MAPKEPDbI,
OMUCAHHbBIE
B I TOME
KATAJIOTA
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TTI HeoHamanwHell / XopuoHu4deckuli 2coHadomponuH (XI'Y) / Anegha-pemonpomeur / C80600HbIL Scmpu-
on / MHeubuH A / PAPP-A, (accoyuuposaHHblli ¢ bepeMeHHOCMbI0 niasmeHHbIl 6enok A) / [nayeHmapHeil

nakmoeeH / lnayeHmapHsil pakmop pocma (PIGF) / [pozecmepon / nukodenuH (MAMI-2, PP14) / IGFBP-I,
onpedesieHue 8 CblBopomke u amHuomuyeckol xuokocmu (PP12, [TAMI-1) / TomoyucmeuH / Skcnpecc-mecm
0719 0UA2HOCMUKU hpexxdegpeMeHH020 pa3pblea 0Ko10n100H020 ny3eipa Actim PROM / Skcnpecc-mecm 0na

0uazHoCMuKuU npexoespemeHsbix podos Actim Partus

HEOHATAJIbHbI CKPUHUHT

NMporpamma
o6A3aTeNbHOrO
CKPVHUHFa HOBO-
POXKAEHHBIX  Ha
Hanbonee TAXe-

: - ~ Jlble HacNeaCTBEH-
Hble 3a6oneBaHua (GpeHUNKETOHYpUA, TMNOTUPEOD3,
afpeHoreHNTanbHbIi CUHAPOM, MyKOBUCUMAO3, ra-
NAKTO3eMMA) NPUHATA BO MHOTMX CTPAHAaxX, HECMO-
TpA Ha 60sblINe PUHAHCOBbIE 3aTpaThbl. [pn BbIGO-
pe 3aboneBaHU AnA HeOHaTaNlbHOrO CKPUHWUHIA
B COOTBETCTBMM C PEKOMeHAauuamu BcemurpHoi
OpraHv3auun 34paBoOOXPaHEHUs YUUTbIBAIOTCA Ta-
Kne paKkTopbl, Kak TaXecTb 60ne3Hu, pacnpocTpa-
HEHHOCTb, NPOCTOTa U AOCTOBEPHOCTb MPUMEHSe-
MbIX METOAOB AUATHOCTMKM, @ TaKXe AOCTYMHbIX
1 3PPeKTUBHBIX CPEACTB leueHUs. DT Nporpam-
Mbl B MEPCMNeKTMBE 3SKOHOMMUYECKM OKYMaeMmbl
(5-10-KpaTHO) BO-MepBbIX, 3a CYET yMeHblUeHUA
WHBaNMAn3aumnm, BO-BTOPbIX, 33 CYET CHUKEHUA
KONMyecTBa BHOBb POAMBLUMXCA OOJIbHBIX feTei
B CEMbAX C y)e 60nbHbIM pebeHKoM 6Gnarogaps
Me[NKO-TeHEeTUYECKOMY KOHCYNbTUPOBaHUO (Ha
30-50%). na HeoHaTanbHOro CKPUHUHIa (CM. pu-

CYHOK) UCMNONb3YoT 06pasLbl KanuaaapHoON KpoBu
HOBOPOXAEHHbDIX, BbICYLUIEHHOW Ha cCreuuanbHOMn
6ymare (S&S#903).

DeHnnanaHuviH

®eHunketoHypusa (PKU) - 310 ogHo 13 Haubornee
pacnpocTpaHeHHbIX HacNeCTBEHHbIX 3aboneBaHni,
CBfI3aHHbIX C HapyLleHeM MeTabonnama aMMHOKMC-
not. Tvn HacnefoBaHWA ayTOCOMHO-PeLEeCCUBHBIN,
BCTpeuyaemocTtb oT 1/2600 go 1/25000, B 3aBUCMMO-
CTV OT Uccnepyemon NonynAaLun.

OcHoBHOW NpuyrHo 3aboneBaHus (o 99% cny-
YyaeB) ABNAETCA CHWXEHWE YPOBHA WU OTCYTCTBUE
depmeHTHOro Komnnekca $eHunanaHnHIMLPOKCU-
nasbl, OTBETCTBEHHOrO 3a MNpeBpalleHne Hesame-
HUMOV aMUHOKUCNOTbI $peHuanaHnHa B TUPO3VH.
MocnepgHun ABnAeTcA npepwecTBEHHUKOM KaTe-
XONaMMHOB, MeflaHUHA U TUPEOUIHbIX FOPMOHOB.
Bcnepctene 6noka OCHOBHOrO MyTW MeTabonmsma
NPONCXOANT 3HAUMTENIbHOE HAKOMMeHWe B TKaHAX
deHunanaHvHa 1 Taknx ero NPoun3BoOAHbIX, Kak ¢de-
HUNNUPOBMHOrPaaHasn, ¢eHunIMonoyHas, ¢eHu-
NYKCYCHaa KUCnoTbl, GeHunstunamuH, deHunaue-
TUAMNYTaMUH 1 Ap., 06pasylolmuxca B pesynbTate
anbTepHaTMBHOro MeTabonmsma.

[pynna komnanuit «broXumMak»



Mpu3Hakn deHUNKeToHypuyn Ob6Hapy»KmMBatoTCA
yXKe B MepBble Hedenn 1 MecAubl X13HW, JeTn OT-
CTaloT B GU3NYECKOM U HEPBHO-NMCUMXMYECKOM pPa3-
BuTUN. OZHOM M3 MPUYMH ITOFO ABNAETCA Heafek-
BaTHasA MUeNNHM3aLNA HEMPOHOB rOSIOBHOMO MO3ra
BC/IeACTBME HApPYLIEHWI GenlkoBoro meTtabonusma.
Opyrumun npursHakammy GeHUNKeTOHYpUn ABRAIOTCA
HefoCTaTOYHaA MUIMEHTALUMA KOXHbIX MOKPOBOB,
6onee CBET/NbIN LIBET BOJIOC U rnas, bonee cunbHas
NPeapPacnonoXKeHHOCTb K KOXHbIM 3aboneBaHUAM
13-3a HapyLWeHWA CMHTe3a MeNaHnHa.

OueHb Ba)HO YCTaHOBUTb AMarHo3 ¢eHunke-
TOHYPUM Y HOBOPOXKAEHHOTO Kak MOXHO ObicTpee,
Ha OOK/IMHNYECKON CTaguu, T.K. MOBPEXAEeHNE LieH-
TpasbHOWM HEPBHOWN CUCTEMBI MOXET OblTb NPeaoT-
BpaLyeHo cobniofeHnem cneunanbHoOn gUeTbl C HX3-
KUM copiepkaHrem peHunanaHnHa. IMeHHo nostomy
CKPWUHWHIOBbIV TECT ANA BbIABNEHMA NOBbILEHHOIO
YPOBHA deHunanaHnHa B KPOBY JOMXKeH ObITb Npo-
BeLEH B Neproa Mexay 3-5 OHAMU XN3HU pebeHKa.
B cnyvae nonoxutenbHoOro pesysnbrata HEO6XOANUMO
NPOBEeCTV MOATBEP)KAALWMIA TeCT ANA BblABNEHUSA
onpegeneHHbIx MyTauui Ha 12 xpomocome.

[lns aHanM3a UCnonb3yloTcA NATHA KPOBM Ha by-
mMare, A/INHa BOJIHbI U3MepeHna — 570 HM.

MMMyHOpeaKTUBHbIN TPUNCUH

CKPVHWHI HOBOPOKAEHHbIX Ha MYyKOBMUCLMA03
(MB) B psapge rocygapcTs ocylecTBaseTca yxe 60-
nee 20 net. YactoTta BCcTpevaemoctn MB B eBpo-
nenckux ctpaHax coctasnsetr 1/3000 - 1/10000
HOBOPOXAEHHbIX B 3aBUCUMOCTU OT 3THUYECKOM
NPUHAZNEXHOCTU 1 reorpadryeckor 30Hbl, OTMe-
YalTCA 3HaUMTENbHbIE KONebaHNA YacToTbl U reTe-
pPOreHHOCTb MO Hambonee yacTo BCTPeYarLWMMCA
MyTauUsM TeHa TpaHCMeMOpPaHHOro perynaTopa
nposogumocTtt MB (MBTP). Y 60onbHbix MB B HeOHa-
TaJlbHOM nepuofe TeueHne 3aboneBaHNA HepeaKo
6bIBaeT ManOCUMMTOMHBIM, B CBA3U C 3TUM OOHa-
py>keHHoe B 1970-e IT. NOBbIWEHNE YPOBHA NMMY-
HopeaKkTMBHOro TpuncuHa (MPT) B nnasme KpoBu
60nbHbIX MB NOCAYXUIO TOMYKOM K Hayany mMmacco-
BOrO CKPUHUHIA HOBOPOXAEHHbIX.

TpyncrH cnHTe3upyeTCcA U cekpeTmpyeTca auu-
HapHbIMW  KNeTKaMy  MOAXKeNnyAOUYHON »Kene3bl
B Buge npodepmeHTa TpuncmHoreHa (M.m. 24 k[a).
MN3BecTHO ABEe GOPMbI TPUNCUHOTEHA, KOTOPbIE KOH-
BEPTUPYIOTCA B aKTUBHbIA TPUMNCWH Nof AeiCTBU-

WWW.BIOCHEMMACK.RU
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em AyofeHaslbHON SHTepOKMHasbl. B npucytcTBum
NOHOB KanbLMA 3Ta 3HTEpPOKMHa3a oTlenndeT oT
TPUMNCMHOreHa rekcanenTung C 06pasoBaHNEM aKTUB-
HOro TpUMNcmMHa. YacTb TpMNCMHaA NOCTYNaeT B KPOBb
N cBA3bIBaeTCA cneynduyeckumm uHrmbrtopamm
AKTMBHOCTM TPUMNCUHA (a1-aHTUTPUNCKH, 02- MaKpo-
rno6ynuH un gp.). B kposu 6enok MoxeT 6bITb onpe-
JefleH UMMYHOXUMUYECKUM METOLOM.

MoBbiweHe B nepByto Hepento *u3Hn NPT B Kpo-
BW ABNAETCA [OCTaTOYHO UYBCTBUTENbHbIM (OKONO
85%), HO HecneundnyHbIM MpU3Hakom. [losTomy
06A3aTeNbHO Hy)KeH BTOpPOW 3Tan obcnefoBaHWA
(noBTOpHbIN TecT Ha VIPT Ha 3-4-i1 Hepene Xu3Hw),
NO3BONALWNN NCKNIOYNTb 300POBbIX AeTeN.

HecmoTpa Ha cywecTBeHHble JOCTVXEHNA B Je-
YeHun MB B Poccnn, anarHocTrka 3aboneBaHua Bce
elle OCTaeTcAa He Ha AO/MKHOM ypoBHe. 1o faHHbIM
Poccunckoro ueHTpa MyKoOBUCUMAO3a, B KOTOPOM
Habnogatotca aetn go 18 net, Bo3pact, B KOTOPOM
BnepBble Obin ycTaHOBMEH AvarHo3 MB, B cpegHem
no Poccun coctasun 30,3 mecaua, no Mockee - 23,0
mMecAua, Torga Kak B cTpaHax 3anagHown EBponbl n Ce-
BepHOM AMepuKM 3TOT NoKasaTesb paBHAeTcA 11 me-
cauam. Mpu pa3BuTUM y OONbLUIMHCTBA MaLUEHTOB
KJTIMHMYECKON KapTWHbI 3a060/1eBaHUA YXKe Ha NepPBOM
rofly »K13Hu AMarHo3 B 3TOM BO3pacTe yCTaHaB/MBar-
cA ToNbKo y TpeTn 13 Hux. C 2006 1. B page permoHoB
n ¢ 2007 r. BO Bcex cybbeKkTax PO B pamkax Haumo-
HaJIbHOrO NPUOPUTETHOIO NPOEKTa «340POBbe» BHe-
OPeH MacCOBbIN CKPUHUHI HOBOPOXAEHHbIX Ha MB.
Kak npaBuno, ckpuHUHr Ha MB nHTerpmpyetca B yxxe
CyLlecTBYIOLWMNEe CKPUHUHIOBblE MNporpamMmbl. Tak,
N B Hallen CTpaHe HapAgy C GeHUnKeToHypuen, ra-
NaKTo3eMuen, rmnoTUPeo03oM 1 afpPeHOreHNTaNbHbIM
cuHgpomom MB 6bin BK/OUEH B NepeyeHb Hacned-
CTBEHHbIX 3ab0n1eBaHWi, nognexalynx obasaTenbHo-
My HEOHaTaslbHOMY CKPUHUHTY. [IPOTOKON CKPUHUHTa
Ha MB BkntouaeT yeTbipe 3Tana: IPT, nosTopHbIin UPT,
noToBbIl TecT n JHK-gnarHocTmky. ©

HeoHaTanbHbI CKPUHUHT Ha MB - 3KOHOMUYe-
CK/ BbIrOAHOE MeponpuATMe C [OCTaTOYHO Bbipa-
MEHHbIM KNHnYeckum spdektom. CpeaHaAa npoaon-
YKUTENbHOCTb XM3HW TaKMX NaLMeHTOB B Pa3BUTbIX
cTpaHax gocturna yxe 40-50 net, B Poccum — 27 net
MO CPaBHEHNIO CO CPEeLHNM CPOKOM XM3HM 6e3 neve-
Hua — 12 net 40 neT Ha3ag,.

© CM. rasy

«Monekynap-
Hble MeTofbl
AOMarHOCTHKM
HacneacTseH-
Hbx 3abone-

BaHWM»
cTp. 953
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MHOOPMALUA ANA 3AKA3A

Kat.Ne Mpounssogutens HavmeHoBaHMe, KONMYECTBO/YNaKoBKa

RE80015  IBL @®eHunanaHvH (HeoHaTanbHbI CKPUHUHT - DKH), 480

IM58012  IBL MMMyHOpeaKTUBHbI TPUMCUH, 192

F9901 Savyon MponTo CF Basic, mykoBumcumaos (AF508, G542X, W1282X, N1303K, 3849+10Kb), 24
F9946 Savyon MpoHTo CF Euro-1, mykosucumnaos (AF508, G542X, R1162X, W1282X, N1303K, 1717-1(G>A), 24
499-9004 Monobind TTI HeoHaTanbHbIN, 192

449-8300 DSL XopuoHunuecknii roHagoTtponuH (XI'4), 96

413-4003 Monobind XopuoHunyecknii roHagoTponuH (XrY), 96

413-4013 Monobind XoproHWYecKnii roHagoTPOMKH, cBoboaHaA 6eTa cybbeanHmuua, 96

411-2005 Monobind Anbda-peTonpoTenH, 96

449-3700 DSL CBo6oaHbIN 3cTpron, 96

449-2810 DSL WHrmbuH A, 96

449-2710 DSL PAPP-A, (accoymmpoBaHHbIi C 6epeMeHHOCTbIO Na3MeHHbIN 6enok A), 96
425-8524 Bioserv MnayeHTapHbIN NakToreH, 96

DPGO0 BCM Diagnostics MnaueHTapHbIn pakTop pocTa (PIGF), 96

749-3900 DBC MporectepoH, 96

425-3020 Bioserv mukopenuvH (MAMI-2, PP14), 96

425-3010 Bioserv IGFBP-I, onpegeneHue B CbIBOPOTKE N aMHUOTMYeCKON xuakocTtu (PP12, NMAMI-1), 96

414-8880  Axis-Shield lomouucTteunH, 96

30831ETAC Medix JKCrpecc-TeCT AnA AMarHOCTUKM NpeXAeBPeMEHHOro pa3pbiBa OKOSIOMIOAHONO Ny3bipA
Actim PROM, 10

31931ETAC Medix DKCnpecc-TecT AnA ANAarHOCTUKIM NpeXkaeBpeMeHbix pogos Actim Partus, 10

220 Bio-Rad KoHTponb «maTeprHcKas cbiBOpoTKa» (nnod.), yposuu |, 11, Ill, 3x2x5 mn

499-1104 BCM Diagnostics T4 HeoHaTanbHbIN, 192
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