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HeoHataribHbI CKPUHWUHI — 3TO MaccoBoe 06C/1e[0BaHne HOBOPOXAEHHbIX
[ete, oqnH U3 3¢hheKTUBHbIX CrIoCOO0B BbISIB/IEHUS Hanbosiee
pacrpocTpaHeHHbIX BPOXAEHHbIX N HACTIEACTBEHHbIX 3a00/1eBaHUA.
HeoueHnmbivi BKrag HeoHaTaslbHoro CKpUHUHIra B OXpaHy 340pO0BbSI

HaLum COCTOUT B TOM, YTO OH MO3BOJISIET 06ECNEYUTL PAHHEE BbISIB/IEHNE
3ab0n1eBaHWU 1 X CBOEBPEMEHHOE JIEHEHUE, a 3TO B CBOK 0YEPELb
r103BOJIAET MPEAOTBPATUTL HE TOJIbKO (hU3NHECKOE U YMCTBEHHOE OTCcTaBaHue
B pa3BUTUU, HO B HEKOTOPbIX CrlyYasix gaxe cMepTb

€OHATAJIbHBII CKPUHUHT HAYMHACTCS TIPSIMO B POLMIBHOM JTOME:

y KaKI0TO HOBOPOKIEHHOTO OEPETCsT KaIisl KPOBY Ha CTIETINATb-

HBII TecT-61aHK, KOTOPHIN HaIlPaB/IsAeTCs B MEIUKO-TEHETHIECKYIO

KOHCYJIBTAIIMIO [JIS1 TPOBEICHNS MCCIeA0Banms. B Tom ciyyae, ecom
B KPOBU 0OHAPYKEH MapKep 3a60JIeBaHus, POIUTENH C HOBOPOKIEHHBIM TIPUTJIA-
MAIOTCS B MEANKO-TeHeTUYECKYIO KOHCYJ/IBTAIIIIO 1JIsI IPOBE/IEHNUSI TIOBTOPHOTO
MCCIIE0BAHNS KPOBH C LEJIbIO OATBEPAKACHI AMAaTHO3a U HA3HAUCH ST JICYCH S
B nasnpHeiimem BeeTcst TOCTOSTHHOE HAGTIOAEHNE 32 PEOEHKOM.

3A0pOBbe OYAYLIMX MOKOAEHWH

CKpPUHMHT HOBOPOJKIECHHBIX, IPU3BAHHBIN BISIBJISTH TeHETHUYECKHE 3a001€-
Banus, 6epet cBoe Hauaio ¢ 1962 r.,, korna P. Mak-Kpuu, aupexrop AnarocTu-
YyecKoii JabopaTopun B oTe e 31paBooxpatenus mrata Maccauycerc (CIIIA),
coBMecTHO ¢ BpauoM P. [atpu oprannsosasiu c60p 6JaHKOB U3 (GUITBTPOBAJIbHOI
GyMaru ¢ CyXUMHU ISITHAME KPOBH, OJYYEHHOI OT KaXKI0TO HOBOPOKAECHHOTO
B cBoeM miTare. Vcnoub3ys paspaboTaHHblil TaTpy MUKPOOHOIOrTYECKMit
METOJI McceoBanust (heHnnmasaHnHa, OHU TPOBOIUIN TECTUPOBAHUE JIeTel
Ha Hasnuue (denusnkeronypuu. B kounue 1960-x rT. 110106HOE TeCTHPOBaHIE
HOBOPOKAEHHBIX CTAJO TIPOBOAUTHCS TIOYTH BO BCEX aMEPUKAHCKIX IMTaTax
U HEKOTOPBIX cTpaHax EBporrbl.

Torza ske HauaJIOCh TECTUPOBAHUE M HA JAPYrUe HACJICACTBEHHbIE OOJIC3HU.
Ceroznnsg HeOHATATBHBIN CKPUHITHT ITHPOKO PACTIPOCTPAHEH B MUPE, OTHAKO
IPorpaMma, BKJIIOUAIOIIAst TECTUPOBAHNE HOBOPOKAECHHBIX Ha Hajmure bojee
necaTn 3abosreBanuii, Obla IPUHSATA TOJIBKO B SIMOHUM.

B Poccun ¢ nadasma 1990-x IT. B 06s13aTeIbHOM MOPSIZIKE TPOBOIAUTCS CKPH-
HUHT-TeCT Ha (PEeHUITKETOHYPUIO 1 BPOXKIeHHbIH rurotupeos. C 2006 1. mepeueHb
JIMATHOCTUPYEMbIX 3a00I€BaHNI MONOJTHUIN aPEHOTeHUTATbHBIH CHHIPOM,
TaJIaKTO3eMUS 1 MyKOBHUCIINIO3.

Krnro4eBbie crioBa: MeTabonoMuKa, HeoHaTasbHbIA CKPUHUWHT,
hEeHUNKETOHYpUS.
Key words: metabolomics, neonatal screening, phenylketonuria
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AJIEKCEEBA WpvHa BnagummnposHa —
MAagLniA HayYHbIA COTPYAHUK
naéoparopum nccnefoBaHns
MoamdmKaumm 61MononmmepoB
WHcTnTyTa Xummnyeckon 6uonormum

1 cbyHOameHTanbHon meaunumHel CO PAH
(HoBocu6upck). ABTOp 1 coaBTop

4 Hay4HbIX pa6oT

Camblit ObICTPbIN

B ocHOBe KJacCcH4ecKOTo TecTa
larpu Ha (hEHUJIKETOHYPUIO JIEKUT
MHUKPOOMOTOTHYECKAs METOAUKA:
obcenyeMyo KpoBb 1006aBISIOT
K GakTepuadbHON KyJAbTYpPE, POCT
KOTOPOH TOPMO3SAT CTENMUaTIbHBIM
uHruburopom. Bimsgmue nocieanero
yCTPaHseTCs], ecin B KPOBU obcIre-
JIyEMOTO TOBBINIEHA KOHIIEHTPAI[USI
dennmananuia. ITH KOHIEHTPAIUN
MOKHO OI€HUTDH IIYyTEM HU3MEPEHUs
30H POCTa MUKPOOPTaHU3MOB U CPaB-
HEHUST UX C COOTBETCTBYIONUMU CTaH-
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DeHNNKETOHYpUA NpeacTaBnsaeT Co60n reHeTnyecKoe
3abonesaHve, cBA3aHHOE C AedmumToM hepmeHTa
hbeHunanannHrngpokcunasel (PAIN), Begynm

K HaKOMJEHMIO aMUHOKUCIOThI (heHmnanaHmHa B KpoBu
1 ee MeTabonnToB B Mo4e. TOKCMYEeCKoe BO3aencTBre
3TUX NPOAYKTOB HA MO3T NMPUBOAUT K CEPbE3HbIM
HEBPOJOrMYECKMM HaPYLLEHNAM U YMCTBEHHOM
oTctanoctu y aetenr. OCHOBHOE NneYveHmne 3aknio4aeTcs
B Ha3HA4YeHUU cneLmasnibHOro NUTaHns, B KOTOPOM
OTCYTCTBYET (beHunnanaHuH. B 3aBUCUMOCTM OT TAXECTH
3a60neBaHusa Ha cneumasnibHOM NMUTaHumM 605bHbIEe
OOJSDKHbI HaxoauTbes nepeble 10 neT, a nHorga un 6onee.
Mpn cBOEBPEMEHHO HaYaTOM JfIe4eHUN YPOBEHb
WHTENEeKTa Taknux OeTEN He OTNIMYaeTcs OT YPOBHS

Y 300POBbIX CBEPCTHMKOB.

CpegHsia yacToTa 3aboneBaHns COCTaBnseT NPMMEpPHO
oaviH cny4ar Ha 10 000 HOBOPOXAEHHbIX.

Ha rpaguke — macc-cnekTpbl 6yTUIOBbLIX 3(hMpoB
aMVHOKUCNOT: A — Npu aHanuse NaTHa KPoBW 300POBOro
HOBOPOXAEHHOr0; b — Npun aHanuse naTHa KPoBM
HOBOPOXOEHHOr0 € heHunKeToHypuen. I3 aHanmsa
[aHHbIX OTHET/IMBO BUAEH HE TONbKO POCT KOHLEHTpaLMK
dheHunanaHnHa, HO 1 yBENNYEHNE COOTHOLLIEHNS
Phe/Tyr, 4To CBMAETENLCTBYET O HANUYNA
MeTaboNMYecKnX HapyLLEeHN

JapraMu. ITOT JIOCTATOYHO TPYNOEMKHUIT METO/] IUPOKO
npumMensicsa B 1970-1980-x rr.

[Tos:ke mig TpoBe/leHNsT HEOHATATHHOTO CKPUHWHTA
CTAJIM TIOBCEMECTHO UCIIOJIb30BATh UMMYHODEPMEnmmbvLil
ananu3 (MMMYHOJIOTHIECKUT METOJT OTIPe/IeIeH NS 1 KOJTH -
YeCTBEHHOTO M3MEPEHNUS aHTUTEHOB W aHTUTE ), & TaKKe
dbayopumerpus (xpomarorpadusi Ha HFOHHO-OOMEHHBIX
CMOJIaX C TIOMOINBIO AaBTOMATHYECKUX (hIyOPUMETPOB).

CerosHs Ha CMEHY 3TUM METOJaM TPUXOAUT Oosiee
9P PeKTUBHBIA U OBICTPBIA METOL MAHOEMHO MACC-
cnexmpomempuu, BXOIAMNN B apceHas] COBPEMEHHOMH
MeTabosoMuku. [Toka Macc-CIeKTPOMETPHST SBJISIETCSI
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CaMbIM BbICOKOYYBCTBUTEJIbHbBIM ¢)H3I/IKO'XI/IMI/I‘~IGCKI/IM
METOOM aHAJIKM3a IMPOYAILIEro CleKTpa COeANHEHHN.
ITO MO3BOJISIET TIPOBOUTH aHAIN3 METabOJUTOB B Opra-
HU3Me MJIa/IeHIIA yoKe Ha BTOPbIe-TPETbU CYTKHU C MOMEHTa
POXKACHUA (HpI/I TPAAUIIMOHHBIX METO/JIaX aHaJIN3 IIPOBO-
JINTCS Ha IATbIe-CeIbMbIe CYTKM ) M B CJlydae OOHAPY/KEHHsT
OTKJIOHGHI/Iﬁ OT HOPpMbI HA3HAYUTH HeO6XOI[I/IMOG JieyeHue
B KpaTryaiillire CpOKHU.

Elte ofHUM HEMAJTOBAKHBIM IPEUMYIIECTBOM TOTO
MeTO/a /IJId HEOHATAJIbHOIO CKPUHUWHTA ABJSAETCA 6BICT'
pota nposejeHus aHau3a (OKOJIO 2 MUH.) U OTCYTCTBUE
HEOOXOAMMOCTH XPOMATOrpaMIeKoro pasjaeJeHus aHa-
JIUBUPYEMOTO 0Opasiia.

a CeroAHANIHNIN JIeHb BO MHOTUX 00J1aCTAX Me-
JIMIIHBI OTMEYaeTcst Bee 6osiee BO3pacTaromuii
MHTEPEC K BO3MOKHOCTH OIMCaHust Gosie3neit
Ha MOJIEKYJISIPHOM YPOBHE.

MetabosoMuka — Ta caMasi AMCIUILIMHA, KOTOPas
obemaer HOOGUTHCST MPOrpecca B XapaKTEPUCTUKE Pas-
JINYHBIX HOATUIOB GOJE3HU U MACHTUDUKALUN JTUYHBIX
MeTaboIMIeCKIX OCOOEHHOCTEH 1 Iaske TTPEACKa3aTh OTBET
Opranu3Ma Ha MeTO/IbI JiedeHus. VICIIomb3yst ee TOaX0/bI,
BpauM MOTYT He GOSATHCSI TIPOCJBITH IOKTOPAMH, KOTOPHIE,
1o MHeHHuto BoJibrepa, «IponmchBaOT JEKAPCTBa, O KO-
TOPBIX MAJIO 3HAIOT, YTOOBI JIEYUTH GOJIE3HU, O KOTOPBIX
3HAIOT €llle MEHbIIe, JIOAIM O KOTOPbIX OHM He 3HAIOT
BOOOIIE HUYETO».
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