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BBenenue. /[narnoctrka, CBOeBpEeMEHHOE PaclioO3HaBaHHE BPOXKIECHHOIO HAPYLICHUS METabO0In3-
Ma BELIECTB Y HOBOPOXIEGHHOTO pebeHKa ocTaeTcs NpoOJIeMHBIM BOIIPOCOM neauarpu. ['amakrose-
MUSI OTHOCUTCS K HACJIECTBEHHBIM HAPYIICHUSIM YIJICBOJHOIO OOMEHA, BO3HUKAET B PE3YJIBTATE MY-
TaIlU¥ T€HOB, KOMUPYIOMIHUX (PEepMEHTHI, KOTOPbIE YYacTBYIOT B 0OOMEHe rajlakTo3bl. B 3aBucuMocTH
oT Onoka (pepMeHTOB, 3a/1iCTBOBAHHBIX B CIOKHOM OOMEHE TajakTo3bl, KacKaJe peakiHid MpHBO-
JSIIMX K €€ PAacLICIUICHUIO J0 IIIOKO3bI BBIACIAIOT 3 THMa ranakrozeMuu. Ilatodusnonornyeckas
OCHOBa rajakTo3emMuu [ Tuna — nedunut ranakroso-1-hocharypuaunrpancdepaspl. ITO KIIOIEBOH
(hepMeHT B MeXaHHM3Me TPEBPAIEHHUS TaIaKTO3bl B INIIOKO3y. HapymeHHbIi MeTaboan3M MPUBOIUT K
HAKOIUJICHHIO B OPTaHu3Me peOeHKa TajaKTo3bl U €€ TOKCHYECKUX METa0OIUTOB (TaJaKTHONa, Tallak-
TOHaTa, rajnakro3o-1-docdara), KOTOpble OKa3bIBAIOT TOPMO3SIIEE BIMSIHUE HA aKTUBHOCTH (pepMeH-
TOB yIJIEBOJHOIO OOMEHA, CIIEICTBUEM Yero SIBJsieTcs TunorinkeMusi. CucreMHoe AeCTBUE TOKCH-
YECKUX METAa00INTOB HHAYLUPYET OCTPOE MOBPEKICHHUE IIEUEHH, FTOJIOBHOTO MO3Ta, IIOYEK, YTO MPO-
SIBIISICTCS TOMTUMOP(GU3MOM KIMHUKH. [anakro3emus | Tuma BcTpedaeTcs yaiie, MpoTeKaeT TSKEIOo,
YacTO OCJIOXKHSETCS CETICHCOM MOYTH Y Ka)kJI0T0 BTOPOTO MalMeHTA.

Heap ucciaenoBanusi. lemMoHcTpanus ciaydas rajaktoseMuu | Tuna ¢ panHeld MaHugecTanuen u
KpaliHe TsKeJIbIM TeYEHHUEM C HeOJIaronprsTHBIM HCXOJO0M Y JOHOIIEHHOTO HOBOPOXKIECHHOTO.

MarepuaJjnl 1 MeToAbI. [IpeacTaBIeHbl pe3yIbTaThl HAOIIONCHUS 32 HOBOPOXKICHHON TEBOYKOM
B MuHCKo# o0yiacTHOH aeTckoil kinHudeckoit oonpauie (MOJIKDB).

Pesyabrarbl. Pebenok ot 2 GepemeHHOCTH, 2 poaoB B cpoke 39 Henenb, Bec 3010 1, poct 49 cm,
Armrap 8/9 6amnoB. bepemMeHHOCTH TIpoTeKana Ha ()OHE TOKCHKO3a IMepBOI MOJMOBUHBEI B 12—13 He-
neib. BekapMianBaHue ¢ pOKACHNUS MOJIOYHON CMECHIO B ITOJIHOM 00beMe, Oe3 IPU3HAKOB ee Helepe-
HOCUMOCTH. Ha TpeTbH CyTKH KU3HH MOSIBUIIACH KEJITyXa, Pe3K0e YBeIIMUEeHNE KOHIIEHTPAINH 00111e-
ro ounupyouna o 405,0 mkmounb/n (npu poxaenuu — 28,5). B LIPB BoicTaBiieHn quarno3 BHyTpuy-
TpoOHOH nHpekunu 6e3 ee yrounenus, pedenok Hanpasien B MOJIKbB. [Ipu noctynnenun coctosnue
pebeHKa TspKenoe, CHUKEH TYProp TKaHeH, )KMBOT YBEJIMYCH, BbIPAaXKEHA BEHO3HAsI CETh 110 epeaHen
OpIOITHOM CTEHKe, eTeXHaabHas TeMOpparndeckasl Chlllb, apTepHatbHOe JaBieHne 83/54 MM.pT.CT.,
TaxuKapaud, MaJbIupyeTcs Kpail neueHu Ha 3 cM HIDKe Kpas pebepHoii nyru. JlaHHbIe MOHUTOPUHTA
OMOXMMHUYECKHX TECTOB, TEMOCTa3MOTPAMMBbI YKa3bIBAIX HA OCTPOE MOBPEKACHUE TICUCHH U €€ JINC-
(YHKUMIO Ha KJICTOYHOM YpOBHE: aJlaHMHaAMHHOTpaHcpepaza — 152 En/n, acnapratamMmuHoTpancge-
paza — 196 En/n, nakrarmeruaporenasa — 849 En/n, menounas gocdaraza — 2583 En/m, obmmii
6enox — 37 r/n, moueBruHa — 13,0 MMoite/i1, TpomboIuTEl — 1,0%10°/11; cpemu cepuu aHaIM30B MH-
HUMAJIbHBIH YPOBEHb ITTMKEMUN KPOBH cocTaBui 2,1 Mmoib/i. [Ipu ynbTpa3ByKoBOM CKAHUPOBaHUHU
BBISIBJICHO YBEJIMUYEHHE pasMepoB IedeHu, Auddy3Hble U3MEHEHHsI B MapeHXUMeE IeYeHH, MOueK,
MODKETYIOYHON xenesbl, acuuT. [IpoBogmiace nuddepeHnuanbHas JUarHOCTHKA ¢ BHYTPHYTPOO-
HBIMHU WHQEKIHUSIMHE, OTpHrareabHbie pe3ynsrarel MDA, TP sBunrck Mapkepamu i1l NCKITIOYSHUS
TORCH-nnadekmuu. BrImorHeH THarHoCTHYeCKUN TIONCK BPOXKACHHBIX 3a00JIeBaHU OPIOIIHOM 1M0-
JIOCTH XUPYPrHUecKoro Mpouisi; MpoBeleH AMArHOCTUYECKUH JanapoleHTe3 W JApSHUPOBAHHE
OpIOLIHOM MOJIOCTH, MUKPOOHOIOTHYECKOE UCCIIEA0BAaHIE ACHUTHYECKON KUIKOCTH. B cBs3M ¢ mo-
JO3pEHUEM Ha HapylLIeHHe 0OMEHa BEIIECTB BPaYOM-TEHETHKOM B3SIThl CKPHHUHTOBBIE TecThl. C mep-
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BBIX mHel seuenns B MOJIKB mpoBeneHa >IUMUHAINS MOJIOYHON CMECH, HaJlaKeHO dHTEpaIbHOE
nutanue. CocrosiHre peOeHKa MPOTrpecCUBHO yXYANIAJIOCh, pa3BUiIach MOJHUOpPraHHAs HEAOCTAaTOY-
HOCTb, MAaHU(ECTHUPOBAI U TPOTPECCUPOBAII CENTHUECKUI MPOLECcC, Ha 5 HefleNe 3a00IeBaHus ycTa-
HOBJICHBI IOKA3aHMS U HaJIAXKEH NePUTOHEATbHBIN TUaNIN3, HECMOTPSI HA MHOTO(aKTOPHYIO TEPAIUIO
Ha 41 cyTku pebeHok norud. [Ipu reneTnyeckoM CKpUHUHTE BBISIBJICHO MOBBILICHUE B KPOBU KOHIICH-
Tpanum rajgakto3o-1-docdara mo 3587,6 MkMos/1 (HopMa 10 250), aKTHBHOCTh YpUAMITpaHChepa-
3bl ObL1a B HOpMe — 3,3 ME/r. Ha 0ocHOBaHUM MOJICKYJISIPHO-TEHETUYCCKON TUArHOCTHKHU y peOeHKa
YCTaHOBJIEHO TOMO3UTOTHOE HOCUTENbCTBO MyTaunu p.Q188R rena GALT, nuarnoctupoBaHa ranak-
to3emus | Tuna. ¥ 0o0oux poauTenell BBISIBICHO IeTEPO3UTOTHOE HOCUTENIBCTBO MyTanuu p.Q188R.

BeiBoabl. ['anakro3emuss MaHU(ECTUPYET B NEPBbIE JHU KU3HU U MOXKET IIPOTEKaTh KpalHe Ti-
JKEJIO CO CTPEMHTENbHBIM Pa3BUTHEM U HapaCTaHUEM KaK TeraTo-UeUTIONAPHON NuC(yHKINA, TaK U
JPYTUMHU CUCTEMHBIMH TPOSBICHUSIMH MaTOJOrHueckoro mnpouecca. AuddepeHumansupii quarnos
BeCbMa HIMPOK M TpeOyeT MyJIbTUANCUUIUIMHAPHOTO TIOAX0/1a K JaHHOU nmpobneme. Crneunduyeckue
IFCeHETUYECKUE MCCIEeIOBAHNSA U CKPUHMHI MMEIOT pellarolliee 3HaueHUE B BepU(UKALUHU IHATHO3A.
Haubonee Tsxenoe nposiBIeHUE ralakKTO3eMUU — CEIICHC, KOTOPBIM MOXXET UMETh (aTabHOE Teue-
HUE.
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