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AkTtyajabHocTh. Cunapom Peiie - peakas dopma octpoit sHuedasonaTid M KUPOBOH
WHOUIBTPAIMK TICYCHU, KOTOpas HMMEET TEHICHIIMIO pPAa3BUBATHCS IIOCIEC OCTPOM BUPYCHOM
uH(peKknnu, 0co0eHHO Ha (OHE MPUMEHEHHS] HECTEPOUTHBIX TPOTUBOBOCHAIUTEIbHBIX IIPEapaToB.
3aboneBanue BcTpedaercs ¢ vacrotod 0.03-1 cmyuait ma 100,000. 93% 3aboneBmmx — OeTH
€BPOIEOMIHOM packl, U3 HUX 12 % netu mepBoro roaa >KM3HU. DTHONOTMS cuHIpoMa Pelie 1o
KOHIIA HE BBIICHEHA.

Heanb: Ha mnpuMepe KIMHUYECKOTO CIlydas yKa3aThb BO3MOXKHYIO NPUYUHY pPa3BUTHS
cuHapoMma Peiie y ujieHOB OHOM CEMbH.

Martepuanbl U MeToabl. Marepuanbl — MEIUIMHCKAs JAOKYMEHTAlUs TAIMEHTOB C
cunjipomoM Peite. MeToa — KIMHUKO-aHAMHECTUYECKHIA.

PesyabTarel m ux oo0cy:xkaenue. Cuurtaercs, 4TO B OCHOBE CHUHApoMa Peiie nexur
MOBPEXKICHUE MUTOXOHJAPHUII BO BCEX OpraHax M TKaHAX, OCOOEHHO B KJIETKaxX MEYEHH U MO3ra,
BciencTBue HapymieHuss [-okucienus KK u  wHrHOMpOBaHMS Mpollecca OKHCIUTEIBHOTO
dhochoprmmpoBaHus.

B paccmarpuBaeMoM HaMH KJIMHUYECKOM Cily4yae IepBasi OEpeMEHHOCTh paHee 3J10pPOBOM
KCHILMHBI TMpoTeKana Ha (oHE remaroMeraauu M kpurthdeckux uudp tpacamunaz (HELLP-
cuHapoM). bepeMeHHOCTh 3aKOHYMIIACH TPEKIEBPEMEHHBIMU poOJaMu B Cpoke 36 Hemenb ¢
apieHussMu  JIBC-cuHapoMa M MaTOYHOTO KpPOBOTEUYEHUS, MOTPEOOBABIIMX YAAJNCHUS MATKH.
[TepBrrit pebenok moru® wHTpanarambHo. C 1990 rona ommcano Gosee 60 ciydaeB OCIOKHEHUMA
o6epemenHoctu B Bune «HELLP-cunapomay, mpUYuHONW KOTOPOTO SIBISUIACh HEIOCTATOYHOCTH
JUTMHHOLIETIOYEYHOHM ruApoKcuanmi-KoA neruaporenassl y mioja.

Crnenyromass OepeMEHHOCTh HACTYNWJIA B pe3ylbTaTe NPUMEHEHUS BCIIOMOTATENbHBIX
PENPOIYKTUBHBIX  TEXHOJIOTHH  (9KCTPAKOPIOPATBLHOTO  OIUIOAOTBOPEHUSI W CYpPpOTaTHOTO
MaTepuHcTBa). JIBoitHS (Manmpumku) poaunach B cpoke 30-31 Hemenb 06e€3 3HAYMMBIX
MaTOJIOTHYECKUX SIBJICHUN B COCTOSIHUM 37I0pOBbi. B mepBOM mosyroauu y cuOCOB OTMedanach
yMepeHHas 3ajiepKKa MOTOPHBIX (PyHKIMN Ha OHE EepUHATATBHOMN dHIIe(amonaTuu.

B Bo3pacte 7 mecsieB y BTOpOro MajibuvKa U3 JBOMHU Ha ()OHE OCTPOH pecnHpaToOpHOM
uHpeknMu U TOTpeOOBaBIICHCS JKAapOMOHIDKAMOIIEH Tepanmuu HOYyNpoPeHOM  pas3BHIIACH
cuMmrnromatuka cuHapoma Peiie, mpuBenmiero uepe3 10 nHeil k netaibHOMY ucxonmy. Yepes
MOJITOPHI HEJIeN TOCie CMEPTH CUOca aHaJOTHYHBIN CIICHapUi pa3BUTHS CUMITOMATUKH HMET
MeCTO y mepBoro pebenka u3 aBoitHu. [Ipumem uOynpodena Ha (one ocTpoit pecrnupaTOpHOM
MHOGEKIMN TpuUBel K Pa3BUTHIO CcHHIpoMma Peife ¢ Kiaccnyeckod KapTHHOM IE€YeHOYHOU
HEJIOCTATOYHOCTH MW SHIE(PaNONaTuy, ¢ TOCICAYIONIMM pPa3BUTHEM CHHApPOMA IOJTHOPTaHHON
HEJO0CTAaTOYHOCTH, IBUBHIMMCS IPUYMHON CMEPTH Ha 5-i1 IeHb 3a00eBaHUsl.

['eneTndeckoe oOcneqOBaHWE KPOBHM TOTHOMMX JETEH BBISIBUIM HEJIOCTATOYHOCTH
JUIMHHOLIEMOYEYHOU 3-Tusipokcuanuia-KoA-aeruaporeHassl.

PsimoM aBTOpOB paHee YKa3bIBAIOCh HA CTPYKTYPHOE CXOJICTBO MEXIy MeTaboIuTamMu
acmupuHa MW cyOcTpaTamMu JUIsl MHUTOXOHAPUATHHOTO  TpUPYHKIHOHAIBHOTO (EpMEHTa,
KOMIIOHEHTOM KOTOpOTro sBisieTcsa 3-ruapokcuanmi-KoA permaporenasa. IIpeanonmaramock, 4To
UMEHHO ATOT (DepMEHT — MUILIEHb ASHCTBHSI CaTHIIMIATOB MPH 3aIllycKe cuHIpoMa Peiie.

BoiBoabl. Pazsutrue HELLP-cunapoma Bo Bpemst 6epeMEHHOCTH SIBISIETCSI OCHOBAaHUEM ISt
00s13aTeTLHOTO TEHETHYECKOTO KOHCYJIBTHPOBAHUS CEMbH C TPOBEACHHEM CICIUATBHOTO
oOcieoBaHUsl Ha TMPEAMET ONpeesieHUs] CTENeHH PUCKa POXKAEHUS AeTel, MMerolmux aedekt
MUTOXOHIpHabHOro okucienus KK.
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