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HAYYHO-MPAKTUYECKAA KOHOEPEHLIMA CTYOEHTOB M MOJIOAbIX YYEHBIX « CMEPAHCKUE YTEHNA-2024»

OUCTAIbHbIA APTPOIPUMO3 TUM 2A
(CMHOPOM ®PUMEHA-LLENAOOHA)
Y HOBOPOXXOEHHOIO PEBEHKA

LllectakoBa HO.B.

Hay4yHbI pykoBoauTenb: KaHA. MeA. HaykK
A.C. UBaHHUKOBa

BopoHexckuin rocygapcTBeHHbIN MeAULMHCKUIA YHUBEPCUTET
umenun H.H. BypgeHko MuH3gpasa Poccun, BopoHex, Poccus

Knroyesnie criosa: knuHuYeckul cny4dal, cuHopom OpumeHa—
LllendoHa, OuacHocmuka, fedyeHue

Axmyanonocms. Cunnpom @pumena—lllennona — penxo
BCTpeYaroleecs TeHeTHIeckoe 3aboneBanne, onucano donee
100 cnyuaeB. PaHHSs AMarHOCTHKA CIIOCOOHA KOPPUTHPOBATh
QHOMAJIMIO OIIOPHO-ABHUraTeIbHOrO anmnapara ¥ yMEHbIIAET OT-
cTaBaHue OOJBHOTO peOEHKA B HEPBHO-TICUXUYECKOM Pa3BUTHH.

Onucanue knunuueckoeo ciyuas. JleBouka, 1 mec, ot 3-ii Ge-
PEMEHHOCTH C JUIMTENILHON YIPO30i NpekIeBPEMEHHBIX POJIOB,
XPOHUYECKOH BHYTPHYTPOOHOH TMIIOKCHEH IUIONa, aHEMHUEH |
MO3JHUM I'ecTo30M y Marepu. HacnencTBeHHBIN aHAMHE3 OTATO-
I_U,éH I10 IMaTOJIOTHUAM OHOpHO-ZlBI/IFaTeJ'IbHOf/’I CUCTCMBI: CO CTOPOHBIL
MaTepu — CKOJINO03; 0TLIa — IUIOCKOCTOIHNE, CKOINO3; y Opata —
mockocronue. JleBouka poauiiach O CTUTMaMu Tu33MOpHore-
He3a: MPOTHATHS, BEICOKUI QUIIBTP, MUKPOCTOMHES, e(pOopMariis
JUCTAJIBbHBIX OT/AEJIOB KOHEYHOCTEH, HU3KUI pOCT BOJIOC Ha 3a-
ThUIKe. Ha 8-if ieHb u3HU peOEHOK MepeBe/iEH B OTACIICHUE Ta-
TOJIOTUHM HOBOPOXKIEHHBIX. DXOKapAHOrpadus BHISIBUIA OTKPBITOE
OBaJILHOE OKHO C MaJIbIM COPOCOM C HOPMaJIbHBIMU TIOKa3aTeIs-
MU COKpaTuMocTH MUOKapa. [Ipu HelipocoHorpadmu oOHapyKu-
JIMCh NPU3HAKU THIIOKCUYECKUX U3MEHEHUH B MO3TOBOW TKaHH.
IIpu pentrenorpaduu MmeHHOro oTAENa MO3BOHOYHUKA BBISBIIE-
Ha gucnokarys C I1I; kuctelt pyk — pe3ko BeIpaKEHHOE OTKIOHE-
HHe 3 nanbla, yIpHapHas JeBUalys naiables kuctel. [locne kon-
CYJIBTallUH OPTOIIE/Ia BHICTABJICH MPEATIOI0KUATENLHBIN THarHos:
KpaHUOKaproTap3aibHas quciuiasusi’? JAucTaabHblil apTporpunos?
BanbrycHo-BapycHas ctona ciieBa, «BepTHKaJIbHBIN TapaH» cIIpa-
Ba. J[eBouKa HampaBiieHa Ha KOHCYJIBTALMIO [€HETHKA, TI€ PeKO-
MEHJ0BAaHO MOJICKYJIIPHO-TE€HETHIECKOE 00CIeI0BaHNE, TTOCIIEe
BBITOJIHEHUS! KOTOPOTO BbIsiBIeHA MyTauus 17781 rena MYH3,
OMIM 193700, uto nonrepxaer cunapom @pumena—Illennona.

3axnouenue. TiiaTenbHBIA 0CMOTP Bpaya-HEOHATOJIOTa, Bpa-
Ya-TieInaTpa v OpToIesia ¢ BEISBICHHEM OCHOBHBIX (DEHOTHITHYIE-
ckux uept cuaapoma GOpumena-Illennona u MoJIeKyIIpHO-TEHE-
THYECKoe 00CIIe10BaHUE TO3BOIMIIH IPOBECTH PAHHIOIO F'eHEeTHYe-
CKYIO IMarHOCTUKY 3a00JIeBaHMs, UTO onpeaensieT 3pGeKTUBHYIO
peabunuTaluio 1 MOBBIIICHHE KaueCTBa KU3HH PeOEHKa.



