUMaeTt
AeduumnT OPHUTUH kKapbomoun cuHTeTasbl, coctasnsawowmi 1: 14.000 geten (pucyHok 2).
9710 3aboneBaHue CUenneHo C NosioM — pa3BMBaAETCS TOMbKO Y ManbYnKOB.

PucyHok 2. HapyweHus umkna Mmo4YyeBMHbI U YacTOTa UX BCTPEYaeMOCTH

Hapymeva LUUKI1a MOYeBUHbI:

* nepurmut H-anmn royramar cuHTETa3bl (04eHb PEIKO)
* nepunmt kapoamm docdar cuarerassl (1:62.000)

* neUIUT OPHUTHH KapOoMoms cuHTeTassl (1:14.000)
* IeUIMT apTUHUH CyKIuHAT cuHTeTassl (1: 57.000)

* neUIHUT apruHUH cyKiuHar juassl (1:70.000)

* nedurmt aprurassl (1:350.000)

[MaToreHe3 NaTonorMyecknx N3MeHeHMn CBs3aH C HaKoOMNSIEHNeEM aMMmnaka u apyrmx
NPOMEXYTOYHbIX MPOAYKTOB MeTabonuama OenkoB, obragatolmnx HEMpOTOKCUYECKUM
achpbekToM. HapyLeHnsa umkna MoyYeBuMHbl MOryT MaHudecTnpoBaTtb B ntobom Bo3pacTe,
Hanbornee paHHWE crnyyYaun OnucaHbl B TEYEHME NMEPBbIX CYTOK XWU3HW, Hanbornee nosgHue
— B Bo3pacTte 50-60 ner.

HeoHaTanbHaa maHudecTaums:

o [eTn, kak NpaBuno, POXAATCA AOHOLUEHHbIMW B YOOBNETBOPUTENBHOM
COCTOSIHUM, C HOPMarbHbIMM NOKa3aTensiMy Beca n pocta

. XapakTtepeH CBETMbI NMPOMEXYTOK B COCTOSHUM pebeHka OT HEeCKOSbKUX
4YaCoB [0 HECKONbKMX CYTOK

. Haunbonee paHHMMW KNUHWYECKMMWU CUMMTOMaMU SIBNSETCS BAMOCTb, OTKa3
OT edbl, CpbifMBaHWs, PBOTA, TaxMNHoe, MOBbIWEHHAs BO30YAMMOCTb WKW CUHOPOM
yrHeTeHus LIHC.

. [MocTeneHHO COCTOSHME yXyAlaeTca 3a CYeT HapacTaHusi CUMMNTOMOB
YrHETEHMS, MOTyT MNOSABUTBLCS Cy4OPOrK U B AanbHeNLLeM pa3BmBaeTcs Koma.

o XapakTepHo pa3Butne MeTabonnyeckoro ankanosa W HU3KUMKA YPOBEHb
MOY€EBWHbI B KPOBMW.

o Mpn Busyanusaumm ronosHoro mosra (HCI, MPT) oTtmevatoTcs
Hecneundguyeckme N3MeHeHNs B BUAE OTeKa.



Noobkwd

OwvarHocTtuka.

AMUNHOKUCINOTHBIA  CNEKTP
(Tabnuua 1).

KpoBM 1

3aboneBaHue AMWHOKUCIOTHbLIN CNEKTP KoHueHTpauunsa

KpoOBM OpOTOBOM
KUCIOTbl B MOYe

HOedovunt H-aumn [MyTamMuH, anaHWH-NOBbILIEHbI Hopma

rnytamar CUHTeTasbl

Hedunumt kapbamun [MyTamuH, anaHWH-NOBbILIEHbI Hopma

docdaT cuHTEeTasbl LInTpynuH, aprmHnH-CHWXEHbI

NedonunT OPHUTUH [MMyTamuH, anaHWH-NOBbILEHbI 3HaunTenbHO

Kapbomounn cnHTeTasbl LInTpynunH, aprmHUH-CHUXEHbI noBblLLEHA

Hednunt aprmHmH LnTpynuH —nosbiweH [NoBbiweHa

CYKUWHAT CUHTEeTasbl APrHUH-MOHMXEH

Hednunt aprmHmH LnTpynuH —nosbiweH [NoBbiweHa

CYKUWHAT nnasbl APrHUH-MOHMXEH

Jlecbnumt apruHassbl ADPIrMHUH - CHUXEH [NoBbiWweHa

BbiCOKnn ypoBeHb amMmnaka B KpOBU
MonekynapHo-reHeTu4eckoe uccriegoBaHne ro3BOMSEeT BbIIBUTb XapaKTepHble
MyTauuu 1 NOATBEPAUTL AMarHo3.
NeuenuelicknioveHne Genka u3 auetbl (OCTPbIM Nepuoad), Aanee Hu3kobenkosas
aveta
[MapeHTepanbHoe BBeAeHME pPacTBOPOB
nokKasaHuaM — MHCYNUHa.
BeHsoaT HaTpus — 250 Mr/Kr — npu NOBbLILLIEHUN YPOBHS aMMUaKka B KPOBU
®eHnnbyTnpat atpusa — 250 MI/Kr - Npy NOBLILLEHUN YPOBHS aMMMaKka B KPOBU
KapHuntun 100 mr/kr/geHb
Untpynun — 50 mr/kr/aeHb
ApruHuH — 50 mr/kr/geHb
Mpu pa3BnTUM KOMbI — reModunbTPaLma
Heobxoaumo wus3beratb UCNOMb30BaHMA BanbnpoaTtoB, T.K. MNpU  OaHHbIX
HapyLLEHMSX CYLLLECTBYET BbICOKMA PUCK TOKCUYECKOrO MOPaXKEHUS NEYEHN.
PagvkanbHbIl MeTO NeYeHnsa - TpaHcnnaHTauus renatouuToB UK NeveHu,
NnokasaHMeEM K KOTOpOM sBNSeTcs Hed(MdEKTUBHOCTb KOHCEPBATMBHbLIX METOLOB
neveHus.

MIOKO3bl W XXNPOBbIX SMyJ'IbCI/IIZ, no

KnuHnyeckunn npumep.

CemelHbIn  aHaMHe3: [aBa

MO4YM NOKa3blBa€T XapaKTepHbleé WU3MEHEeHUA

npeablayLwmnx
pebeHka (Manb4MkM) ymepnu B Bo3pacte 4 n 6 gHeun
XW3HKN, cooTBeTcTBEHHO. Oba pebeHka poauvnucb B
CPOK B  yOOBMETBOPUTENIbBHOM  COCTOSIHUW, C
HOpMarnbHbIMW MOoKa3aTensamu Beca u pocta. B obounx
cnyyasx 3aboneBaHve pasBuMBanocb MO  OOHOMY
CLieHapuIo: COCTOsIHME AeTen yxyawarnocb B BO3pacTe
3 OHEeW >XU3HW, oTMevarnacb BSANOCTb, OTKa3 OT efbl,
MbILLIEYHAsA TUMOTOHUA C pasBUTMEM B [arbHenwem
BbIpa>XeHHOro cuHapoma yrHeTeHuns UHC,
CYyOOPOXHOIo CMHAPOMA U KOMbI, YTO pacLeHnBanochb



KaK NposiBNeHne BMPYCHOro aHuedanuTta B 04HOM criyyae 1 uepebpanbHoi nwemmn — Bo
BTOPOM.

Bo Bpemsi TpeTben GepemMeHHOCTN Ha cpoke 38 Henenb, NPU reHeTUYEeCKOM
KOHCYNbTUPOBAHUN CEMbW 3anofO03peHO HacneaCTBEHHOe HapylweHne obMeHa
BelecTB (HapylleHve UuuKna MOYEBMHbI, aMuMHOaAuUMaonaTuu, OpraHudeckune
aumaypvm) W yCTaHOBMNEH BbICOKMW PUCK poXAeHua pebeHka C aTUM  xe
3aboneBaHneM. PekomeHOoBaHO nccrefoBaHNe aMUHOKMUCIIOTHOMO CrnekTpa KPoBu U
MOYM MOCne pOoXOEeHWE W MpPeBeHTMBHOE Ha3HayeHue 6e3benkoBon AueTbl [0
nonyyeHnst pesynbtata obcnegoBaHus.

PebeHoKk (Manbyuk) poausica B CPOK B YAOBNETBOPUTESIbHOM COCTOSIHUM C
oueHkon no wkane Anrap 8/9 6annos. Bec npu poxagenun 3620, poct 52 cm. B
TeyeHne nepsblx 10 OHEN XU3HM NPOBOAMMOCL MapeHTepanbHoe MuUTaHue, He
cogepxauiee bernka.

B Bo3pacTe 3 CyTOK >XM3HM BbISBMIEHO CHWXEHWEe UMTPYSiMHa U MOYEBMHbI B
KpOBW, MOBbILLIEHNE OPOTOBOW KUCMOTbl B Moye. [1pyM MONEeKynspHO reHeTU4ecKom
nccrnegoBaHun obHapyxxeHa MmyTaums Pro225Leu B 7 9k30He reHa, xapakTepHas ans
Aedvunta OpHUTUH Kapbomous CUHTETa3sbl.

Ha doHe npoBoAMMOro napeHTepanbHOro nuTaHus CcocTodHne pebeHka
OCTaBasfioCb yOOBNETBOPUTENbHbIM, KUCMOTHO-LLENOYHOE COCTOAHME KPOBU M
YpOBEHb amMumaka bbinum B npegenax Hopmbl.

C 10 cCyTOK XM3HM Ha4yaTO 3HTEeparnibHOEe nUTaHMe C WCMNOfb30BaHUEM
ne4yebHon cmecu, He copepxawen 6enok (Energyvit), ¢ 12 cytok gobasneHo
HebonbLoe konnyecTBo Genka ua pacyeta 0,3 r/kr ¢ NOCTENEHHbIM YBENUYEHNEM OO0
0.8 r/kr K KOHUY nepBoro mecsiua Xu3Hu. OgHako, HECMOTPS Ha AOCTAaTOYHO HU3KUK
ypoBeHb Berka, oTMeyanocb HapacTaHMe amMmmuaka B KpOBM, KOTOPbIA B TeyeHue 5
AHen ysenuuunca ¢ 81 mkM/n go 146 mkM/n. lNMony4eHHble pesyrnbTaTbl ABUMUCH
OCHOBaHMeM Aana nepexoga Ha 6esbenkosyto auety. [Onsa  koppekuun
rmnepaMmmoHneMmnn pebeHok nonyyvyan GeH3oaT HaTpud, C 3aMeCTUTESTbHOW LeNbio
APrMHWH, UMTPYNUH N KapHUTUH. B Bo3pacte 1,5 MecsueB XU3HW B paunoH NUTaHuNA
BBejeHa CMeCb He3aMeHNMbIX aMUHOKUCITOT 13 pacyeTta 0,3 r/kr/cyT ¢ NOCTENEHHbIM
yBenudenHnem po 0,5 r/kr/cyT nog KOHTPONEM YpPOBHA amMmuaka B KpoBu. B
AanbHenwem gueta pebeHka 6bina HECKOSbKO pacluMpeHa, OAHAKO HecMoTps Ha
COOTBETCTBYHOLLUYKD BO3pacTy KanopuMHOCTb MNWUTaHUS, OTMeYyanuCb HU3KMe
nokasatenu uanyeckoro pasBuTUA, Yactble AUCNencuyeckne HapyLeHns, ann3onbl
YXYALEHNS COCTOSIHUA C MOBbILWEHWEM YPOBHA aMmuaka B KpOBM Ha poHe
MHTEePKYPEHTHbIX 3aboneBaHun.

B BoO3pacte 2 neT XWM3HM B CBA3N C HE3IAEKTUBHOCTLIO MNPOBOANMON
Tepanun, YacTbiMW 3NU3o4aMU  yXyALEHUSI COCTOAHWA W OTCYTCTBMEM Ha
POCCUICKOM pbiHKE n1e4ebHOro NMTaHus, BbiNOSIHEHA POACTBEHHAs TpaHCnaHTauus
neyeHn. [locneonepauuoHHbIM nepuod npoTekan 6e3 ocrnoXkHeHun. K MOMeHTy
HanucaHus [aHHOW CTaTbl MNOCeonepaLmoHHbIM KaTaMHe3 cocTaBun 2 roga,
YHKUMOHANbHOE COCTOSIHME TpaHCnfaHTata neyeHu B rnpedeniax HopMbl,
dhunsnyeckoe 1 HepBHO-NCUXMYECKOE pa3BUTME COOTBETCTBYET BO3pPACTY.





