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AKTyanbHOCTb. BpoxaeHHas manbabcopOumsi TAHOKO3bI-
ranaktosbl (MIT) — peakoe ayTOCOMHO-peleccuBHoe 3aboneBa-
HWe, 06YCAOBAEHHOE AePEKTOM TPAHCMOPTa MAKKO3bl U ranak-
TO3bl Yepe3 anuvkanbHyto MemMbpaHy 3HTepouuTa BCAEACTBUE
MyTauumn reHa SLC5A1 Ha 22-i1 xpomocome. 3aboreBaHue
NPOSIBASIETCA NPOGY3HON AMapeert C NepBblX HEAEAb XW3HM
M MpPU HECBOEBPEMEHHOW AMATHOCTUKE MOXET MPUBOAUTbL
K TakKUM >KM3HEYTPOXaKOWMM OCAOXKHEHWUAM, KaK 3KCHKO3,
TAXenas 6EAKOBO-aHepreTMyeckas HeA0CTaTOYHOCTb U MeTabo-
AMYECKME HapyLLIEHUS.

LieAb uccaepoBaHusA. MPOAEMOHCTPMPOBATL CAyYaid NO3A-
Hel AMarHoctMku cuHapoma MIT M ONpeAeAuTb aAropuUTM
obcAep0BaHUA TPYAHOTO pebeHka C YNOpHbIM AMapErHbIM
CUHAPOMOM.

MauueHTbl 1 MeToAbl. PebeHoK, 9 Mec, ObIA rocnuTannau-
poBaH B craunoHap AIKB um. 3.A. BaliaseBol ¢ xanobamu
Ha AePUUMT Macchl Tena, 3aAEPXKY MCUXOMOTOPHOIO Pa3BUTUS,
YYaLLEHHbIM BOASIHWUCTbIM CTyA. M3 aHamHe3a WM3BECTHO, 4TO
y AOHOLLIEHHOro pebeHka, POAMBLLETNOCA C YAOBAETBOPUTEAbHbI-
MW Macco-poCTOBbIMK MOKa3aTeAsiMK, C 3-X CYT XM3HWM OTMeYa-
OTCA YNOPHbIN AMapPEViHbI CUHAPOM, B3AYTUE XHMBOTa. Ha dpoHe
yKasaHHbIX Xanob chopMrpoBarach TaxeAast XpoHUYeckas ben-
KOBO-3HEpreTMyeckasn HeAOCTaTOUHOCTb, CYLLECTBEHHO 3aMEAAU-
AUCb TEMIMbl GUINYECKOTO U MCUXMUYECKOTO Pa3BUTUA. oNbITKKM
cTabuAM3MPOBaThL COCTOSIHWE NauMeHTa nyTeM nopbopa cmecen,
BKAtOUAn 6E3N\aKTO3Hble, TMAPOAM3OBAHHbIE UM AMWUHOKMCAOT-
Hble, Ha3HaYeHWA aHTUMUKPOOHOM Y CUMMNTOMATUYECKON Tepa-
nun addekta He panv. Ha MOMEHT NOCTyNAeHWs B CTauMoHap
cocTosiHWe pebeHka pacUEeHEeHO Kak Tsaxenoe, 06YyCAOBAEHHOE
HYTPUTUBHBIM AePUUMTOM, BOoAeBbIM abAOMUHAABHBIM W AWa-
PENHBbIM CUHAPOMOM. KAMHMKO-aHaMHECTUYECKHE AaHHble yoe-
AUTEABHO CBUAETEAbCTBOBAaAW B MOAb3Y HaAMUMA Y MNaumMeHTa

BapuaHTa BPOXAEHHOM aHTeponathu. AuddepeHumanbHan Ana-
FHOCTMKA MPOBOAMAACH MeXAy Manbabcopbumen yrAeBOAOB,
3HTeponatver Ha ¢GOHe CTPYKTYPHbIX AEDEKTOB 3HTEPOLMTOB,
3HTEponaTven B CTPYKType X-CUEMAEHHbIX UMMYHOAEDULIMTHBIX
COCTOSIHUI. PebeHOK OblA nepeBeAeH Ha MOAHOE MapeHTe-
paAbHOE MWUTaHWe, Ha GOHEe Yero B TeYEHWe CYTOK AMapemiHbli
CUHAPOM MOAHOCTBIO KyMMpPOBaH. AMarHOCTUUYECKUIA MOMUCK ObIA
CYXEH AO rpynnbl 3a60AeBaHWI, COMPOBOXAAMOLLMXCSH OCMOTH-
yeckon avapeeit. AanbHelas TakTMKa BEAEHUSI 3aKkAtouanach
B NOCTEMEHHOM MEPEBOAE NaLMeHTa Ha CMECb, COAEPXKaLLyto
dPYKTO3y B KQUEeCTBE €AMHCTBEHHOIO YIAEBOAHOIMO KOMMOHEHTA.
AnarHos BpoxaeHHoM MIT 6biA NOATBEPXAEH yxe nocae ctabu-
AM3aLMK COCTOAHUS pebeHKa Ha OCHOBAHWW MOAEKYASIPHO-TEHE-
TUYECKOTO UCCAEAOBAHMS.

Pe3yabTatbl. YeTKMit MOAOXMTEAbHbIN 3QdEKT Ha ¢oHe
SHTEPaAbHOW May3bl U BBEAEHWS B pPauUMOH AevebHoM cmecw
NO3BOAWMA YCTAHOBUTb KOPPEKTHbIM AMArHo3 A0 reHeTMYeCKOM
BepuduKaumu. MNpu 3TOM NO3AHAS AMArHocTMka 3aboneBaHuA
npvBeAa K pPasBUTUIO AWCAUMMUAEMMWU, AUCMETABOAMYECKON
Hedponatun ¢ GopMUPOBaAHUEM HEDPOKAAbLIMHO3A, TAXEAON
HYTPUTUBHOM HEAOCTATOYHOCTU M K 3aAEPXKKE MCMXOMOTOPHOTO
pa3BUTHA.

3akaoueHue. AATOpUTM AnddepeHLManbHON AMArHOCTUKM
BPOXAEHHbIX 3HTEPONaTUii MOXET BKAKOUATb NPOBEAEHWE NPo-
6bl C 3HTEpaAbHOM May30i. YAydylleHue cocTosiHus pebeHka
Ha GOHe NpeKpalleHUss SHTEPAAbHOrO0 MUTaHUS C BbICOKOM
AOCTOBEPHOCTbIO CBUAETEALCTBYET B MOAb3Y OCMOTMYECKOrO
xapaktepa Avapeu Ha $OHe BPOXAEHHOM Manbabcopbumu
YrAeBOAOB. KOoppeKTHas auetorepanusi No3BoAsieT 3GGEKTUBHO
KynupoBaTb NposiBAeHWUs MIT, 0OAHaKO MO3AHAS AMArHOCTMKa
3aboAeBaHUS HEW3OEXHO BEAET K BO3HWKHOBEHWIO THXEAbIX
XU3HEYrPOXatOLLMX OCAOXKHEHWN.





