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1.BBenenne

B coBpemeHHOIl meguaTpuy OJHOM U3 OCHOBHBIX MPOOJIEM sBJIseTCs mpobieMa paHHeil
JIMarHOCTUKYU HacJIeICTBEHHbIX 0oJie3HEl oOMeHa BemecTB. HecMoTpst Ha TO, 4TO OOJIBIIMHCTBO
JTAHHBIX 3a00JIEBaHUM SABJISAIOTCA J1IOCTaTOYHO PEAKHMHU B MOIYJISALUHN, OHHU, B II€JIOM, HAXOAATCS
Ha OJJHOM U3 IIEPBBIX MECT B CTPYKTYpE IETCKOM MAaTOJIOIMH U JETCKOM CMEPTHOCTHU. TsKecTh
TE4YEHHUsI, OTCYTCTBUE aIEKBATHOT'O 3TUOJIOTMYECKOTO JIEYEHHsI HA YPOBHE I'€HOMA, T€HETUYECKast
reTepOreHHOCTh, BapuabeIbHOCTh KIMHUYECKUX MPOSBIEHUNH — BCE 3TO JienaerT Mpoliemy
HACJIC/ICTBEHHBIX OIMIMOOK METaboIM3Ma JI0CTaTOYHO OCTPOH Jisl eAnaTpoB. Bmecte ¢ Tem ams
MHOTUX HO30JIOTHYeCKUX (OpM B HACTOAILIEE BpeMs HMEIOTCS aJIeKBaTHbIE METO/IbI
NaTOreHETHYECKOW Tepanuu (Ha3HAYeHUE CIEIHUATbHBIX IHET, MPUEM JIeKapCTBEHHBIX (hopMm
Pa3IUYHBIX SH3UMOB M IIp.), KOTOpbIE, OCOOEHHO Ha PAaHHUX 3Talax, MO3BOJIAIOT CMATYUTH
TSOKECTh 3a00JIeBaHUSI U, B ONPEAEIEHHBIX CIydasX, JOCTUTHYTb CTOMKOH pEeMHUCCHUH WU
OTHOCHUTEIIbHOTO BbI3JIOpOBIeHU. HOo A mpaBuiIbHOrO BEACHMSI TakOM Tepamnuu TpedyeTcs
MaKCHMMaJIbHO TOYHO M KaK MOXKHO B OoJjiee paHHHME CPOKH MPOBOJIUTH TUArHOCTUKY, YTOOBI
HAUYMHATh JIeUEeHHEe KaK MOXKHO paHblie. B kauecTBe mpuMepa MOXKHO MPHUBECTH KJIACCUYECKUI
BapuaHT (heHMIKeTOHypuu. B HacTosiee Bpems pa3paboTaHbl JUETUYECKHE CXEMbl ITUTAHUS, B
KOTOPBIX OTCYTCTBYIOT NpPOAYKTHI, cojepxaiiue (EeHUIAIaHUH, IO03BOJSIONIME CBECTH K
MUHUMYMY TSDKENbIE TOCIEACTBUS AaHHOrO 3aboneBaHusi. Ho oHM 3(eKTHBHBI TONBKO Ha
paHHEM Ha3HAYCHHMU U MOATBEPKAEHHOM auarHose (enmnkeronypuu. [Ipu npyrux e€ dpopmax
JaHHas queroTepanus OyaeT HedPpHeKTUBHOM.

Jns pemieHus 3anaud OBICTPOM M TOYHOM JMArHOCTUKM HACIIEACTBEHHBIX OoJie3HEl
oOMeHa BEIIECTB B COBPEMEHHOM MEAMIIMHCKOW HAayKe CYLIECTBYET JIOCTAaTOYHO MHOTIO
METO/MK, TO3BOJIAIONIUX MTPOBOAUTE €€ Ha Pa3HbIX YPOBHIX pa3BUTHUS 3a0ojeBaHus. VX MOXKHO
MOJIPa3/IeNIUTh Ha CIEAYIOLIUE TPYIIIIbI:

1.Bbienenue netei ¢ moo3peHNeM Ha HacleICTBeHHbIe 0oje3Hr oOMeHa BemecTB. Ha
IepBOM JTame JUarHoCTHKa MPOBOAMTCS MeauaTpaMu o0Iiero npoduis, KOTOpbIe
OCYILECTBIISIIOT TMEPBUYHBIA COOp KIMHUYECKOM uHpopmauuu. B panpHeinieM mHanueHTh
o0cienyroTcsl cneluaaucTaMyu- neauarpaMy B 3aBUCMMOCTH OT JTOMHHHMPYIOIIETO MOPaXEHUS
OIPEACIEHHBIX OPraHOB U CUCTEM, & OKOHYATEJIbHBIN KIMHUYECKUM TNarHo3 JI0JKEH CTaBUThCS
BpauoM KJIMHMYECKOM TeHEeTMKHU. B 3amaum naHHOTO pyKOBOJCTBA HE BXOJUT MOAPOOHOE
paccMOTpEHME 3TOrO 3Tana JUarHocTuku. Ho ciexyer oTMeTuTh, YTO 11l HACJEICTBEHHBIX
0ose3Helt 0OMeHa BEIECTB XapaKTepHbl KpalHsAs BapuaOelbHOCTh KIMHUYECKUX MPOSBIECHU €
OJTHOW CTOpOHBI, a, C JPYroMl CTOPOHBI, KIMHUYECKOE CXOACTBO HO30JIOTMYECKHX (hopM,
OTHOCSIIIMXCSL K pa3HbIM KjaccaM HapylleHui oOmeHa BemiecTB. [loaTomMy KiIMHHYECKUi 3Tan
JIMarHOCTUKHU SIBISIETCS BaXKHBIM, HO, 3a4acTylo, NpeABapUTENbHBIM Ui (OPMHPOBAHUSA
OKOHYATEJIIbHOTO JuartHo3a. M BaHeliee 3HayeHWE MpHOOpETaeT CIEAYIOLUMI 3Tan
JTMarHOCTUKH - JJa0OPaTOPHBIH.

2.JIaGoparopHslii dTam. JluarHocTrika HACIEICTBEHHBIX OOJe3HEW OOMeHa BeIleCTB
7a00paTOpPHBIMM ~ METOJIaMM  KakK Heb3sd 0ojee TOYHO OTPaKaeT OCHOBHYIO JOIMY
MOJICKYJISIPHOW OWONIOTHH, CPOPMYIMPOBAHHYIO BpadoM [appogoM — “OnuH T€H — OAWMH
¢depment”. HacnenctBeHHble 00€3HM OOMEHa BEILECTB M SIBJISIOTCS TaKOW MaTOJOTMEH, Iae
HauOosee 4€TKO BMJIHA CBS3b MEXAY IATOJOTMEN IeHa U COMYTCTBYIOUIMMH H3MEHEHUSIMU
KOJUPYEMBIM 3THUM reHoM (epmeHnTa. COOTBETCTBEHHO, JIaOOpaTOpHasi JUArHOCTHKA JaHHBIX
3a00JIeBaHUN MOKET MPOBOJUTHCS HA Pa3HBIX MOJIEKYJSPHBIX YPOBHIX KOHKPETHOM MMATOJIOTUH.
Mertoapl, HCHOIB3yeMble MJI JUArHOCTUKM HACJEACTBEHHBIX OIIMOOK MeTabojiu3Ma Ha
onpeeNEHHBIX NaTOT€HETUYECKUX YPOBHSX 3THUX 3a00J1€BaHMM, TOKa3aHbl B mad.auye 1.



Tabnuya 1. Yposenu u memoowl 1adopamopHoii OuazHoCmMUKU HAc1e0CnMEeHHbIX

Oonesneil 00MeHa eeuiecms

YpoBenn 1a0opaTopHOit
AUATHOCTHKH

MeToabl TMATHOCTHKH

Yro uccienyercs

1. MonexyinspHo-
TE€HETUYECKUN YPOBEHb
(marosiorust reHa)

1. IILIP ¢ merexiueit
anexTpodope3om

2. Real-time ITL[P
3.IIpssMoe cekBEeHUpPOBaHUE
4. KanwnnspHbli
anexTpodopes

MyTanuu u noauMop(hu3Msl B
reHax, KOJUPYIOIIHX
(hepMeHTHI 1
BCIIOMOTaTeIbHbIE OEIKN

2. buoxnMu4ueckuil ypoBeHb
(matosorus pepmeHTa)

A) IlepBruuHblii ypOBEHB
(HapyieHue
(GYHKIIMOHUPOBAHUS
depmenTa unu GpepMeHTHOTO
KOMILIEKCA)

1. TannemHas macc-
CIEKTPOMETPHUS

2. UmmyHO(EepMeHTHBIN
METO/{

3.BOXX
(BBICOKO3(DPEKTUBHAS
KHMJIKOCTHas1 XpoMaTorpagusi)
4.1TX-MC

1.I3MeHeHne akTHUBHOCTH
(dhepmeHTa UM PEPMEHTHOTO
KOMILJIEKCa

2.0npeneneHue
KOHIIEHTpaluu epmenTa
U/WiH ero Ko(hakTopoB B
Pa3INYHBIX OMOJIIOTUYECKUX
cpenax

b) Bropuunslii ypoBeHb
(HapyieHue
(YHKLIHOHUPOBAHUS
MeTaboIMYEeCKOro MyTH,
BKJIIOYEHHE TOOOYHBIX
(MaToJIOrMYECKUX )
METa0O0INYECKUX MyTel)

1. BOXX

2. Tanmemuas macc-
CHEKTPOMETPHUS
3.IIMP (npoToHHO-
MarHUTHBIN PE30HAHC)

HccnenoBanue KOHUEHTpAaLUKU
MapKepHBIX METa0OJIMTOB B
OMOJIOTUYECKHX Cpeax

Hepqu/ICHeHHBIe B ma6]ll/ll/;€ 1 MCTOAWKU IMO3BOJIAKOT YBCIIMYUTH 6BICTpOTy H TOYHOCTb

JIMarHOCTUKU HAcIeICTBEHHBIX OoJie3HEell oOMeHa BemecTB BO MHOTO pa3. Ciemyer OTMETHTb,
4yTO NabopaTopHasl AMAarHOCTMKA HA Pa3HBIX YPOBHSX IMaTOTeHE3a KOHKPETHOro 3a0oNieBaHUS
OUEHb XOpOILO [JOMOJHAET JpYyr Jpyra M MOMKET HCIIOJIb30BaTbCsl HE TOJBKO  JUIS
MOJATBEPXKJICHUSI TMPEABAPUTEIHHOTO KIMHUYECKOTO JMarHo3a, HO W JJd CKPUHHUHTA
HACJICJICTBEHHOH MaTOJOTHH OOMEHA BEIIECTB B ONPEAEIEHHBIX JETCKUX MOMYIALHUAX, TO €CTh,
HA JOKJIMHUYECKOM IMAarHOCTUKE OMpeNeNEHHBIX 3aboneBaHuil. BO3MOXHOCTH pPa3nUYHBIX
YPOBHEW AMarHOCTHKH HACIIEACTBEHHBIX 00JIe3HEH 0OMeHa BeIIecTB NIOKa3aHbl Ha cxeme 1.



Cxema 1. /luacnocmuyeckasn 3HaUUMOCmb PA3TUYHBIX YPOGHEH OUACHOCIMUKU
Hac1e0CmeeHHbIX DoNe3Hell 00MeHa eeulecme

KnuHuyeckun ypoBeHb MNpensapuTenbHbIi
AnarHos
\ 4
OkoHuaTe- Buoxumunueckuin yposeHb (BIXKX, \
NbHbIN TaHOeMHas Macc-crnekTpomeTpus)
anarHos
[oknuHnyeckas
OMarHocTuka
(CKPUHWHT)
A
\ MoneKkynspHo-reHeTU4eCKU YpoBEHb
(NUP, cekBeHMpoBaHue)

Takum 00pa3om, Bce TpU ypOBHS JHATHOCTUKH HACJIEACTBEHHBIX 3a00JIeBaHUN OOMEHa
BEIIECTB B PA3IMUYHOM COYETAHHH MOTYT MCIOJIb30BATHCA JIJIsl OBICTPON M TOUYHOM AMAarHOCTUKH,
YTO BaXHO /A KaK MOXXHO OoJjieeé paHHETO Ha3HAYeHUs aJeKBaTHOW MMaTOTCHETHYECKOM
Teparu.

2. Kparkme cBegeHUsi 0 HACJIEACTBEHHBbIX HApPyUIeHHSIX OOMeHa
AMMHOKMCJIOT U AlIWJIKAPHUTHHOB.

HacnenacTBenHnble  HapylleHUs,  peaM3yIOIIHECs  W3MEHEHHEM  KOHIEHTpAaIluil
AMUHOKUCIIOT U AI[MJIKAPHUTHUHOB, MPEACTABISIOT CO0OW OJHY M3 CaMbIX MHOTOYMCICHHBIX U
TeTepOreHHBIX TPYII OoJie3HeW MeTabonu3Ma. 3HaueHHUE TOYHOH JIAOOPaTOPHOW JUArHOCTUKU
JTaHHBIX 3a00JI€BaHUI OMpeeNnseTcs TeM, YTO YacTO UX pa3NuyHble (GOPMBI UMEIOT CXOIHYIO
KIIMHUYCCKYIO KaPpTUHY, YTO YCIOXHACT AUATHOCTUKY HAa KIMHHUYCCKOM 3Tallc.

2.1 Knaccudukanus HacneICTBEHHBIX HApYIICHUH 00MeHa aMUHOKHCIIOT U
OpPTaHUYECKUX KUCIOT.

CyIlIecTBYIOT HECKOJIBKO KJIAaCCU(UKAIMKA HACJICICTBEHHBIX HApYIICHHH OOMEHa
AMUHOKUCIIOT, 0a3UPYIONIMXCS HAa Pa3IMUHbIX KpuTepusx. [IpuBeaém HeKoTOpbIe U3 HUX.

1. Knaccudukanus ¢ yuéToMm cpoKoB MaHU(DeCTa1H.

1) 3a0oneBanus ¢ O4eHb paHHEHl U OCTpoil MaHU(ecTalreil ¢ OBICTPHIM YXYIIICHUEM
cocrosHusi OonmpHBIX. Croga BXOIAT HEKETOTHYECKAsh THUMNEPIIUIMHEMUS, JICUIIUHO3,
M30BajJiepuaHOBasl allUJIeMusl, METUJIMAIIOHOBAs allUAypusl, BCE HAPYIICHUs [IUKIA MOYEBUHBI U
ap.

2) 3aboneBaHus ¢ MeHee OCcTpo u OypHOW MaHudecTtanued. HaunmHaroTcss oHu Oosee



MO03/1HO (KaK MPaBUJIO, HA IEPBOM Troay ku3HHU). K aTuM Oone3HsM oTHOCATCS (PEHUIKETOHYPUS
(DKY), Tupozunemus 2 Trra, TACTHANHEMUS U APyTHe 3a00JI€BaHMS.

2. buoxumnueckas kinaccu¢pukanus. JlanHas kimaccuukanus OCHOBaHA Ha TOM, KaKoOH
METa0OJIMYECKHI CETMEHT OJIOKUPYETCs MPHU ONpeIeIEHHOM 3a00JICBaHHH.

1) bone3Hu, cBsi3aHHBIE C HAapYIIEHHEM OOMEHa apoMaTW4YecKHX aMHHOKuciIOT. Crona
OTHOCATCS Kiaccuueckas M atunuudble (GopMmbl DKV, Tupo3uHeMMM U aJIKalTOHYpPHS.
@dakTUYECKH BCe O3TH 3a00JeBaHUs CBs3aHbl C OJOKMPOBAaHHUEM Ha pPAa3IUYHOM YpPOBHE
karabonu3ma (peHmIananuHa.

2) bone3nu, cBsA3aHHBIE C HapylleHHEM OOMEHAa AaMUHOKHCIOT C pa3BeTBIEHHOU
yraepoAHON 1enblo. B nanHyio rpynmy BXoAsaT 00je3Hb “KJIeHOBOro cupora’ (JIeHIHHO3),
neguuut muruaponunomn aeruaporeHassl (E3), m3oBanepuaHoBas anuaeMHss U HEKOTOpBIC
npyrue 3aboneBanus. [lanHpie HO30M0THYECKHE (POPMBI (AaKTHUECKU CBSI3aHBI C OJIOKMPOBAHHEM
Ha pa3IMYHBIX YPOBHAX KaTaOoau3Ma JeHIMHA 1 H30JIeHIHHA.

3) 3aboneBaHusl, CBSI3aHHBIE C HAPYIIIEHHEM 0OMEHa JBYXOCHOBHBIX aMHHOKHUCIOT. Crofa
OTHOCATCS THIEPOPHUTHHEMHUS-THUIIEPAMMOHUEMUS-TOMOIIMTPpY THeMus:  (cunapom  HHH),
rIIyTapoBas aiuaypus | Tuna u psii Apyrux 3ad01eBaHUil.

4) 3aboneBaHus, CBI3aHHBIC C HAPYIICHUSMH B LIMKJIE MOYEBHUHBI (TMIIEPAMMOHUEMUN).
K 510l rpynne oTHOCSTCS aprUHUHEMHUS, TUTPYJUIMHEMHS U Apyrue 3aboneBanus. CBsa3aHbl ¢
HapylIeHHeM 0OMEeHa aMUHOKHUCIIOT, yYaCTBYIOIIMX B LIUKJIE 00pa30BaHUs MOYEBHHBI.

Kpome BblmenpuBe€HHON CyliecTByeT OWOXMMHYECKash KiacCUPHUKaLus, KOTOopas
OCHOBaHA Ha KPUTEPUH HAJIMYMS WIN OTCYTCTBUS MATOJIOTMU OOMEHA OpraHHMYecKuX KucioT. B
COOTBETCTBUU C HEW MOKHO BBIJICJIUTH JBE TPYIIbI 00JIe3HEH 0OMEHa.

1) Opranunyeckue anujaeMuu. 3aboseBaHusi, OOYCIIOBIIEHHbIC HAapyIIEHHEM OOMEHa
OpraHMYECKUX AaMHUHOKHMCIOT W HUX HAaKOIJICHMEM B OHOJIOTHYECKUX JKUAKOCTIX. K Hum
OTHOCATCS Pl Oone3Hell oOMeHa aMUHOKHCIIOT (HalpuMep, N30BaJIEpUaHOBas U MPOIMHOHOBAS
aluAeMHUH), a TakkKe OOJBIIMHCTBO MHUTOXOHAPUAIbHBIX 3a0oneBaHuil. JlaHHyro rpymnmy
3a00J1eBaHUH MOYKHO JIMAarHOCTUPOBATh HAa OHWOXMMHYECKOM JTarle JUarHOCTUKU MYyTEM
U3MEpPEHUs] KOHIIEHTPAIMM MapKEepPHBIX OpraHUYecKux KuciaoT B mMoue metogoMm ['X-MC (cm.
HUXKE).

2) Ilpoune HapyumieHus oOMeHa aMHUHOKUCIOT, HE OTHOCSIIUXCS K OpPraHM4eCKUM
alUAEMHUSIM.

2.2 Knaccudukamusi HacleJICTBEHHbIX HApyLIEHUN OoOMEHa, CBS3aHHBIX C MU3MEHEHHEM
CIIEKTpa allUJIKaPHUTHHOB.

Jlanuble 3a0o0yieBaHUsl OTHOCATCS K MHUTOXOHJpPUAJIbHBIM OOJIE3HSIM, CBSI3aHHBIM C
mytanusmu siaepHoit JIHK, koTopble npuBOAAT K HapyLIICHUIO P-OKUCIIEHUS MKHUPHBIX KHCIOT.
[IpuBeném HEKOTOpBIE U3 HOZ0JIOTMUECKUX (POPM.

1) I'myrapoBas amuaemuss 2 Tuna. OOycJOBIEHa MHOMXECTBEHHBIM Je()ULIUTOM
MHUTOXOH/IPHATIFHBIX (DIIaBOMIPOTEHHCOIepKauX ai-KoA-aeruiporenas, a UMEHHO:

anni-KoA-zmeruaporenas >KUpHbIX KHUCIOT C PA3JMYHON AJMHOM LEenH, MPUHUMIOLINX
y4acTHe B 3-OKUCIICHUH,

U30Basiepui-, U300yTHpHiI- M MeTwiOytupuia-KoA-neruaporeHas, y4yacTBYIOIIMX B
00MeHEe aMHUHOKHCIIOT C Pa3BETBIEHHON LENbIO;

rinytapui-KoA-neruaporenaspl, Kotopas MeTa0OIM3HPYET JM3MH, THAPOKCUIM3MH H
Tpunrtoday;

CapKO3UHAETHIPOr€HA3bI.

2) Hedunut aunn-KoA-neruaporenassl ;KUPHBIX KMCIOT C JJIMHHOM yIJIEpOJHON LENbIO
(Cs—Ciy)

3) Hedbunur auun-KoA-gerunporeHasbl IKUPHBIX KHCIOT CO CpeAHEH IMHOMN
YIJIEPOAHOM LIETU

4) Nedunnt annn-KoA-neruaporeHassl KUPHBIX KUCIOT ¢ KOPOTKOH YrIIEPOAHOH IETBIO
U JIp.

Jl1g Bcex BhILIENIEPEUMCIIEHHBIX 3a00J1€BaHUI XapaKTEPEeH CUHAPOM OPraHU4YEeCKON alluaypHH.



3. OcHOBHBIE METO/bI JTA00PATOPHOI AUATHOCTUKHU HACJIEICTBEHHbBIX
HApYLIEHUI 00MeHAa aMHUHOKHMCJIOT M AIMJIKAPHUTHHOB HA OMOXMMHUYECKOM
YPOBHeE

3.1 ’KuakocTHasi TAHAEMHAas1 XPOMATO-MACC-CIIEKTPOMETPHUS

B Hacrosmee BpeMss B MUPOBOM IPAKTUYECKOM MEIMIMHE OJHUM U3 OCHOBHBIX
71a00paTOPHBIX METOJIOB  JMArHOCTHKH JIeTel W CKPUHHHIa HOBOPOXJIEHHBIX Ha HajIu4due
HACJICJICTBEHHBIX HAPYIICHUI MeTa0oJIM3Ma aMHHOKHCIOT, OPTAaHUYECKUX U JKUPHBIX KHUCIOT
(aIMIKapHUTUHOB)SIBISIETCS METOJ JKUJKOCTHOW TaHJIEMHOW XPOMAaTO-MacC-CIEKTPOMETPUH C
WOHM3AIMe B anekTpocmpee. [JJaHHbld MeTo mpuodpen mmpokoe pacnpoctpanenue B CIIA,
I'epmannu u Anonuum [Healthcare Practitioner Manual. Virginia Newborn Screening Services
2006; Tarini B.A et al., 2006]. Tak B SlmoHMH CyLIECTBYET TOCYAApPCTBEHHAs MpOrpamMma
onpenenenus 10 3a0oneBaHui METOIOM TaHAEMHOUW xpomaro-macc-cnekrpomerpun. B CIIA u
I'epManuu HOBOPOXKIEHHBIE TECTHUPYIOTCSI JaHHBIM METOJOM Ha Hanmuuue Oosee 20 HapylieHUn
[Rashed M. S, 2001; Thomason M.J et al., 2003].

KuakocTHBI  TaHOEMHBIH  XpOMATO-MacC-CIEKTPOMETp  sBIsETCS  Hambouee
YYBCTBUTEIBHBIM U CIENU(DUIHBIM WHCTPYMEHTOM JIJIS BBIITOJIHGHHUS IICJIEBOTO aHAIN3a
aAMHHOKHUCIIOT M allMJIKapHUTUHOB Ha ciegoBoM ypoBHe [Schoen E.J. et al, 2002; Chace D.H et
al.,2003]. On Tak)ke ONTHUMAIBHO MOAXOAMUT ISl IeJIed TEePBUYHOTO CKPUHHHTA, TaK Kak
MO3BOJIIET YMEHBIIUTH BpeMsl aHanu3a A0 IBYX-TpEX MHUHYT. COOTBETCTBEHHO, CYIIECTBYET
BO3MOKHOCTh aHaju3a 0oyiee TpexcoT o0pas3lioB B CYTKH, OMpeessi KoHieHTpauuu oonee 30
BelleCcTB-MapkepoB [Mockanésa H.E., Mamenos U.C., Benenun A.H., Cyxopykos B.C., 2008]

B mnactosimiee Bpemsi BBIIETSIOT CIENYIONIME OCHOBHBIE KJIACCHI HACIEACTBEHHBIX
MeTabOIMUYECKUX PACCTPONUCTB, KOTOPBIE MOXKHO OMPEACTUTh METOIOM JKUKOCTHON TaHAEMHOMN
XPOMAaTO-MacC-CIEKTPOMETPHH:

e Hapymenus oOMeHa OTAe/IbHbIX aMUHOKHUCIIOT
e Hapymenus oOMeHa OpraHMyecKuX KUCIOT
e Hapymenus oOMeHa JKUPHBIX KUCIOT (aLUIKAPHUTHHOB)

A. Memoouka u npoyecc npogedenusi aHaiusa

B kaMHHMYECKHX YCIOBHSX IS HY)KI HEOHATAIbHOTO CKPHHMHTA HamOojee yaoO0HOU
METOAMKON MpPOBEACHUS aHajdM3a Ha >KUAKOCTHOM TaHJIEMHOM XpOMaTO-Macc-CIIEKTPOMETpe
SIBIISIETCS. METOJIMKA MCCIIEIOBAHUS CYXUX MATEH KpoBU. COOCTBEHHO HMCCIIEIOBAaHUE COCTOUT M3
CJICAYIOIINX 3TAIOB.

1.0160p mpoOsl. OOpaszen, KpoBH W3 MATKHM HOBOPOXKJIEHHOTO WJIM Majblia O0JIBHOrO
Ooinee crapiiero Bo3pacTta oTOMpaeTcs Ha cHenuainbHyro Oymary Watman 903 (puc.l),
BBICYIIIMBACTCS HAa BO3JyXE M OTHPABISETCSA B JTAOOPAaTOPHIO. XPAHUTCS MPoda MpU KOMHATHOU
TeMIiepaType.

Puc.1. Om6op Kkpoesu u3 nssmku HO8OPOXXOeHHO20 Ha
cneuuanbHyro 6ymazy



2.B maGoparopuu [uUisi TPOBEACHUS aHANU3a M3 CYXOro TMSTHA TPU ITOMOIIU
CIEIUaILHOTO MHCTPYMEHTA BbIpe3aeTcs npoda quamerpom 3.1 MM, cooTBeTCTBYIOMmAs 3.2
MKJI KpPOBH, 00pabaThIBae€TCsl COrNIACHO OOLICTIPUHATON NpeaHaJTuTUYECKON Hpolenype |
BBOJIUTCS B XpomaTo-mMacc-criektpomerp [Chace D et al., 1997; Rashed M. S et al., 2001;
Mueller P et al., 2003].

3.ITpoBomuTcst COOCTBEHHO XpPOMaTO-MacC-CIIEKTPOMETPHS, pe3ynbTat
ABTOMATUYECKH 0O0OpabaThiBaeTCsI KOMIIBIOTEPHBIM CIOCOOOM U BBIBOJUTCS B BHUJC
WHJUBUIyAJIbHOTO OTYETA (puc.2)

Neonatal Screening Sample Report

NeoNatal Screening Results Report
Batch Info
Batch Data Path D:\MassHunter\data\2008-02-07\QuantResults\ 2103_Add1.batch.xml

Analysis Time 2008-02-07 15:46 Analyst Name Administrator
Report Time 2008-02-07 15:46 Reporter Name Administrator
SchemaVersion 65340 Batch State Processed

Sample Amount Results and Chromatograms

Data File Compound Min Multiplier  Calc Conc  Outlier
Ala 0.0 382.293
Arg 0.0 3.950
Asp 0.0 31.769

5.2 51.319
0.0 0.055
0.0 0.584
0.0 0.010
0.0 2.361
00 s.oo7 |G
0.0 0.172
0.0 0.170
0.0 0.038
0.0 0.024
0.0 11.940
0.0 180.390
0.0 275.995
0.0 4.968
0.0 56.314
Phe 0.0 23.899
Tyr 0.0 36.602
Val 0.0 49.162

Cé6 0.0
C10 0.0
C12 0.0
C18 0.0
C50H 0.0
C5:1 0.0
C4DC 0.0
ci8:1 0.3
Cl4:1 0.0
C3DC 0.0
C40H

C8:1 0.0
C10:1 0.0
C14:2 0.0
C140H 0.0
Clé:1 0.0
C16:10H 0.0
C18:10H 0.0
C18:20H 0.0
C180H 0.0

0.030
0.028
0.035
0.171
0.280
0.026
0.391
0.587
0.038
0.013
0.021
0.030
0.023
0.015
0.008
0.029
0.093
0.015
0.020
0.004

1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
Xle 0.0 1 77.973
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1

Puc 2. UHOueudyanbHbIll omyem, ebidagaeMbill MPo2paMMoU XUOKOCMHO20
XpoMamo-mMacc-criekmpomMempa u xpaHsiuuticsi 8 aJieKmpoHHoMm eude 8 ABM

B Hacrosiiee BpemMsi METO/I, peajn3yeMblil Ha TAaHIEMHBIX XpOMaTO-Macc-CIIEKTPOMETpax
¢upmbl  «Agilent 6410», mnpenycmarpuBaer omnpeneneHue 30 anuIKapHUTUHOB © 12
aMUHOKUCIOT. [Ipu 3TOM Garoapst KOHCTPYKIIMOHHBIM, a TAK)Ke MPOrPAMMHBIM 0COOEHHOCTSIM
YKUJIKOCTHOTO TaHJIEMHOTO XpomaTo-Macc-criekrpomerpa ¢upmbl «Agilent 6410 QQQ » 3a 3
MUH aHajiu3a COOMpAeTcs CHUTHal, JOCTAaTOYHBIA  JUIsi YYBCTBUTEIBHOTO U HAJIEKHOTO
KOJIMYECTBEHHOTO OIPEICIICHNUS.

CnemyeT OTMETUTb, YTO €CIM METOJ JKUIKOCTHOW TaHIEMHOM Xpomaro-macc-



