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AKTyaAbHOCTb. [AMKoreHoBasi 6oaesHb IV tna (IB IV) —
OUYeHb PEAKOE HACAEACTBEHHOE 3ab0oAEBaHWe, XapaKTepusyto-
LLeecs HapyllEHUEM FAMKOTreHOreHesa, ObICTPbIM Pa3BUTUEM
UMppo3a U BbICOKOM AETAAbHOCTbIO K 5 ropam XM3HK 6e3 npo-
BEAEHUA TpaHCNAaHTaumm nevenu (TIM).

LeAb. AeMOHCTpaLMsi OCOBEHHOCTEN TEUEHUS U TPYAHO-
cTew anarHoctvkuy I IV y pebeHka paHHero Bo3pacTa.

KAuHnueckum cayuan. Manbumnk A., 2 AeT 3 Mec, OT BTOPOM
6epeMeHHOCTH (nepBas — 3A0POBbLIA pebeHoK), npoTekaBLIen
Ha ¢oHe cnaeyHon OOAE3HWM Manoro Ta3a, aHeMWUMU AErkom
cTENEeHu, BTOPbIX CaMOCTOATEAbHbIX POAOB Ha 38-i Hea. Macca
Tena — 2840 1, pavHa — 50 cm, oueHka no wkane APGAR —
8/9 6annoB. MNeprop HOBOPOXAEHHOCTM — 6e3 0COHBEHHOCTEN.
B 5 mec nepeHec oCTpbIi AAPUHTUT, BNEPBblE OTMEYEHO MOBbI-
WweHue koHueHTpaumit AAT/ACT B CbIBOPOTKE KPOBU A0 2 HOPM.
He poobcnaepoBaH. B 1,5 ropa — iMMyHM3auma AKAC-BakUMHOM,
B MeCTe MHbEKUMM 0O6pa3oBanca MHOUALTPAT, B CBS3U C UYEM
rocnutaansmMpoBaH. PuU3MKaAbHO BMNepBble OTMEYeHa renarto-
cnaeHomeranusl. AabopaTtopHo: remornobuH — 78 r/A (Hopma
> 110), AAT — 234 M/A (Hopma < 29), ACT — 678 ME/A
(Hopma < 59), ITT — 121 Ea/A (Hopma < 35), WO — 459 Ea/A
(Hopma < 400). Metoaom TMUP B kpoBu 0bHapyxeHa AHK
umMToMeranoBupyca. Y3U opraHoB OpHOLIHOM MOAOCTU: rena-
TocnaeHomeraamsa. AuarHos: LIMB-renatit ¢ ayTOUMMYyHHbIM
KOMMOHEHTOM. [loAyyan NpPeaHM30AOH B A03e 15 mr/cyt
(kypc — 5 Mec) 6e3 adpdekTa. A A00OCAEAOBAHMA MOCTYNUA
B depepanbHblit LeHTp. Mpn ocMoTpe: dusnyeckoe pasBuUTUE
HUXe cpeaHero (SDS pocta -1,82), AMCrapMOHUYHOE 3a CueT
BblpaxeHHOro apeduumta maccol Tena (SDS macchl Tena -3);
XMBOT YBEAMUYEH B pa3Mepax; HUXHAS rpaHuua neyeHn +7 cm;
ceneseHka +6,5 cMm. NabopatopHO: reMornobuH — 98 /A,
TpoMBOLMTEI — 132 x 109/A (Hopma 150-450 x 109/a), AAT —
131 ME/A, ACT — po 389 ME/A, ITT — 83 ME/A, UCKAIOYEHDI

6one3HM BuabcoHa, lowe, HumaHHa - Muka, HeAOCTaTOUHOCTb
anbda-1-aHTUTPUNCKMHA, HACAEACTBEHHAsA TMPO3MHeMUS | Tvna,
HaCAEACTBEHHbIM FreMOXPOMATO3, AEPULMT AM3OCOMHOM KUCAOK
Avnasbl. Y3U 1 MPT opraHoB O6pHOLLIHOM MOAOCTU: 3HAUUTEAbHASA
renatomMeraausi, NpU3Haku AMGPY3HOro NapeHXMMaTo3Horo npo-
Liecca; BblpaXeHHas CNAeHOMEraAus; pacluMpeHue AMamMeTpoB
BOPOTHOM U cene3eHoYHOW BeH. AIAC: BapMKO3HO pacluMpeH-
Hble BeHbl NUeBoAa | cT. BbinoAHeHa MyHKUMOHHas 6uoncus
neyeHu, MUKPOMOPHOAOTHMUECKOE UCCAEAOBAHKE renatobuonTa-
Ta: B AOAbKax NeYEeHU — KAETKM OKPYTAOM GOPMbI C BbITAHYTbIMMU
AAPaMW, CMELLEHHBIMU Ha nepudeputo, UMTonAasMa Ux romo-
reHHas, CBETA0-303MHOdUAbHASA, LLINK-peakumns pesko NoAOXM-
TeAbHasl, B KOHTpoAe ¢ amunalon LLUMK-no3nTMBHOE BeLLECTBO
coxpaHsieTcA. ABAEHWA renatuta HU3KOM CTENeHU MMCTOAOTUYe-
CKOW aKTMBHOCTM HOCAT PeaKTUBHbIN xapakTep, MHAEKC ¢pnbposa
no wkane Desmet — 2 (ymepeHHbIit). HE0BXOAMMO UCKAKOUMTL
6 IV. MeTopOM MNPSIMOro aBTOMATUUYECKOTO CEKBEHUPOBaHUA
B 9k30oHe 02 reHa GBE1 BbiiBA€HA HYKAEOTMAHAs 3ameHa
€.278C>T B retepo3nroTHOM COCTOAIHWM, B 3K30HE 05 — HyKAeo-
TUAHas 3ameHa ¢.614G>A B reTepo3vroTHOM COCTOSIHUW. Takum
obpasom, BepudpuumpoBaHa B IV. PebeHOK HaxoAWUTCS MoA
AVHAMWUYECKUM HabAtoAEHWEM U ByAET CBOEBPEMEHHO HampaBs-
AeH Ha Tl npu NoABAEHUU NOKa3aHWUW.

06¢cyxaeHue. MsHavanbHO pebeHky ObIA YCTAHOBAEH
HEBEPHbIM AMArHO3, B pe3yAbTate Yero HasHauyeHa Heapek-
BaTHas Tepanua. TOAbKO MOPPOAOTMUECKOE WUCCAEAOBaHUE
61oNTaToB NEYeHW MO3BOAMAO 3anop03puTb B IV, noaTBEpPX-
AEHHYIO BMOCAEACTBUU MOAEKYASIPHO-TEHETUUECKUM METOAOM.

3aknatoueHue. b IV caepyeT yuutbiBaTh Npu AnddepeHLm-
AAbHOW AMArHOCTMKE XPOHWYECKMX GOPM NATOAOrMU NEYEHMU,
YTO NO3BOAUT BOBPEMS OMPEAEAUTH TAKTUKY BEAEHWUS TaKKX
NauMeHTOB U NOBbLICUTb MX BbIXKMBAEMOCTb B paMkax CBOEBpe-
MEHHO nNpoBeAeHHOoM TIN.





