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KAMHUYECKUI CNYYAN AEOGULUTA CUHTE3A
[MMKO3UNDOCHATUANINHOIN-TONA

Taszuzanosa I'P., Eeooxumosa A.J].

Hayunslii pykoBOAUTENB: K. M. H., accucTeHT JKaanosa C.U.
Kadenpa rocniutanbHol neguatpun
Kazanckuii rocynapcTBEeHHBIM MEAULMHCKUNA YHUBEPCUTET

AKTYaJbHOCTH HCCJIEA0BAHUSA: TIOCICIHUE MCCIEI0BAHNs BBIIBUIN MyTanu B 14 reHax, y4a-
CTBYIOIIMX B cuHTe3e muko3uidocharngununosurona (GPI), koropbie MOTYT IPOSIBISTHCS TsKE-
JBIMH HEBPOJIOTHYECKUMH HAPYIICHUSIMH, CYIOpPOraMu, IUCMOp(UUECKUMH YepTaMu auna. B su-
Teparype onucaHo 3 manueHTa ¢ mytanueit rena PIGW, yuactsytomero B 6uocunrese GPI [1, 2].

Ilenu uccaenoBaHusI: IPOAEMOHCTPUPOBATh KIMHUYECKUE MIPOSBICHUS IIPH OYCHb PEIKOM Ha-
CJICJICTBEHHOM 3a00JIeBaHUK — JAe(QUIIUTE CHHTE3a MIMKO3MI()OChaTUIUITMNHOZUTOIIA.

Marepuanbl 1 MeTOAbI: aHAJN3 UCTOPUN OOJIE3HH JICBOYKH, HAXOIUBILIEHCS C POKIACHUS B Te-
punaransHoM neHtpe PT, ¢ 10 qus )xu3HM B oTAeNeHHH naToaoruu HoBopoxaeHHbIX [11] PKb M3
PT, ¢ 2 mecsunorOo BO3pacta B neauarpudeckom otaenennu JJPKb, coop anamuesa, ocmoTp peben-
Ka, a TaK)Ke JINTePaTyPHBINA MOUCK B cucTteMe Pubmed.

Pe3yabTaThl: BRISBICH OTSTONICHHBI CEMEHHBIN aHAMHE3: peOeHOK OT 6 6epeMeHHOCTHU: 1
u 2 peOeHOK yMepiu B BozpacTe 3 u 6 MecseB (HEeKyIUPyeMbIil CyI0pOKHBIE CHHIPOM, OTCYTCTBUE
pasBuTHs, cTatyc au3padukyc), 3 pedbeHOK aHTeHaTanbHas rubenp moaa Ha 22 Henene, 2 Mmegadop-
ta. C mepBBIX JHEH KU3HU Y peOeHKa HaOIroaeTcs CyI0POKHBIN CHHIPOM, HapacTAIONINi B AMHA-
MHKE, HECMOT-PsI Ha TEParuio MTPOTHUBOCYAOPOXKHBIMU Tipenapatamu. [Ipeobnaganu rma3zusie dpeHo-
MEHBI, 3alIPOKHIBIBAHUE TOJIOBBI K341, BhIpakeHHOe OecrokoicTBo. Craryc nuzpadukyc. deno-
THUIMHUYECKH JEBOYKA MOX0Xa Ha NPEABIAYIIHUX AETEH: MAaKPOCOMHUSI; Yepen — HU3KHUU J100,
BbI-payKC€Hbl HaAOPOBHBIC AYTH; JINLIO — MIIEPTEIOPHU3M, CEATOBUAHBIN HOC, MAKPOTHATHS, MaKpO-
raoccus; yuu n1e(opMUpOBaHbl; KUCTH — cru0aTesibHas KOHTPAKTypa HajlbleB, CTOIB — 3aX0XK/1e-
HHE TaJbIeB APYT Ha APYyra; JATYIIaYUi KUBOT, [UACTa3 MPAMBIX MBIIII )KUBOTA; TUIIOTIIA3HS Te-
Hurtanui. [1o pesynsraram nccnenosanus JJHK MeTo10M KIMHUYECKOTO CEKBEHUPOBAHMS, MY TaIIHs
reHa PIGVB rerepo3urotnom coctosuuu u rea PIGW B roM03UroTHOM COCTOSIHUH.

BeIBOBI: KIMHUYECKHIE IPOSBICHUS IPEICTABICHHOIO ClIydasi CXOIHBI C TPEMs ONUCAHHBIMU
B nuTeparype. Takum o0pa3om, OZHON U3 BO3MOXKHBIX IPUYUH HEKYITUPYEMOIO CyIOPOKHOTO CHH-
J[poMa, COMPOBOXKIAIOIIETOCS XapaKTePHBIMH (EHOTUITMYECKUMH MMPU3HAKAMHU M HEIOCTOSHHO
BBISIBJISIEMOM BBICOKOH aKTHMBHOCTBIO IEIOYHON (ocdarasbl, ciaelyeT UCKaTh B TPyIIe 3a00-1eBaHU
00ycloBIeHHBIX Ae(pEeKTOM OMOCHHTE3a IMUKO3WIPochaTUAMINHO3UTONA. Bynem Hane-aTbCs, 4To
CO BpPEMEHEM JUIsl TAKMX MAIlMeHTOB MOSIBUTCS criennduueckas Tepanusi.
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