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AKTyanbHOCTb. [eTepoTakcusa (M) — 3TO HacneacTBEH-
Has naTonorus B BMAE HEONPeLeNeHHOro PacrnooXKeHUs
BHYTPEHHUX OpPraHoB (NIEBbIM WAWU MpaBbli U3OMEPU3M)
B COYETaHUMU C rpybGbIMU BPOXKAEHHLIMW MOPOKaMKU pas-
BuTHA (BINP) cepae4HO-coCyanCTOn CUCTEMDI, IEMKUX, XKENy-
LOYHO-KMWeYHoro Tpakrta. I'T cBs3aHa ¢ psaomM MyTaLuun,
pacnonoxeHHblx Ha 2, 3, 7, 10, 15, 18- xpomocomax.
AKTyanbHOCTb Npo6niemMbl onpeaenserca peakoctoio [T,
C/IOXHOCTbIO NpeHaTasbHON AUarHOCTUKKM codeTaHHbix BIP,
OTCYTCTBMEM YETKO pa3paboTaHHOM TaKTUKK BeAeHUs naLu-
€HTOB, BbICOKOW fleTaNbHOCTbIO.

Lenb. NpeactaBuTb KIMHUYECKUIM cnydan [Ty pebeHKa
8 mec.

KnuHu4yeckui cny4ai. [JeBoyka ot 1- 6epeMeHHOCTH
Ha doHe yrposbl Bbikuablwa B 6 U 20 Hel, MOYEKaMeHHOM
60/1€3HU, XPOHUYECKOro racTtpodyodeHuTa, xoneuucTuta.
Poabl Ha cpoke 36 Hea. CocTosiHWe pebGeHKa Npu POXKAEHUK
CpeaHen cTeneHun TsaxecTu. Ha 3-u cyT nosiBunach »entyxa.
B nepBble MecsLbl )W3HU pebeHOK 06cnefoBaH cTaLMoHap-
HO, Ha OCHOBaHWK Yero AuarHOCTUMPOBaHbl Taxenblie BIP
OuAMapHOro TpaKTa, NeyveHu, cepgua, cocynoB. PebeHOK
onepupoBaH MO MOBOAY BPOXAEHHOro MoOpoKa cepaua
(BMC), npoBeaeHa onepauna no Muller. Pe6eHok B 8 mec
nocTynun B [JeTCKyto ropoACcKyto KIMHUYECKYIO 60/1bHULY N2
1 HuxHero HoBropoga ¢ xanobamu Ha XenTyLWHOCTb KOX-
HbIX NOKPOBOB, Masnble NPnbaBKKU B Bece, OTCTaBaHWeE B MNCU-
XOMOTOPHOM Pa3BWUTUK, BANOCTb, OTKa3 OT eAbl. CocTosiHMe
NpW NOCTYNIEHUN Taxenoe. BolparkeHbl CUHAPOMbI KENTYXH,
renato-nMeHanbHbli, 3afepKKM B GU3NMYECKOM, MCUXOMO-
TOPHOM pa3BUTUU. JTabopaTopHO BbISBAEHbI TAXKeNas aHe-
Mus (remornobuH — 46 r/n), CMHAPOM xonectasa (ypoBeHb

ounupybuHa — 317 MKMOsb/n), LUTONU3a (anaHMHaMUHO-
TpaHchepasa — 2,46 MKKaT/n, acnapTataMmHoTpaHcdepa-
3a — 3,71 MKKat/n), Npu3HaKku HapyweHus 6e1K0BO-CUH-
TETUYECKON QYHKLMM NEYEHW, HapyLLeHWe IMIOKOHEOreHes3a,
CBEPTbIBAEMOCTU KPOBU, ANCMPOTEUHEMMUS.

O6GcyxaeHue. VHcTpymeHTanbHoe o6cnefoBaHue
no3BONMNO0 BepnuduUMpoBaTb AMArHo3: «MHOMXEeCTBEHHbIE
BIP: cnoxHbin BMNC — cepaue neBOpPacrnosioXeHHOe,
npaBocGOPMMUPOBAHHOE, OEKCTPaANO3MLMUSA KOPHA aopThl
C ABOWHbIM OTXOXAEHMEeM MarucTpasnbHbiX COCYAOB OT npa-
BOTO0 Xenyaoyka; AedeKT MexKenyao4KoBOW Neperopoaku,
HEeOOoCTaTO4HOCTb KPOBOOOpalleHns 1-1 cTeneHu; neesopa-
CMNOJIOXKEHHas Ne4vyeHb, areHe3us Xe4yHoro ny3blps, rmno-
nnasus BHEMEYEHOYHbIX XeN4eBbIBOAAWMX MyTen, MNou-
cnneHuss. XPOHUYECKUN BPOXKAEHHbIA XONEeCcTaTU4eCKUMm
renatuT Ha ¢oHe BIIP 6ununapHon cuctemsbl, Il cteneHn
aKTUBHOCTH; GOPMUPYOWMICA GUAMapHbIM LMPPO3 neve-
Hu». Ha GoHe naToreHeTM4YecKom, CUMMNTOMaTMYeCKon Tepa-
nuun coctossHne pebeHkKa 6bino cTabunbHbIM. [lanee Hapocu
NPU3HaKMW MeYeHOYHOW HeAOCTaTOYHOCTHU, KOoTopas cTana
NPUYNMHOW CMEPTU NaLMEHTKU. Pe6eHOK NorMb npu NonbITke
NMOBTOPHOrO OMepaTtMBHOIO BMellaTeNbCTBa Ha cepaue.
Tsxkenbin BIC, atpesuns xenyHoro ny3sbips, BIMP BHeneve-
HOYHbIX }eN4eBbIBOAALWMX NyTen, 06paTHOE pacrnosioKeHne
neyvyeHun 1 cenie3eHKu, MOMUCMNEHUS BXOAAT B CUMITOMOKOM-
nnekc I'T ¢ neBbIM U30OMEPU3MOM.

3aknyeHue. [laHHas naTtonorusa SBAseTCs MHBaNUAn-
3upytowen n HekypabenbHon. MNpu nnaHMpoBaHUKM NOBTOP-
HOM GEepeMEeHHOCTM PoAMUTENAM PEeKOMEHAYeTCH TFeHeTu-
yeckoe obcnegoBaHue ANs UCKIOYEHWUS HacneACTBEHHbIX
daKTopoB pa3sutua 1.
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