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AkTtyanbHocTh. Cunapom JlexeHa (CUHAPOM KOIIAULETO
KpUKa) — pefkoe XpoMocoMHoe 3aboneBanue (1 Ha 25-60 000 Ho-
BOPOXKAEHHBIX), IPU KOTOPOM y OONBHBIX Habmonaercs Aeext
B CTPOEHUH 5-i1 XPOMOCOMBI.

Onucanue knunuyeckozo ciayuas. Manvank C., 2024 r.p. Po-
JuiIcs ot 3-if 6epeMeHHOCTH, 3-X POAOB, Y XKEHIUUHEBI 25 JIET, Ipo-
Tekaroulell Ha poHe aHemuu B I Tpumectpe, Barunuta Bo II Tpu-
Mectpe (Staph warneri, Enterococcus faecalis) 1 OTATOMEHHBIX
(akTopoB (peOEHOK OT 2-X pPOJOB CKOHYAJCS B Bo3pacte 4 mMec
OT MPHCTYTIA YIYIIBS, CO CJIOB MaT€pH MEIUaTPhI ITOA03PEBAITH Te-
HETHYECKYIO [AaTOJIOTHUIO, T. K. peOEHOK MMeNl MHOTO CTUTM JAU33M-
OpuoreHesa, o0cie0BaHKE HE TPOXouil). bepeMeHHoCTh mpoTe-
kaiia 6e3 ocioxxHeHui. Pogurenu 310poBsl. Posbl Ha 1oMy B Ipu-
CYTCTBUU Opurajabl CKOPOH MEIUIUHCKON IIOMOIIY, CPOYHBIE,
B 38 Hen, Macca Tena npu poxkaeHuu 2424 r, nnuHa Tena 48 cM,
OKPY>KHOCTB TOJIOBHI 34 €M, OKPYXKHOCTB TpyIHOU KieTku 30 cM,
oleHKa 1o mkaine Anrap 7/8 6amnoB. Pe6EHOK moCTaBIeH B po-
JUIBHBIN oM uepe3 10 MUH rociie poXAeHUs B COCTOSTHUM CPEI-
HEll CTENeHU TAXKECTHU 3a CUET IMIONIMKEMUHU, KYIUPOBAHHON
pacTBOpoM IMIOKO3EI 10% (4 MI/KT), B HadbHEHIIEM 3IH30/I0B
THIIONTUKEMHH He 3aperucTpupoBaHo. C poXIeHHs 00paIaroT Ha
ceOs1 BHUMaHHe CTUTMBI IN39MOPHOTeHe3a: aHTHMOHTOJION THBIH
paspes I1a3, THIepTeNopH3M, MUKPOTHATHUS, KOPOTKas Iesl, KPbl-
JIOBHJIHAS CKJIA/IKA, TUIIEPTPUXO03, HICKPUBIICHUE 5 MAJIBLIEB 00eUX
kucreil. JIpIxaHue CTpUIOPO3HOE C KOHIA 1-X CYTOK KU3HU, Msy-
KalOIUi KPUK CO 2-X CYTOK, 10 KUCIOTHO-OCHOBHOMY COCTOSI-
HUIO KOMITEHCUPOBaH, PECIIHPATOPHOI MOAIEPIKKU HE TpeOOBall.
KapamoremonuHaMuka ¢ poxaeHus! cTabMIbHas. DHTEpaNIbHOE
KOpMJICHHE HE yCBaWBaJl, IIPU MOIBITKE PACIIMPEHUs SHTEPallb-
HOTO KOpMJICHHS 6osee 3 MII, CPBITUBAET CTBOPOKEHHOM MOJIOY-
HOI1 cMechIo 0e3 marosioruueckux npumeceit. bonpHoil nepesenén
Ha 30H]10Bo€ kopmienue. IIpu penTrenorpaduu: ra3oHanoNnHeHue
KHUIIIeYHHKa paBHOMepHOE. JKUBOT MSATKHH, TPY Haibanuu 6e3600-
TIe3HeHHBIN. MeKoHni oTX0oamI ¢ 1-X CyTOK KU3HH, 4 pasza B CyTKH.
Moueuncnyckanue cBoOOIHOE, T1ype3 afaekpaTHbId. [Tocie obce-
JIOBaHUs U KapUOTUIIMPOBAHKS OblIa YCTAaHOBJIEHA XPOMOCOMHAs
aHOMaJIUs: CHHAPOMOM Jenenun Sp — kapuorun 46, XY, del (5)
(p14). Bricranen quarno3: CHHAPOM KOIIauybero Kpuka. B nuna-
MHKE C MOMEHTA ITOCTYILICHHUS OTMEeYaeTCs YTydIlleHUue KITMHNYe-
CKOH KapTHHBI, PeOEHOK Ha CAMOCTOSITENILHOM JIBIXaHHH, O0e3 1oTa-
uuu O,. Ha ecTeCTBEHHOM BCKapMJIMBAHHM, SHTEPAILHOE IIMTAHUE
C MOCTETIEHHBIM PaclIUPEeHUEM 10 GU3HOTOTUUECKOH TOTPEeOHO-
CTH, HE CPBITUBAJL, UHTOJIEPAHTHOCTH K SHTEPAILHOMY [TUTAHUIO
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He oTMevaock. HeBponoruyeckuii craryc crabuieH, 6e3 cyzopor
Y 09aroBOi HEBPOJIOTHIECKOW cuMmntoMaTuku. B Bozpacrte 20 cyt
JKM3HH BBIMKCAH IOMOM 1oj] HabmroneHue neauarpa, JIOP-ppaya
1 KOHCYJIBTallUM I'CHETUKA JJId PCUICHHUS BOIIPOCa O MPOBEACHUU
KapHOTUIIPOBAHUS POAUTENECH.

3akiouenue. Cuaapom JlexxeHa sBisieTcs peikoid 60e3HbIO.
YMmeHue paboTarh ¢ HaCJIeICTBEHHOMN MMATOJIOTHEH ITO3BOJISET I10-
JI03peBaTh M CBOEBPEMEHHO BBLIBILTH TeHETHUYECKOe 3a00ieBa-
HHE, JIEYUTh U IPOUICBATH )KU3Hb TAKHUM OOJIBHBIM.
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