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AKTyansHOCTh. HeocTaTOuHOCTh OYCHB JNIIMHHOIETIOUeY-
HoH anmi-KoA-nerunporeHassl )KUPHBIX KACIOT — 3TO HACIE-
CTBEHHOE HapyIIEHHE MHTOXOHIPUAIBLHOTO OKUCICHUS JKUPHBIX
KHCJIOT, CONPOBOKAAIOIEECS Pa3INIHBIMU MPOSIBICHHUSMH, BKITIO-
Yas KapAHMOMHUOIATHIO, THIIOKETOTHYECKYIO THIIOTINKEMHIO, HU3-
KYI0 BBIHOCJIUBOCTD IIPH (PU3HMUECKUX HArpy3Kax.

Onucanue KIMHUYECKOro ciay4asi. B cranuonape HaOmo-
Janach neBouka A., 1 Mec. [eHeanoruueckuit anamHe3 He OTSI-
romiéH. Pe6éHok oT 1-if GepeMEHHOCTH, MPOTEKaBIeH Ha QoHe
OCTpO¥ pecrUpaTopHoOil BUPYCHON MH(EKIINH, KOKCAPTPO3a Ta30-
OepeHHBIX CYCTaBOB, 1-X CBOEBPEMEHHBIX POIOB MYyTEM Kecapena
ceuenus. Macca Tena npu poxaennu 3450 r, anmuna tena 51 cm,
olieHKa 1o Anrap 8/9 6ainoB. HeoHaTanbHbIil CKDUHUHT B3ST
B pornome. Ha 2-e cyTku »u3HU y peOEHKa BBIIBJICHO HapacTa-
Hue cuaapoma yraetenus LIHC, B cBs3u ¢ uem OoibHAs TIepeBe-
JIeHa B HEOHAToIoruueckoe otaenaeHue. OObeKTHBHO MPH MOCTY-
IUICHUH COCTOSIHHE CPeIHEH TSDKECTH, BO BpeMsl 0CMOTpa He KpH-
4UT, OECIIOKOHCTBA HET, MBILICYHBIH TOHYC CHHU)KEH, OCTaJIbHbIC
cucTeMbl opraHoB 0e3 marojoruu. JlaboparopHo oOmiell aHanu3
KpOBH 0€3 MaToJIOTHH, B ONOXHMMHIECKOM aHaJIN3e KPOBH — MOBBI-
[ICHHWE aKTUBHOCTH acnapraraMuHoTpancdepassl 1o 226,9 EJI/n
" anaHuHaMHHOTpaHcdepassl 10 216 EJI/n. Ananus Ha HBsAg
(TOBEpXHOCTHBIN aHTUI'€H BUPYCHOTO Tenaruta B) monoxurenes,
uckiodeHsl renatut C, reprnecBupycHble uHekimu. IIpu Heiipo-
COHOrpauy — 3XO-IPU3HAKU MEIIKOH KUCTBI COCYIUCTOIO CILIE-
TEHU CIIpaBa, MOBBIIICHHE YPOBHS 9XOTCHHOCTH MTEPUBEHTPHUKY-
JpHBIX oTaenoB. [Ipu IxoKI" — runeprpodus Muokapa mpaBoro
xenynouka. I1o JaHHBIM HEOHATAJILHOTO CKPUHMHTA BBISIBIIEHO MO-
BoiieHue ypoBHs C12 1o 0,92 (npu Hopme 10 0,38), moBsbIlIeHHE
C12:1 no 0,99 (mpu HOp™me po 0,61), noBbimenue C14:1 no 2,07
(mpu HOpMme 110 0,41). [ToBeIIEHNE ATUX TIOKA3aTeNel CBUICTEIb-
CTBYET O HAPYIICHUH B-OKUCICHUS XKUPHBIX KUCIOT — HEIOCTa-
TOYHOCTH OYEHBb UTMHHOLETIOUeYHOH anminKoA-nerunporenassl
JKUPHBIX KUCIIOT, IPOSIBIISIONIEHCS KapANOMHOIIATHEH 1 IOpaXke-
HHEM IedeHH. B3sT aHann3 Ha BbISIBIICHUE TATOTEHHBIX MyTaIUi
B reHe ACADVL. IIpoBeneHa KOPpeKIUs MUTAHUS: IIpeKpalie-
HO TPyAHOE BCKapMJIUBAaHUE, peOEHOK NEepeBeEH Ha JIeUeOHYI0
CMECh, COJIEPIKAILly0 B Ka4€CTBE UCTOYHUKA JKUPA CPEIHELENO-
YevHble TPUIITHLEPHIbL. B TiHHAMUKe OTMEUeHa TEHASHIHS K HOp-
MaJTM3aLHH CIIEKTPa allMIIKapHUTHHOB KPOBH, KyIMPOBaHHE CHH-
JpOMa IIUTOJIN3a IIPU COXPaHEHUH TTOBBIIEHHON aKTUBHOCTH T'aM-
Ma-TilyTaMunTpascnentuaasst 1o 139 EJl/n.

IIpakTHyeckasi 3HAYUMOCTh. PEGEHOK ¢ HEOCTATOUHOCTHIO
OYEHb JTHHHOLETIOYeYHOH anmi-KoA-nernaporeHassl sKUPHBIX
KHCIIOT HAXOAUTCS B TPYIIE PUCKA JETATBHOTO UCXO0/Ia U3-3a pas-
BUTHS THIOKETOTHYECKON THUITOTIIMKEMHH, 3a00JICBaHUH MIEYCHH,
cepaeuHo apuTMuu. Moaudukanus cocTaBa MUIIEBBIX KHUPOB
CIOCOOCTBYET yMEHBIICHHUIO NopakeHUs neueHu. Heonaronoru
U TIeJIUATPBI IOJDKHBI OBITH OCBEJOMIJICHBI O BapHAHTaX JIETHYC-
CKOM KOPPEKIMH HApyIIEHHOTO MeTabO0IM3Ma KHUPHBIX KUCIIOT.
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