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rMYTAPOBAS ALIMAYPUSA Y PEBEHKA 5 NIET
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OpeHbyprckuii rocygapCTBEHHbIN MEAULIMHCKUIA YHUBEPCUTET

MwuH3agpasa Poccuun, OpeHbypr, Poccus

Kniouesnle criosa: knuHu4eckuli criyyad, arnymapoeasi

ayudypusi, duazHocmuka

Axmyansnocms. I'mytaposas anuaypust (I'A) 2-ro tuma —
KIMHUYECKU FeTepPOreHHOE HapyIIeHHEe MEXaHU3Ma OKUCIICHHS
JKUPHBIX KUCIOT U aMUHOKHUCIIOT, NIepeaouieecs 10 ayToCcoM-
HO-perieccCHBHOMY THITy. PacmipocTpanéHHOCTS faHHOTO 3a00ITe-

BaHus cocrapisieT 1 Ha 200 000 HOBOPOKIEHHBIX.

Onucanue xnunuyeckoeo ciydas. Pe6énok M., 5 net, poaucs
ot 2-it 6epemeHHOCTH (1-51 GepeMEHHOCTh — JIBOMHS, BBIKH/IBIII HA
cpoke 8-9 Hen) B cpok. [1pu poxknennn macca tena 2750 r, amHa Te-
na 50 cM, orieHKa 1o 1kaie Arrap 7/7 6aioB, COCTOSHHIE CpeTHei
CTETIeHH TSDKECTH 32 CUET HEBPOJIOTMUECKON CHMITTOMATHKH. [{pa-
THO3 TP POXKACHNH: HEOHATAIbHAS KENTyXa HeyTOUHEHHAS. [ UImoK-
cryeckast HIedanonarus, OCTPbIA MepHoJ, CHHIPOM BO30YKICHHS.
Iepssiii srm3on T'A y peGEHKa POSBUIICS BSUIOCTBIO, OTCYTCTBUEM
AKTUBHBIX JBWKEHUH, B3I YCTPEMIIEH B OfHY TOUKY. OTMEUeHBI
OTCYTCTBHE aKTHBHBIX JIBIDKEHUH U THIEPCAINBALINS, COCTOSHUE KO-
MBI, CyTOPO’KHBIE KIIOHHIECKUE IOAEPTUBAHMS BEPXHHUX M HIDKHHX
KOHEYHOCTEH, KOTOpBIC OBICTPO KyITHUPOBAIKCH. [ TMKEMUsI COCTaBH-
na 1,9 mmonb/i1. Bropoii anmu3on A BHOBb MOBTOPHIICS B YTPEHHUE
Yachl BHIPKEHHOM CJIa00CTBI0, COHIIMBOCTBIO; PEOEHKA HE KOPMHUIIH,
BBISIBJICHO CHIDKEHHE YPOBHS IIFOKO3bI KPOBH 110 1,6 MMOIIB/JI, rocie
enpl — 5,6 MModtb/. Tperwit amm3ox ['A mpor30IEn yTpoM Clieayro-
IIeTO JIHS U MPOSIBUJICS BEIPKEHHOH BSUTIOCTBIO, OJIETHOCTBIO KOXK-
HBIX TIOKPOBOB, COHIIMBOCTBIO. YPOBEHb INTIOKO3bI KPOBH HATOLIAK
2,0 MMOJIB/JIT, TIOCTIE CITAAKOTO Yast MOAHsIICS 10 4,6 MMois/i1. [Tocie
MPOBENICHUSI TAHIEMHOM MacC-CIIEKTPOMETPHH OBUIO YCTaHOBIICHO
TIOBBILIEHHE KOHIIEHTPALMIA CPEIHE- U JUTMHHOLICTIOYEYHBIX allvJIKap-
HHUTHHOB, KOTOPBIE MOTYT HaOmonarses pu I'A Tur 2 (MHOKeCTBEH-
HOU HemocTarouHoCTH ami-KoA-nerunporenas). [Tpu JHK-mmarso-
cTHKe B 6-M 3K30HE TeHa £7TFDH BhIsSBICH BAPHAHT: HYKJICOTHIHAS
3amena NM_(004453.3:¢.652G>A, p.Asp218Asn B TOMO3UTOTHOM CO-
crosHur. Ha ocHOBaHMM 3THX JAaHHBIX pe6eHKy BBICTABJICH JUArHoO3:
TI'A, Tun 2. AyToCOMHO-pelieCCUBHBIH TUI HacnenoBanus. [ToBrop-

HBII pUCK 1151 cHOCOB 25% (BBICOKHIA).

3axnrouenue. TA, THIT 2 — OIHO M3 PEIKUX HACIICACTBEHHBIX
3a00JieBaHKH, BCTpEUaIOIInXcs y fereil. BeneHune naHHOTO Malu-
€HTa BKJIFOYAET B ce0s CTPOroe cOONIOICHHE AUETHI C HU3KHM CO-
aep)xaﬂneM )KI/IpOB, OFpaHI/I‘lCHI/Ie HOTpC6ﬂCHI/I$I JUIMHHOLICIIOYCY-
HBIX KUPHBIX KUCIIOT U 3aMEICHIE UX CPETHEICIIOYCTHBIMH KUP-
HBIMHU KucIOoTaMu. [IpOTHBOMOKAa3aHO roJoqaHue, PEKOMEHIYETCs
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OTPAaHWYNTH (H3NYECKUE HATPY3KH M BO3IEHCTBHS dKCTpEMallb-
HBIX YCJIOBHH OKPY>KaIOIIEH Cpebl.
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