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CunnmpoMm Aunbenopra (HACIEICTBEHHBIM HEPPUT) MpeacTaBisieT co00il TeTeporeHHoe,
HACJIEICTBEHHOE  3a00JeBaHUe, XapaKTepHU3YIOIleecs  YIbTPACTPYKTYPHBIMH  H3MEHEHUSIMU
TIIOMEPYJISIPHOU 0a3anbHONW MEMOpaHbI, KIMHUYSCKHU MPOSBIISIONIeecs HeYPOTUUECKUM CHHAPOMOM
C reMarypuei U HepeaAKO aCCOLUMUPYIOLIEECs C CEHCOHEBPAIbHOU ITYyXOTOM M MOpPaKEHUEM OpraHa
3peHusi. AKTyalbHOCTh CHHJIpPOMa AJBIOpPTa Kak MposiBieHUs JAu(PepeHIInpOBaHHBIX (HopM
IUCIUIA3UM  COCTUHUTENBHOM TKaHW OOYCIIOBJIEHA TPYIHOCTbIO JIMATHOCTUKU, TSHKECTBIO
KIIMHUYECKUX MPOSIBIICHUI M BHICOKUM PHUCKOM OCIIOKHEHUH OCHOBHOTO 3200JICBaHHUS.

Lenb paGoThI — U3YYUTH ITUOJIOTHIO, TATOT€HETUYECKHIE ACTIEKTHl U OCHOBHBIE MPOSIBICHUS
CUHpOMa AJbIIOpTA.

Cungpom Aunbnopra Bbei3BaH MytauusiMu B reHax COL4A4, COL4A3, COLA4AS,
OTBEUAIOIIUX 3a OMOCHUHTE3 KoJulareHa. MyTaluu B yKa3aHHBIX F'€HaX HapylmaroT HOPpMaJbHbBIN
CUHTE3 KoJulareHa Tuma [V, KOTOpbIH SABISETCS OYEHb BAXXHBIM CTPYKTYPHBIM KOMIIOHEHTOM
0a3albHBIX MEMOpaH B IMMOYKaX, BHYTPEHHEM yXe W TIJja3zax. Tunm HacieaoBaHUsS CHHIpOMaA
Anbrniopta MOXeT OBbITh pa3HbIM: X-cuereHHbIH nqomMuHaHTHBIH (XLAS) - 85%; ayrocomHo-
peueccuBHbii (ARAS) - 15% wu ayrocomHo-nomuHanTHeli (ADAS) - 1%. Yacrora
BcTpedyaeMocTu — 6 Ha 100000 HOBOPOXKIEHHBIX TETEH.

3a0osieBaHue pa3BuBaeTcs MeaneHHo. Hamnbosee paHHUM Ipu3HAKOM CHHApoMma AJibriopra
CIIY)KUT TeMaTypuss U TPOTCHHYPHs, pexe JICHKONUTYpus. Y MalbUUKOB CHHAPOM AJIbIIOpTa
HEYKJIOHHO TPOTPECCUPYET BIUIOTH O Pa3BUTHsI MOYEYHON HEIOCTATOYHOCTH. JleTH OTCTaloT B
pa3BUTHUU. Y JI€BOYEK M JKEHIIMH HACIEJACTBEHHBI HEPpUT uMmeeT Ooyiee AOOpOKaYeCTBEHHOE
TE€UEHUE, MPOSIBIISIETCS YIIOPHOM TeMaTypHeil, JIUIIb BO BpeMsi O€pEeMEHHOCTH BO3MOYKHBI SIBICHUS
MOYEYHON HeAocTaToyHOCTH. MccnenoBanus OENKOBOTO, JIMMUIHOTO OOMEHa, Hecmenu(pruuecKux
MoKa3aTeJiel UMMYHHOTO TPOIIECCa HE BBISBIISIOT BRIPAXXEHHBIX U3MEHEHH. [ TyXxoTa pa3BuBaeTcs
B OoJiee MoO3/IHKUE CPOKH 3a00JIeBaHUS WIIM MOXET BOOOIIe oTcyTcTBOBaTh. OHa oTMeuaeTcs y 16%
O0onbpHBIX. Pexxe 00HApYKUBAIOTCS MOPAXKEHUS TJ1a3, MOPOKU Pa3BUTHI MOYEBBIBOISIINX MyTeil. B
CBS3M C TIOBBIIIEHHONW YYBCTBUTEIBHOCTHIO K HWH(MEKIHH 3a00JeBaHHE YacTO OCIOKHSIETCS
nuenoHehPUTOM, BOSMOKHBI THOWHBIE OTUTHI.

JlnarHo3 ycTaHaBIMBAaeTCs MPU COMOCTABICHUHM JaHHBIX TE€HEAJOrMYEeCKOro aHalu3a,
aKyIIEpPCKOTO aHAMHE3a W MCTOPUM Pa3BUTHS OoJie3HH. JleueHre B OCHOBHOM CHMIITOMATHYECKOE.
Haubonee > pexTHBHBIM METOIOM JICUEHHUs HACIEICTBEHHOTO He(pHUTa SBISETCS CBOCBpEMEHHAs
TpaHCIUIAHTAIUsl TOYKW. bojpioe 3HaYeHHE UWMEIOT MNPOPHIAKTUISCKHE MEPOTPHITHS,
HampaBlIeHHBIE, TIPEXkKE BCETO, Ha MPEAYNPEKICHUE Pa3BUTHS MHPEKINNH MOUYEBBIBOISIIINX MyTei
Y CHIDKEHHUE PUCKa Pa3BUTHS MTOYEYHOW HETOCTATOUYHOCTH.

TakuM 00pa3oMm, MPaKTUKYIOLIEMY Bpady JIO0O0W CHEIUATbHOCTH HEOOXOIAMMO BIAJIETh
noTHOW WH(pOpMaIeld 0 KIMHHUYECKOW KapTHHE W TPHUHIMNAX TUArHOCTHKU (OPM TUCIIIA3UU
COEJIMHUTENIbHON TKaHH, OCKOJIbKY HEJ0OIEHKA 3HAYUMOCTH JUCIUIACTUKO3aBUCUMBIX WU3MEHEHUN
COCIMHHUTEIIbHOW TKaHW BEAECT K HECBOECBPEMEHHOW BepHU(UKAIMK JHArHO3a, HETOJHOICHHOCTH
MpoQUTAKTUIECKIX MEPOIPHUITHI, HEBEPHOMY BBHIOOPY TAKTHKHU JICYCHHS, U B KOHEUHOM HTOTE,
YXYIIICHUIO Ka4eCTBa KU3HU MAIMEHTOB.
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