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HenmoctaTrouyHocTs GpomrieBoit KMC/IOTHI Y UeT0BeKa
BO3HUKAET peiKo. [ nmoBUTaMruHO3 GOTMeBOU KUCTOTHI

MIPUBOJIUT K HAPYLIEHUIO0 0OMeHA OHOYT/IEPOAHBIX
dparMeHTOB.

[TposiBneHUs1 HETOCTATOUHOCTU POTNEBON KHCIOTHI:

-INepBoe nposiBneHmne geduirrTa GpoareBOr KHUCIOTHI —
MeraysiobsactHast aHemusi. OHa XapaKTepU3yeTcst
yMeHbIIIeHUEM KOJTMYeCTBA SPUTPOIINTOB, CHIDKEHHEM
CoZlep>KaHMsI B HUX TeMOT/IOOMHA, UTO BHI3BIBAET
yBe/IMYeHNe Pa3MEPOB 3PUTPOLIUTOB.

- JletikoneHUsI U TPOMOOIIMTOIIEHUS.
- [logaBneHre aKTUBHOCTH UMMYHHBIX PEAKIIHA.
- CHmKeHMe ParorMTapHOM aKTUBHOCTH I'PaHY/IOLIMTOB.

- OcnabneHre pe3UCTEHTHOCTH OPraHM3Ma K BO30yaUTe/ISIM
MHPEKIHH (TperMyIleCTBeHHO BUPYCHOM ITPUPOIbI).
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PeHUNKETOHYPUHA.

Knaccunueckas ®KY - HacnencrBeHHOe 3a00/1eBaHMe, CBSI3aHHOE C
MYTAIUSMH B TeHe (peHnIa/ITaHUHTUAPOKCHUIa3bl, KOTOPbIe
MPUBOJST K CHIDKEHHUI0 aKTUBHOCTH pepMeEHTA WJIH ITOTHOM €To

MHAaKTHBAIINH.

Hawnb6onee Tsoxénpie mposiBnerus PKY - HapylneHne yMCTBEHHOTO U
bU3NIECKOTO PAa3BUTUS, CYIOPOXXHBIN CUHIPOM, HapyIIeH1e
nurMeHTauuu. [1pu oTcyTCcTBUM NTedeHUst OOTbHbBIE He ZOXKUBAIOT /10 30
JIeT.

Tsoxenple mposiBnenus: PKY cBsizaHbI ¢ TOKCHMYECKUM JeliCTBUEM Ha
KJIETKH MO3Ta BRICOKHX KOHIIEeHTpalvii peHn/1aIaH1Ha,
dbeHMINMUpYyBaTa, peHusIaKTaTa. boblive KOHIIEHTpAIUH
dbeHMIaIaHMHA OTPAHUYHMBAIOT TPAHCIIOPT TUPO3UWHA U TPUNITOPaHa
yepe3 reMaTosHIIedpaInyeeKuii 6apbep U TOPMO3BSIT CHHTE3 HeHpo-
MeauaTopoB (modpaMrHa, HOpaJpeHa/JIMHa, CEpPOTOHMHA).

BapuanTHaa PKY (kopepmenTsaBrucrumas runepdeHnIalaHuHEMUS) -
CIeICTBYUE MYTAllMU B TeHAX, KOHTpOIUpyioimux Metabonvsm H4BIT.

3a6osieBaHMe XapAKTEPUIYETCS TSHKETBIMU HEBPOJIOTHYECKUMHU
HapYLIEHUSIMU U paHHel cMepThio ("3mokavecTBeHHas” PKY).



CumnTomMbl peHUIKETOHYPUH

PeGeHOK yMCTBEHHO OTCTa/IbIH, BO30YyaAUM, CBOeOoOpa3Hasl
MIOXO/IKa, OCAHKA U 1103a ITPU CUAE€HNH, KOHEYHOCTH HAXOSITCS B
HeOOBIYHOM IMOJIOYKEHUH, CTEPEOTHUITHOCTD IBIDKEHUH,
CYXO)XXUJIbHBIE pedIeKChI TOBBIIIEHBI, BOSMOXXHBI CYJOPOTH,
MUKpoliedaars, TUIOIMUIMEHTAlIMs, DK3eMa,
TMIIONTUTMEHTHPOBAHHOCTD BOJIOC, KaTapaKTa, CBOe0Opa3HbIi
3amax Tea.

Jledvenvie peHWIKETOHYPHU:

BonpHO go/mKeH cOO/MI0AATh AUETY - TPOAYKTHI He TO/DKHBI
coflep)xaTh peHWMaaHuH. MckmioueHbl MsICHbIe O/1101a, 610712
M3 TITUIIBI, A TAaK)Ke PhIOHBIE, TPUOHbBIE 1 MOJIOYHBIE. beok
KOMITEHCUPYeTCSI CIiella/IbHbIMUA CMECSIMH aMUHOKHCJIOT C
MaJIbIM CoJiep)KaHueM peHrIalaHUHaA.
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TuposunHemusa Tuna l (TMpO3WHO3).

[TprunHO# 3a00/1€BaHMS SIBISIETCS, BEPOSITHO, TedeKT pepMeHTa
dymapuraneroaneTaTruagposasbl, KATATU3UPYIOIETO paciiernieHue
dymapuianeToa-ierara Ha pymapar U aneTroalietar. HakariuBarommecst
MeTaOOTUThI CHIDKAIOT aKTUBHOCTh HEKOTOPBIX (pepMEeHTOB U
TPAHCIIOPTHBIX CUCTEM aMHUHOKUC/IOT. [ latodusmonorus aToro
HapYILIEeHUs TOCTaTOYHO c/ioykHa. OcTrpast popma THPO3MHO3A
XapaKTepHa /I HOBOPOXAEHHBIX. KIMHMYecKue MpOosIB/IeHUS - AUapes,
PBOTa, 3a/iep>KKa B pa3BUTHUU. be3 neyeHus geTy mOruOarmT B BO3pacTe
6-8 MeC 13-3a Pa3BUBAOLLEUCSA HEJOCTATOYHOCTHU eYeHU. XPOHUYeCKas
dopma xapakTepusyeTcsi CXOAZHBIMU, HO MeHee BhIPAKEHHBIMU
cumnitomamu. ['ubens HacTymaeT B Bo3pacre 10 sieT. CopepkaHue
TUPO3UWHA B KPOBH Y OOJIBHBIX B HECKOJIBKO Pa3 MpeBbIlIaeT HopMy. Jist
JiedeHUsI NCTIONb3YIOT INeTy C MOHKEHHBIM COZlep)XKaHHeM THPO3WHA U
dbeHMUIATaHUHA.



Tupo3sunevus tuna Il (cmaapom Puxnepa-Xanxopra).

[TpuunHa - gedpext pepmeHTa
TUpO3UHaMUHOTpaHcPepa3bl. KoHlleHTpaiys
TUPO3WHA B KPOBU OOTBLHBIX TTOBBITIIEHA. Jl1s1 3a60/1eBaHus
XapaKTePHbI MOPAXKEHHUS T71a3 U KOXXH, yMepEeHHas
yMCTBEeHHasi OTCTA/IOCTh, HapyllleHe KOOPANHAIIUH
NBHDKEHUM.

Tn PO3UHEMUA HOBO QO)KgéHHbIX ( KPDATKOBDEMEHHAA 2 .

3a6o01eBaHNe BOBHUKAET B Pe3y/IbTaTe CHIDKEHHUSI
AKTUBHOCTU pepMeHTa
rUAPOKCU(EeHNIITAPYBATANOKCUTEHA3BI,
IpeBpalIAIoIIEero rTuAPOKCUPEeHUTTTUPYBAT B
rOMOTeHTHU3MHOBYIO KHC/IOTY. B pe3ynbTaTe B KpOBU
OOJIBHBIX MOBBINIAETCS KOHIIEHTPATIHSI
rugpokcudpeHunaneTaTa, TApo3nHa U GpeHunT-aJlaHuHaA.
[Tpu medeHrM Ha3HAYAIOT O€THYIO O€/TKOM THETY U
BUTaMMH C.



Ilopa)xeHue KOXXY TP TUPO3UHEMUH.
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[TpuunHa 3a6oeBaHus - fePpeKT AMOKCUTEHA3BI
TOMOT€HTHU3UHOBOM KHCJIOTHI. /1715 5TOM 60/1e3HU
XapaKTepPHO BbIie/IeHre C MOYOM OOIbIIIOTO
KOJIMYeCTBa TOMOTe€HTHU3MHOBOM KHCIOTHI, KOTOPas,
OKHCJISISICh KMCIOPOAOM BO3AyXa, 00pa3yeT TEMHbIE
ITUTMEHTHI AJIKAIITOHBI.

KimmHMYecKUMU IPOSIBIEHUSIMH OOIe3HH, KpoMe
MOTEeMHEHUs MOYU HA BO3yXe, ABISIOTCS
IMUTMEHTAIUs COeTUHUTEIbHOM TKaHU (OXPOHO3) U
apTPUT.
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[TppyrHa MeTabO/TMYECKOTO HapyIIeHUS -
BPOXKIEHHBIN TedeKT TUPO3UHA3ZBI. DTOT PEePMEHT
KaTa/JIW3UupyeT npeBpaleHre Tupo3rHa B IOPA B
MelaHOIIMTax. B pesynbraTe nedexra THpO3UHA3ZHI
HAPYIIAeTCSI CHHTE3 TUTMEHTOB MeJIAHHUHOB.

Kimanvyeckoe mposiByieHre aibOMHU3MA

(ot naT. albus - Genblii) - OTCYTCTBHE MUTMEHTALIUU
KO>XH U BOJIOC. Y OOBHBIX YaCTO CHIDKEHA OCTPOTa
3peHHs], BOSHUKAeT CBeTOOO0sI3Hb. I muTebHOE
npeObIBaHME TAKUX OOBHBIX MO OTKPBITHIM COJTHIIEM
IIPUBOJUT K PAKy KOXKH.
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-~ bone3Hb [lapkKUHCOHA.

3aboeBaHYe pa3BUBAETCS MPH HEJOCTATOYHOCTU AOPaMHUHA B
YEPHOU CyOCTaHIIMM MO3ra. [ Ipu 3TOM MaTo/MOrUM CHIDKEHA
AKTUBHOCTb TUPO3UHTUAPOKcHAa3bl, JODA-
AeKapOoKcuia3bl. 3a60/1eBaHMEe COTTPOBOXKIAETCS TPEMSI
OCHOBHBIMHM CUMIITOMAMU

aKvHe3Us (CKOBAaHHOCTH JBYDKEHUH ),
PUTHMIHOCTD (HampspKeHWe MBIIII),
TpeMop (Hempou3BOIbHOE JPOXKAHUE).

17151 medyeHUst MTapKUHCOHM3MaA NpeJIaraloTcs Caeayloue
MPUHLMIIbI:

3aMecTUuTe /IbHAs TepPanus NpenapaTtaMmu-npealeCcTBeHHUKAaMU
nodbamuna (mpousBogusiMu IOPA) - neBogomna, Magomnap,
HAKOM U JIp.

[TogaBnenne nHakTHUBauu fopamMmuHa narubmuropamu MAO
(merpeHwI, HUAJIAMU, TMPASUIOI U JIP.).
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- orne3Hb MOYW KITeHOBOIO

cupona.

BMKC BbI3BaHa fepUIIMTOM KOMIIJIEKCA AETUAPOTeHa3bl
anbPa-KeTOKHUCIOT C Pa3BeTBJIE€HHO IeNbl0, BCIeICTBUE
Yero B KpOBU M MOYe ITPOUCXOAUT HAKOIJIEHHE aMUHOKHCIOT C
pa3BeTB/IEHHOM YI/IEpOIHOM 11eMbio (JIeliIMHa, U30/IeHAIINHA 1
Ba/IMHA) U TOKCHYHBIX IMPOJYKTOB X MeTabo/IM3Ma.
3a6oieBaHMe XapaKTepHU3yeTCsT HAJIMYWEeM CJIaIKOTO 3araxa
MOYH Y MaJIEHbKMX JeTel (3armax aHa/IOTUYHbIN 3armaxy
KJIEHOBOTO cuporma). [Ipu poxxaeHnH y ieTei HeT HUKAKUX
BUIMMBIX IIPU3HAKOB 3a001eBaHus. OmHAKO, ecTr
PacCTPOMCTBO HE JIEUUTh, TO Y OOTHHBIX BO3HUKAIOT CEPhe3HbBIE
MTOBPEXXIeHUsI TOJIOBHOTO MO3Ta, KOTOPbIE MOTYT ITPUBECTH K
CMepPTH ITOPAXEHHOTO peOeHKa.



JletitHO3 vtk 60/1€3HH MOYM KJIEHOBOTO CHPOIIA



////EonesuhEﬂgyggﬁﬁt/////

KoHoBanosa.

- BPO)XKZEHHOE HapylIeHre MeTa0o/IM3Ma Meiu,
MIPUBO/SIIEE K TSDKeTeHITNM Hac/IeZICTBEHHBIM 00/Ie3HIM
LLeHTPa/1bHOM HEPBHON CUCTEMbI U BHYTPEHHUX OPraHOB.

Hapyuenne meTabosim3aMa BhIpa)KaeTcsl B HAPYIIEHHUU CUHTe3a U
CHIDKEHUHU B KPOBH KOHIIEHTPAIIUH Ilepy/IoTIa3MHUHA.
[lepynomiasMuH y4acTByeT B poliecce BbIBeIeHHUS MeIH U3
opraHusma. B meuenu ¢popmMupyeTcst KpyITHOY3/IOBOU HJTH
CMelllaHHbBIN ITUPpo3. B moykax B mepByIo ouepeab CTPAIAIOT
IIPOKCHMaJIbHbIe KaHATbIIbI. B TOTOBHOM MO3re IopakatoTcs B
OosbIlei cTeneHH Oa3a/ibHbIE TAHT/IMH, 3y0UaTOoe SIIPO
MO3)KeuKa M YepHas cyoctaHIius. OTioeHre Mey B
IecreMeToBOM MeMOpaHe I71a3a MPUBOAUT K GOPMHUPOBAHUIO
konbla Kanzepa-Pneriiepa.



“— OT/IO)KeHHe 110 neprudepruur poroBoii 060/I0YKHU COZlepyKalllero Meib
3e/IeHOBAaTO-0ypOro MUIrMeHTa; OHO O0Jiee BBIPAXKEHO MTPU MO3THUX PpopMax
3a0osieBaHusA. ITHOTIa OTMeYaeTCs yKe/ITOBaTO-KOPHUYHEeBast MUTMeHTaIys
KOXXM TY/IOBHUIIA U /iIla. YacTel reMopparnyeckue sipjaeHus (KpOBOTOYUBOCTh
néceH, HOCOBbIE€ KPOBOTEUEHUSI, TIOJIOXKUTETbHAS MTPO0Oa XKI'yTa), MPaMOPHOCTh
KOXXY, aKpolmaHos. Kanuiispockonvsi 0OHapy>KMBaeT aTOHUIO KalTWJUISPOB U
3aCTOMHOCTH KPOBOTOKA. OTMe4aloTCst CyCcTaBHbIe 00/, TpOdy3HbIe MOTHI,
OCTEeOII0PO3, IOMKOCTb KOCTEU.
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