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TPAaHCIOPTHBIMU CUCTEMAaMU,
crielqqMPHUIHOCTb KOTOPhIX ONpe/easieTcs
MeMOpaHHbIMH peLeNTOPaMU U OeJIKaMU-
[IepeHOCYNKaMH.

KOMIIOHEHTbI MEMOpPAHbI «PACIIO3HAKT
OTJeJIbHbI€ MOJIEKYJIbI UJIK CTPYKTYPHO
O0JIM3KHE K HUM BellleCTBa U KaTaJUu3UPYIOT
UX TPaHCMeMOpaHHOe IlepeMelleHHe



[Ipy 60JILIIMHCTBE U3 HUX B IIPOILECC
BOBJIEKAETCS TOJIbKO KHIIEYHUK U /UJH
[IOYKH.

HapyiiaeTcd TpaHCIOPT BeIeCTB
MHOTOYHCJIEHHBIX KJIACCOB, B TOM YHCJIE
AMUHOKMCJIOT, CaXapOB, KATUOHOB,
aHUOHOB, BATAMUHOB U BOJHI.



Pazpa6oTaHa oHa /l. A. KMC/I0BCKUM U 110 CBOEH CYTH
0JIM3Ka K TEOPUU CBEPXTOMUHUPOBAHUH.

CoryiacHO 3TOU TEOPUU B OpraHU3Me UMEKTCH F'eHBbl,
KOTOPbI€E BJMUAT HA YCUJIEHUE PAa3BUTHUA IIPU3HAKA U
BbI3bIBAOT reTEPO3UC, KOT/Ia HAXOAATCH B FeTEPO3UTOTHOM
COCTOSIHUU, U HA000POT, IPOABJISIOT HEOJIATONIPUSATHOE
JIeCTBUE HAa OPTaHXW3M B TOMO3UT'OTHOM COCTOSIHHUM.
Takue reHbl Ha3BaHbI OOJIUTATHO-TE€TEPO3UTOTHBIMHU, TO
eCTb F'eHaMH C IBOMHBIM J1eHCTBUEM: I10JIE3HBIM
(IOMHWHAHTHBIM) U BPEeJIHbIM (pelLeCCUBHBIM ).
Bo3HHMKHOBeHHE TaKUX I'€HOB SBJISIETCS CJIECTBUEM
3BOJIIOIIMOHHOIO Mpoliecca. B mpoliecce aBoJioLuu
BbDKUBAKOT TE€ 0COOM, Y KOTOPBIX IT0JIE3HbIE I'eHbI
COXPaHSTCA B JOMUHAHTHOM COCTOSIHWH, a BpeJHble — B
peLeCCUBHOM.
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cymectByeT 10 HapyllleHUU TpaHCIIOPTa aMUHOKHUCJIOT.

[I9Th U3 HUX (IIUCTUHYPHUS, IOBbINIEHHAs 3KCKpeIUs
JBYXOCHOBHBIX aMUHOKMCJIOT, 60J1e3Hb XapTHYIIA,
WMUHOTJIMIIUHYPUS U OBbILLIEHHAs 3KCKpeLUs AUKAapOOHOBbBIX
AMUHOKHCJIOT) CONIPOBOX/AKTCS HApYIIeHHEM TPAHCIIOpTa
CTPYKTYPHO OJIM3KHUX aMHUHOKHUCJIOT.

MMUHOTJIMIUHYPUS U OBbILIEHUE 3KCKPELIMH JJUKAaPOOHOBBIX
AMUHOKHCJIOT IIPOSIBJISIFOTCS KJIMHUYECKHU.

[Ipu ocTa/NbHBIX NATH AePeKTax HapylaeTCs TPAHCHOPT
TOJIbKO OJJTHOM aMHUHOKHCJIOTHI, YTO CBUJETEJNbCTBYET O
CYILleCTBOBAaHUHU CYOCTPATHO- cneunc]mqecrmx TPaHCHOPTHBIX
cucteM. KaxkJ1oe U3 3TUX COCTOSSHUM NIPOSIBJISIETCS HAPYIIEeHHEM
[POIECCOB.
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HauboJiee 4aCcToe BPOXKAEHHOE HapYIIEeHUE
TpaHCOOPTa aMUHOKHCJIOT.

XapaKTepH3yeTCs U30bITOYHOU 3KCKPELIUEU C
MOYOH aMHUHOKHCJIOT: JIN3UHA, apTUHHUHA, ODHUTHHA
M [IUCTHHA.

00yCJI0BJIEHA HAapYLIEHHWEM KaHaJbL€EBOU
peabCcopOLU 3TUX aMUHOKUCJIOT.

HapyllleHUe TPaHCIOpTa UMEET MECTO B CJIU3HUCTOU
000JI0YKe KUIIIeYHHKA.

JIN3VH — HauMMeHee pacTBOpHMas U3 NPUPOAHbBIX
aAMHWHOKMCJIOT, €ro U30bITOYHASA SKCKpEL U
CIIOCOOCTBYeT 00pa30BaHHUIO KaAMHEH B IOYKaAX,
MOYETOYHHKAX U MOYE€BOM NYy3bIpE.
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BripakeHHas 3KCKpeLusd [IUCTHUHA U APYTUX
JIBYXOCHOBHBIX aMHUHOKHUCJIOT BCTpEeYaeTCs TOJbKO
[IPU KJIACCUYECKOU IUCTUHYPHUU.

3a00JieBaHUE, HACJIeJlyeMoe KaK ayTOCOMHbIU
perecCUBHbIM IPU3HAK

00YyCJI0BJIMBAETCS, HAPYILLIEHUEM MEMOPAHHOTO
OeJIKa-IIepeHOCYHKa, HE0OX0AUMOTI0 J1JIs
TPaHCIIOPTA COOTBETCTBYIOILEN IPYIIIIbI
AMHWHOKHCJIOT Yepe3 allMKaJbHYH BOPCHUHYATYIO0
[I0OBEPXHOCTb ITPOKCHUMAJIbHBIX IOYEYHbIX
KaHaJIbLEB U MEJIKUX KJIETOK KUIIIeYHHKA.
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[IpepmnonaraemMbid 6eJ0K 00J1a/laeT
OOJIBILIKNM CPOJACTBOM K OPHHUTHHY U
APTrUHHHY, YEM K JIM3UHY U LIUCTHUHY.



HeCMOTpH Ha TO 9YTO Y TOMO3HUTI'OT ITOBbIIIIE€H IoYe4yHbIH KIIMPpEHC BCEX YEThIPpEX
dMHHOKHCJIOT

HEKOTOpasi 0CTAaTOYHAasl TPAHCIIOPTHAsA CIIOCOOHOCTb 3TUX COeJUHEHU U COXPaHSIeTCs

TaKKe MPOSIBJSIOTCS TPU APyrrue aHOMaJIUU,-U30UpaTebHOM SKCKPELIMEN OTAETbHbIX
BELECTB 3TOM IPynIibl (MOBbILIEHHAS SKCKPELMS IBYXOCHOBHBIX aMUHOKMCJIOT,
TUNEePUUCTUHYPUS, TU3UHYPUS )

CBUAETEJIbCTBYIOT O CYlII€CTBOBAHHWHW HE ME€HEE TPEX PA3HBIX TPAHCIIOPTHBIX CUCTEM B
IMOYKaXx AJIA 3TUX aMUHOKHCJ/IOT: OAHA — AJIA KB.)K,Z[OI‘/JI dMHUHOKHCJ/IOTBI IIOPO3Hb, BTOPAAd —
O6H_[aH AJid JIM3WHA, dAprUHHUHA U OPDHUTHHA U TPETbA — AJId BC€X YHE€ThIPEX aMHUHOKHUCJIOT .
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M3y4yeHHe KUIIeYHUKA TPAHCIIOPTA Y TOMO3UTOT U MOYEBOM
3KCKPELMH Y 00JIMTaTHBIX FTeTEPO3UT0T YKAa3bIBAOT HA TPH
aJlJIeJIbHbIX BapHaHTa 00JIE3HU.

Y roMo3uroT I Tuna oTCyTCTBYEeT KUILIEYHbIN TPAHCIIOPT
[IUCTUHA, JIU3WHA, ApTUHUHA U OPHUTHHA, Y TETEPO3UTOT
3KCKpelud aMUHOKHUCJIOT C MOYOU OCTAEeTCA B ipejiesiax HOPMBI.
Y romo3urorT Il Tuna oTCyTCTBYeT OIOCpeOBaHHbIU TPAHCIIOPT
JIM3WHA B KUIIIEYHUKE, HO COXpaHSIEeTCS HEKOTOpPas CIOCOOHOCTh
K TPAHCIIOPTY LIMCTUHA, Y TeTEPO3UTOT YMEPEHHO MOBLIIIEHA
3KCKpelHrs C MOYOU KaXKJ0M U3 YeThbIpeX aMUHOKHUCJIOT.

Y romosuror Il Thna coxpaHsieTcs onpe/iesieHHasg CIOCOOHOCTb
K OIIOCPeJ0BAHHOMY KHUIIIEYHOMY TPAHCIIOPTY BCEX YeThIpex
CyOCTpPATOB, y TETEPO3UTOT YMEPEHHO MOBbIIIEHA IKCKPELHA C
MOYOH JIN3UHA U [IUCTUHA.
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[{lMCTHUHYpPHSA OTHOCUTCS K YUCJIY HauboJ1ee
pacnpoCTpaHEeHHbIX BPOXKJAEHHBIX aHOMAJIUU: YaCTOTA
FOMO3UIOT BO MHOTHUX 3THUYECKUX I'PYIIAX COCTABJAET
1:10000—1:15000.

J/IBe TpeTH B3POCJIbIX O0JIbHBIX C IUCTUHYPUEU — ITO
roMo3UroTsl [ Tumna.

[[MCcTHHOBBIE KAMHHU IOSBJISIOTCS OOBIYHO B BO3paACTe
nocsie 20—30 Js1eT, HO MOTYT 00pa30BbIBATHCA YU HA
[IEPBOM IOy KU3HH.

CUMITOMBI U MPU3HAKK TUIIMYHBI JJI YPOJIUTHUA3A:
reMaTypus, 60Ji1 B O0KY, IoYeYHasA KOJUKA,
OOCTPYKTHBHAs! yponaTusl U MHQeKMs. PenuanBuy-
PYIOLIMH YPOIUTHA3 MOXKET IPUBECTH K
[IPOTrPECCUPYIOIIEN TOYEYHOU HEJJOCTATOYHOCTH.



HUTPOINPYCCUAHBIN TeCT. [To/10KHUTeIbHbIN
pe3yJibTaT TecTa (MosIBJIEHHWE BUIIIHEBO-
KpaCHOH OKPACKHM ) MOJIy4aroT U Y
HEKOTOPbIX TeTEPO3UTOTHHIX 110
[IMCTUHYPHUH JIMLI, Y O0JIbHBIX C
TANEPIIUCTUHYPHUEU, TOMOLIUCTUHYPHUEUN U
[IOBBILIEHHOH 3KCKpelluer LIMCTENH-b-
MepKaITOJaKTaTAUCYAbDUIA, a TAKKE IIPU
HaJIMYUU alleTOHA B MOYe.
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JIng noaATBepKAEHUS AUarH0o3a UCTUHYPUH
TpeOyeTCd BbIIBJIEHUE SKCKPELUU LIMCTHUHA C
MOYOHM.

M36rpaTe/bHYI0 3KCKPELUIO IUCTUHA, JIM3KWHA,
apruHYHA MU OPHUTHHA MO>XHO OOHAPYKHUTh C
[IOMOIIbI0 OYMaXKHOW XpoMaTorpaQuu Uin
3JIeKTpodope3a, a KoJIM4eCTBEHHbIE (115
nvddepeHIalvi HEKOTOPbIX IeTePO3UroT OT
FOMO3UIOT) OIlpeesieHHs IIPOBOASAT C IOMOIIbIO
KOJIOHOYHOU XpoMaTorpaduH, a TakxKe JJs
OATBEPXKIEHUA CHUXKEHUS IKCKpPELMU CBOOOJHOTO
[IMCTHUHA IO/, IeNCTBHUEM JieYeOHBIX CPE/ICTB.
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JleuebHbIe MEPOTNIPUSATHSA HallpaBJieHbl HA CHU)KEHUE KOHI[EHTPAIUX IJUCTHHA
B Mo4e. HanboJiee BaxXHO oA ep>KUBaTh 00J1blI0M 00 beM Mo4uH. CiienyeT
06ecrnevyrThb NOTPeOJIEHUE XKUAKOCTH B KOJIMYECTBe 6oJiee 4 J1/cyT,
ONTUMaJIbHO 5—7 JI.

PacTBOpuMOCTb IMCTHHA Pe3KO ycuarnBaeTcda npu pH Mmouu 6osiee 7,5, 1 B
HEKOTOPbIX CUTyallUsIX JleueOHOoe IeCTBUEe OKa3bIBaeT 3alllelayBaHUe MOYH.
/I aTOro TpebyeTCa UHTEHCUBHO NOTPEOISATh THAPOKAPOOHAT HATPHU4,
aleTa3oJlaMHU/ ¥ MOJULUTPATHI, HO IPU 3TOM BO3HUKAET OMACHOCTh
06pa30BaHUs 1€JI0YHbIX KAMHEM.

Jlpyro# noAxo/i K Jie4eHU0 3aKJII0YaeTCs BO BBeJeHUW MeHUIUJIJIaMUHA,
KOTOPBIX BCTYMNAET B CYJIbGTUAPHUIBbHO-AUCYIbOUAHBIA 0OMEH C IIUCTUHOM,
00pas3ys CMellaHHbIN AUCYIbOU (PE3KO CHUXKAETCS SKCKPEIMSACBOOOAHOT O
[IUCTUHA, IpeAynpex/aasi TEM CaMbIM 06pa30BaHUe HOBbIX KAMHEH U
CIIOCOOCTBYS PaCTBOPEHHUIO YK€ CYIIEeCTBYIOIUX).

K coxasieHu10, Ipy 3TOM BO3HUKAIOT a/liepruiyecKue peaki Uy, BKIAYarlue
OCTPYI0 CbIBOPOTOYHYIO O0JIE3Hb U T./I.

Takum 06pa3oM, NeHIW/JIAMHUH CJIeAYET Ha3HAYaTh TOJbKO O0JIbHBIM,
pPE3UCTEHTHBIM K THApPaTAllMOHHOW TEPAINKWH, UJIU TEM, KTO COCTABJSET
rpymnmny BbICOKOTO (0iHAa OCTaBIIasACA MOYKa, IOYeYHasA HeJOCTAaTOYHOCTD).



[loBbIIIEHHAA IKCKpeLus
JABYXOCHOBHBbIX aMUHOKHUCJIOT.

HapylleHWe KaHaJblleBOr peabcopOoLuu
JIN3WHA, aprMHUHA U OPHUTHUHA, HO HE
[[MCTUHA.

MYTalMI0 FT€HOB, KOAUPYIOIUX CUHTE3
[I0YEYHOT'0 TPAHCIIOPTHOIO OeJiKa,
MCII0JIb3YEMOI'0 TOJILKO TpeMS
JIBYXOCHOBHBIMU aMHUHOKHCJIOTAMH.
JIBa BapHaHTa HacJeayeTcd Kak
ayTOCOMHBIU peleCCUBHbIU IIPHU3HAK.



Y roMO3UrOoT HapyILIEeH TPAHCIOPT
JIBYXOCHOBHBIX aMUHOKUCJIOT B KUIIIEYHUKE, A
TAK>e IIPOUCXOAUT UX Ype3MepHad norepd
yepes MOYKHU.

[Ipeanosiaraerca gedpeKT 3axBaTa 3TUX
BellleCTB U KJeTKaMHU I[Ie4YeHH.

Y 00JIbHBIX ellle B IETCTBE OTMEeYaroTCs
rernaTocCnjeHoMerajaud, HelepeHOCUMOCTh
O0eJIKa Y 3MKU304u4YeCcKasts MHTOKCUKALUS
aMMOHHEM.

KoHuleHTpanusa JU3UHA, apruHUHA U
OPHUTHUHA B IIJIa3Me YyMeHbIlIeHa.
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KnunHu4deckre nposiBJeHUs: 00yCJI0BJIEHbI
ruriepaMMOHUEMUEM, pa3BHUBaIOIIENCA U3-3a
HEeJ0CTAaTOYHOTO [JId NoAJePKaHUA QYHKIUU
MOYEBUHHOTO IIMKJIA KOJIMYECTBA aprUMHUHA U
OPHUTHHA.

JleueHHe CBOAUTCA K OTPAaHUYEHUIO O€eJIKa B JUETE U
JI00aBKaM LIUTPYJAJIMHA — HEUTPAJIbHOM
AMHMHOKMCJIOTHI, BCACbIBAaHUE B KUIIIEYHUKE U
[IeYeHOYHbIM TPAHCIIOPT KOTOPOU He HAPYIIEHBI, a
MeTabo0JIM3M obecriedyruBaeT MOYEBUHHBIN LIUKJI
APrMHUHOM YU OPHUTUHOM.

O6/iMraTHble reTEPO3UTOThI 3[J0POBHI U HE
3KCKPETUPYIOT C MOYOH U30BITOYHBIX KOJIMYECTB
JBYXOCHOBHBIX aMHUHOKHUCJIOT.
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OBLJIO 3aPErUCTPUPOBAHO TOJIBKO Y OTHOM
rOMO3UTOTHOM »KEHILUHBI.

OTMedyaJlaCb yMepeHHas CTeleHb
YMCTBEHHOM OTCTaJIOCTH.

[IOTEPU JBYXOCHOBHBIX aMUHOKHUCJIOT C
MOYOM Yy Hee ObIJIM He CTOJIb BEJIMKH, KaK Y
romo3urort co Il Tunom 3a6os1eBaHU4.
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Tunu4yHbI Ne1arponoJo6HbIE U3MEHEHUS
KO>XH, pPa3HOOOpa3HbIe HEBPOJIOTUYECKUE
IIPOSIBJIEHUS U MOBbINIEHHASA 3KCKPELUS C
MOYOH MOHOAMUHOMOHOKapOOHOBBIX
AMHWHOKHUCJIOT C HEUTPAJIbHBIMH UJIU
apoMaTHU4YeCKHUMHU O0KOBbIMH LEMSIMH.

Y 60/1IbHOT0 aJIaHUH, CEPHUH, TPEOHHH, BaJIHH,
JIENI|MH, U30JIEWIIUH, QEeHUJIAJIaHUH,
TUPO3UH, TPUNTODAH, [JIyTaMHH, acllaparuH
Y TUCTUJVH 3KCKPETUPYIOTCH C MOYOU B
KoJin4yecTBax, B 5—10 pa3 npeBbIlIaIUX
HOPMY.

Hapyl1iieH ¥ Kuille4YHbIX TPAHCIIOPT 3THUX
AMHWHOKHCJIOT.




00YCJIOBJIMBAXOTCS MUILEBOH
HeJ0OCTaTOYHOCThI0 HE3AMEHUMOU
AMHWHOKMCJIOTHI TPUIITOPAHA U3-3a
COYeTaHUSA ero HapylIeHHOr' 0 BCaCbIBaHUS B
KUIIIEYHUKE U [IOTEPU C MOYOHU.
CuMIITOMaTHKa MOSBJISETCH 3MIU304UYECKU
1, 10 KpaHEeU Mepe OTYaCTH, CBA3aHa C
MeTab0JIMYeCKUMU [IOTPEOHOCTAMHU B
TPUIITOPAHE.
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HacsenayeTcs Kak ayTOCOMHBIN pelleCCUBHbBIU ITPU3HAK.
[OMO3UTOTHI BCTPpEYaATCA C YaCTOTOU npuMepHo 1:16000
HOBOPOX/I€HHBbIX.

Y reTepo3uUroT He OIpeesIl0TCI HA KJIWMHUYECKUE, HU
XMUMHUYECKHe U3MEeHEHUS.

[lennarpy o6yc/oBJAUBAET AePUIUT HUALIMHA B JUETE, €€
KJIMHHUYECKHE NIPOSIBJIEHUA HEOTJIMYUMbI OT TAKOBBIX IIPHU
0o0Jie3HU XapTHYyIa.

HeBpoJsiornyeckue v icUXu4eCKUe MposABJIEeHHS BAPbUPYIOT OT
IIPUCTYIIOB MO3»€4YKOBOUW aTAKCUU U JIETKOW 3MOLIMOHAIbHOM
HEYCTOWYUBOCTH 10 IBHOTO JeJIMPUSA U OOBIYHO CONIPOBOXK AT
000CTpPEHUS IPUTEMATO3HOU 3K3EMOIIOL00HOM KOXKHOU ChIIH. JI
JledeHUe HampaBJIeHO HA BOCIIOJIHEHWE 3allaCOB HAALMHA U
3aKJIlI0YaeTCs B Ha3HaYeHUH 60raTol 6eJIKOM IUEThI U
eXXxeJHEBHOM NpueMe HUKOTUHaMuAa (50—250 mr).
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XapaKTepHu3yeTcsd U30bITOYHOU IKCKPELMEN C MOYOH
[JIMIIMHA U UMWHOKMCJIOT IIPOJIMHA U TUAPOKCUIIPOJIMHA.
['OMO3UTOThI C 3TUM aYyTOCOMHBIM peleCCUBHBIM
3a00J1eBaHHEM BCTPEYAKTCA C YaCTOTOU IIpuMepHo 1:16
000.

YcUJIeHHBIN MMOYEeYHbIN KJIHUPEHC IVIMIIMHA, IIPOJIMHA U
TUJAPOKCUNIPOJIMHA OTPaXaeT aHOMaJIMI0 KaHaJIblleBOU
TPaHCIIOPTHOH CHUCTEMBI, 001IEeM AJIs STUX COeJUHEHUM.
Mo2KeT TakKe HapyllaThbCsd KHMIIEYHbIU TPAHCIIOPT. 3TO
CBUETEJIbCTBYET O TOM, YTO IIOCTOAHHAA
MMHHOIJIMIMHYPHUS 00YCJIOBJIUBAETCS HE OAHOH
MyTaleHn, a 60JIbIIUM UX YHACIOM.



[loBbILLIEHHAA 3KCKpeL U
AUKApOOHOBLIX aMUHOKHUCJIOT.

M3bupaTesibHasA 3KCKpPELUSA C MOYOH U
YCKOPEHHBbIU MOYEYHBIN KJIUPEHC 3HAOT€HHbIX
[JIyTAMUHOBOM M aCllaparvHOBOU KU CJIOT
OBbLJIK OTMEYEHHBI Y ABYX J€TEH, HE COCTOALIMX
B POJICTBEHHOU CBSI3U.

Y 01HOr0 U3 HUX ObIJIO HAPYILLIEHO U KUILEYHOE
BCaCblBaHHUE JUKApPOOHOBbIX aMUHOKHUCJIOT.
ITOT 60JIbHOH CTpajJiaj pelruBUPYOIIUMU
[IPUCTYIIAMU TMIIOTJIMKEMUU. Y IPYTrOro
pebeHKa KIMHUYECKHE CUMIITOMBI
OTCYTCTBOBAJIM.



Cy6cTpaTHO-CieUPUYECKHE HapyLIeHUSA
TPaHCNOPTa AMUHOKHUCJIOT

BcTpeuaroTcs ceMbH, Y OTAEJbHBIX YJIE€HOB
KOTOPBIX HapylleHa peabcopO1 s B IOYEYHBIX
KaHaJIbLlaX U/WJIM KUIIIeYHOE BCaCblBaHUE
JIUIIb OHOW CBOOOJHOUW aMUHOKHCJIOTHI.
Takoro poga gedekTsl, HacjaeayeMble, I10-
BUJMMOMY, KaK ayTOCOMHbIE pelleCCUBHbIE
[IPU3HAKH, YKA3bIBAKOT HA TO, YTO TPAHCIOPT
AMHWHOKMCJIOT OCYIIECTBJISETCA C [IOMOIIbIO
MEeXaHU3MOB, 00J1a/Ia0LIUX HE TOJbKO
rPYIIIOBOMH, HO U CYOCTPAaTHOH
CIIeUPHUYHOCTBIO.
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Y nByX CMOJIMHIOB OblJ1a OOHapy»KeHa yMepeHHas
[UCTUHYPHSA 6€3 U30bITOYHOU SKCKPELMH C MOYOU
JIM3VHA, apTUMHUHA UJIUX OPHUTHHA.

DpakirMoHHas KaHaJiblieBad peabcopOMs HMCTHHA
Yy HUX OblJla CHUKEeHa.

B TOM U B ipyroM cjiydae HUKaKUX HapylIeHUH
KUIIEYHOr'0 BCAaCbIBAaHUA IUCTUHA HE OTMEYaJI0Ch.
CUMIITOMaTUKA OTCYTCTBOBAJIA, XOTS 3KCKpeLUs
[JUCTHUHA CO3/iaBaJia y 00JIbHBIX YCJIOBUA K
00pa30BaHUA HUCTUHOBBLIX KAMHEU B MOYEBBIX

My TSX.
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M3BecTeH OAUH cay4yand U30UpaTeJbHOIO
HapylleHHs peabCcopOLvU JIN3KMHA B I0OYEYHbIX
KaHaJIbl|aX y peOeHKa.

KnnpeHc 3HA0TeHHOT'0 JIM3WHA OblJI IMOBBIIIEH,
a TPAHCIIOPT JIM3WHA B KHUIIIEYHUKE U
KOHLEHTpal s aMUHOKHUCJIOThI B I1JIa3Me
CHU>KEHBI.

OTMedaJIiCh 3a/lepKKa [ICUXUYECKOTO
Pa3BUTHS U POCTA U IPUIIATKH.

OoboraiieHHasi TM3UMHOM JAUETA
CTUMYJIMPOBaJia POCT.
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Y IBYyX CUOJIMHTOB C 3aJI€PXXKOU
[ICUXUYECKOI'0 pa3BUTUA ObLJI 0OHApPYKeH
nedeKT TpaHCIIOpTa B II0YKaX TOJbKO
rMCTHUAHWHA.

[loTepda ructTuiiHa ¢ MOYOU JOCTUTAJIA
40—50 % oT GUJIBLTPYyEMOH HAIPY3KH.
TpaHcnopT rucTuaviHa ObLJI HAPYIIEH U B
KHILIEYHUKE.



B AByX ceMbsiX ObIJIO 110 OJHOMY PEOEHKY, U Y 000UX ObIJI
HapylleH TPAaHCIOPT METHOHWHA B KMIIIEYHUKE.

Y 0HOT0 U3 HUX He UCKJItoYaJIcs JedeKT TPAaHCIIOPTa U
B MIOYKaX.

AHoMasus Obly1a BhISIBJIEHA 10 3KCKPELMH C MOYOM
aruJJpOKCUMAaCJASIHONW KMCJIOThl — MOOOYHOI0 MPOAYKTa
OaKTepHaJIbHOTO pa3pylleHUs He BCOCAaBIIErocs B
KHUIIeYHHKE METUOHHWHA.

JTO BeILeCTBO, IpH/alolliee MOoYe 3alax coJioa UJir
BBICYILLIEHHOTO ceJibJiepes, U 00yCJI0BJIKWBAJIO, O4YEBU/IHO,
OeJs1bl LIBET BOJIOC, IPUCTYIIbI OABIIIKH, CYy4OPOTH,
OTEKU U OTCTaBaHUE B YMCTBEHHOM Pa3BUTHH.

[Ipu cobironeHnu OJHUM K3 3THUX 00JIbHBIX
06OoralneHHOW METHOHUHOM JIUEThI BCE KJIMHUYECKHE
CHUMIITOMbI CMSTYaJIHCh.
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Y nByX CUOJIMHIOB ObIJIO BbISIBJIEHO U30JIMPOBAHHOE
HapyllleHHe KUIIEYHOr0 BCaCblBaHUS TPUIITODAHA.
Peabcop0O1iysi ero B no4e4YHbIX KaHaJ/IbIaX
OCTaBaJlach B npejiesiax HopMbl. C KaJIOM U MO4YOM
BbIBOIUJINCh Pa3HO0OpPa3HbIe UH0JIbI.

M3-3a COnyTCTBYIOIIErO IOBPEXKIEHUS IIOYEK B
MOYY [onajajy rupoJuTHYeCKre GepMEHTHI,
KOTOpBbIE, IENCTBYS Ha coepKalluecs B HeU
UH/J0JIbI, IPUBONJIM K 0OpPa30BaHUK CUHETO
[IUTMEeHTA UHJAWUTOTHUHA.

JTa MoCJeJ0BaTEeJIbHOCTb PeaKIMU MOCAYKUJIA
[IPUYMHOU HAa3BaHHUS 3TOT'0 COCTOSIHHS, d UMEHHO
CUH/IpOMa roJiyobIX IeJIEHOK.



HapylieHUA TpaHCIOpPTa reKcos

[Ipy HEKOTOPBIX COCTOAHUAX OTMeYyaeTCHd
HequabeTHUYeCcKasd MeJIUTYPHS.

B Moye uieHTUDHULIUPYIOTCA [IEHTO3HI,
reKCOo3bl, relITO3bl U JUCAXapU/bl; BCE OHH,
32 UCKJIFOYEHHEM CaXapo3hbl,
00YCJIOBJIUBAIOT IOJIOXKUTEJIbHYIO0 pEeaKIUI0
Ha BOCCTAaHaBJIMBaloll[Me BelleCTBa.
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YacToTa 3TOro COCTOAHHUA COCTABJAET
MeHee 1:500.

OHO 0OBIYHO ObIBAET JOOPOKAYECTBEHHBIM,
HO MHOT/IA [JINKO3yPUSl MOKET OBbITh
HAaCTOJIbKO BbIPaKEHHOU, YTO BbI3bIBAET
MOJIMYPUIO Y OJUAUIICHUIO.

Elle pexxe B yC/JI0BUSIX CcTpecca (HanpuMep,
Ipyu 6epeMeHHOCTH U FOJI0JAaHUU) MOTYT
pa3BUBATbCS AeruapaTalus U KeTo3.
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XapaKTepU3yeTCs CHUKEHMEM MaKCHUMaJbHOU CIIOCOOHOCTHU
KaHaJIblleB K peabcopOiuu

— CHU>KEHHMEM I0pora IJIlOKO3yPHH, YBEJIMYEHUEM «HAKJIOHA»
KPHUBOW TUTPOBAHUS.
Y rOMO3HUTrOT 10 KaXXJJ0M U3 3TUX PElleCCUBHO HacJeyeMbIX MyTalliX
Y [IPU TEHETUYECKOM COYETAaHUU TAKUX NPEAIOJI0KUTENBHO
aJlJieJIbHbIX MyTallUW OTMeYaeTCs BbIpaKeHHas TJIMKO3YPHH.
Y 06JIMraTHBIX TeTEPO3UTOT U3 HEKOTOPBIX CEMEN 0OHAPYKHUBAETCS
yMepPEHHOE CHUXKEHUE IT0OYEYHOr0 MOPOra; B CJiy4ae MOBbILIEHUS
YPOBHS [VIOKO3bI B [IJIa3M€ Y HUX BO3HHUKAET YMepeHHas IJIMKO3ypPHH.
['eH, OTBETCTBEHHBbIM 3a TOYEYHYIO [VIMKO3YPHIO, CErPErUPYeETCs
BMeCTe C HAOOpPOM JIEUKOLIUTAPHBIX AHTUT€HOB T’MCTOCOBMECTUMOCTH
yesioBeka (HLA), 4TO cBHAETE/IBCTBYET O €ro JIOKaJIM3alluu Ha 6-U
XpOMOCOME.
HepaBHOBECHOTO ClielJIEHUS HE OTMEYEHO, He ObLJI 0OHAPYKEH U
crienrpuyeckuy antured HLA, accouMpoBaHHBIN C TOYEYHOMU
TJINKO3YPUEN.
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Y pebeHKa, noJsiy4aruero MoJioKo Uiy MUY, CoAepKalljyie
JIAKTO3Y, Caxapo3y, [MIIDKO03y WJIU raJlakT03y, pa3BUBaeTCA
npody3Has BOAHAs AUapes.

Crnenuduryeckoe HapyllleHHe BCACbIBAHUSA B KUILIEYHUKE MOXKHO
[IOATBEPAUTH C IOMOIIbIO IEPOPATILHOTO
[JIOKO30TOJIEPAHTHOTIO TECTA, IPU KOTOPOM He IIPOUCXOAUT
CKOJIbKO-HUOYb BBIPAX>KEHHOTO MOBbILIEHUS YPOBHA IJIIOKO3bI
WJIA TaJIaKTO3bI B IJIa3Me.

CobJsiro/IeHUe IMEThI, HE CoZep Kallle TJIF0KO3bI UJIU TaJIaKTO3bI,
IIPUBOJAMT K JIMKBUAALMU CUMIITOMOB.

Y O0JIbHBIX IeTEN OTCYTCTBYET aKTUBHBIA TPaHCHOPT D-
[JIFOKO3bl U D-rajIakTO3bl, a y UX POAUTEJIEN OH B KAKOU-TO
CTelNeHU COXPaHEeH, YTO NOATBEPKAAET CIENUPUIYHOCTD U
ayTOCOMHBIN pelleCCUBHbIN XapaKTep HacJie0BaHUA aHOMAJIUH.
Y HEKOTOPBIX O0JIbHBIX IT0OYEeYHAs [JIMKO3YPHUS OTMEYaeTCs PH
HOpPMaJIbHOM KOHLIEHTPAILUU [VIOKO3bI B I1JIa3Me.
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Y U1, c u3dupaTesibHbIM HapyllleHHheM peabCcopoLvu B
[OYeYHbIX KaHaJIbl|aX ypaTa HaTPHUSA OTMeYaeTCs BblpaKeHHasd
TAIIOYPUKEMHUS.

[IocKo/IbKY ypaThl €J1ab0 CBSI3aHbI C OeJIKaMHU IJ1a3Mbl, IOTEPS
CIIOCOOHOCTHU peabCcopoupoBaTh PUIbTPYEMBIN YpaT MIPUBOAUT
K TOMY, YTO €I'0 KOHI[€HTpPAaIUs B CbIBOPOTKE YMEHbIIIAETCS 10
2—18 Mr/i1. OTMedaeTcsd yMepeHHas YPUKO3ypUs, U Y
0JIOBHHBI O0JIbHBIX 00Pa3yTCSd KAMHU B ITOYKaX.

Y 4JIeHOB YeThIpex ceMer 0TMeYaJachb U TUIePKaJIbLAYPUS U3-
3a NOBBIIIEHHOr 0 BCAChIBAHUS KaJIbIMS B KUIIIEYHUKE, HO Y
4JIEHOB JPYTUX CEMeH BBISIBJISIM TOJIbKO YPUKO3YPHIO.

JTa aHOMaJIM] HACJIeIyeTCs KaK ayTOCOMHBIN peleCCUBHbBIU
npu3HakK. TpaHCoOpT ypaTa BO BHENIOYEYHbIX TKAHAX UJIU Y
00JIMTaTHBIX TETEPO3UTOT HE U3yYaJIH.
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Penkoe ayTocOMHOe pelleCCHBHOE 3a00JIeBaHHE
00yCJIOBJIMBAETCs HapyllleHUeM aKTHBHOI'O TPaHCIIOPTa
XJIOpU/ia B MOAB3/I0IIHOM U TOJICTOU KUILIIKe. OTCYTCTBUE
XJIOPUOTUAPOKAPOOHATUOHOOOMEHHOM MTOMITBI
COIMPOBOXKJA€ETCS BbIPAXXEHHOW CUMIITOMAaTHUKOU ellle J10
pOXaeHHs pebeHKa (HOJUTHAPAaMHKUO03 U OTCYTCTBHE MEKOHHUS ).
C nepBbIX K€ JHEW »KM3HU Y peOeHKa NOSBJISETCA MaCCUBHas
BOJHAs JUapes.

Ha ¢poHe pernzipatanuy 1 BTOPUYHOIO FUIEPATbJOCTEPOHU3MA
pa3BHBaAEeTCS TUIIOKAJHEMHUYECKUM, TUIIOXJIOPEMUYECKUH,
rUIOHAaTPUEMHUYECKHUH MeTa6oTMIeCKUH ANKAN03.

JledeHHe 3aKJ/IF04YaeTCS B a/IeKBATHOM BOCIOJIHEHHUH MOTEPD
3JIEKTPOJIMTOB U KUJKOCTU B TEYEHUE BCEU KU3HU OOJIbHOTO,
TaK KakK II0Ka He CylLIeCTBYeT MeTO0/la KOPPEKIIUU 3TOTO
HapyIlleHHs TPaHCIOPTa.



