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B cTatbe n3noxeHbl HOBblE NPEACTaBEHNSA O ANArHOCTMKE HaCNeACTBEHHbIX 6one3Helr obmeHa BellecTB. [peanoxeH anro-
pYTM OMarHOCTUKM 3TUX 3aboneBaHuii. [loka3aHo, kak NPefcTaBieHNs 0 TOM, Kak HOBeNLIME CpeacTBa labopaTopHOro aTana
OMarHoCTUKK MOMOraloT MPOBOAUTL HEOHaTasbHbIN CKPUHUHI 6one3Her obmeHa BellecTB. [JaHO onncaHue HOBbIX METOLOB
OMarHOCTUKM, pe3ysbTaThl UX NMPaKTUHECKOro NPUMEHEHUS B KOHKPETHBIX AMarHOCTUHECKMX 3aadax NIeHebHOro yHpexaeHus.
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A new look at diagnostics of the inherited metabolic diseases is given in the article. The algorithm of diagnostics of such
diseases is offered. It is shown how the newest facilities of the laboratory stage of diagnostics help to conduct neonatal
screening of metabolic diseases. Description of new methods of diagnostics, results of their practical application in the concrete

diagnostic aims in medical establishments are given.
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B COBPEMEHHOW neguaTpun OJHOW U3 OCHOBHbIX Npob6em
ABnAeTca npobremMa paHHe AUarHOCTUKU HacneaCcTBeH-
HbIX 60ne3Hen obMeHa BellecTB. HecMoTps Ha TO, 4YTO 60b-
LUMHCTBO 3ab0fieBaHUN SABAAIOTCA [OCTATOMHO pefkumu B
nonynsunmn, OHM 3aHUMaKT OOHO U3 NEepPBbIX MECT B CTPYKTYpe
0eTCKOM NaTonornm u AeTCKON CMEPTHOCTU. TAXEeCTb TeYeHus,
OTCYTCTBME aeKBATHOr0 3TUOMOrMYECKOro NevYeHus Ha ypoB-
He reHoma, reHeTuyeckas reTeporeHHoOCTb, BapuabenbHOCTb
KIIMHUYECKUX NPOSABNIEHUI — BCE 3TO AenaeT npobnemy Hacneg-
CTBEHHbIX OLUMOOK MeTabonuMama [OoCTaToO4HO OCTPOW Ans
neguaTtpos. BmecTe ¢ TeM Ansi MHOMMX HO30S10rMYecKnx popm
B HacTosLlee BpeMS UMEIOTCH afjeKBaTHble MeTodbl NaToreHe-
TUYECKOW Tepanuu (Ha3Ha4deHue creyunasnsHbIX OWET, NPUEM
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NIEKAPCTBEHHBbIX (hOPM Pa3nnYHbIX 3H3MMOB U Mp.), KOTOpPbIE,
OCOGEHHO Ha paHHWX 3Tanax, Mo3BOSMSAIT CMAMYUTb TAXECTb
3aboneBaHusa 1, B ornpedeneHHbIX cryyasax, JOCTUrHYTb CTOM-
KO peMUCCcUM UM OTHOCUTESbHOIO BbI3AOPOBEHUsA. Ho ans
npaBuNbHOro BeleHUsa Takon Tepanuu TpebyeTca Makcumarb-
HO TOYHO U KaK MOXHO B 60f1ee paHHMUe CPOKM NMPOBOAUTbL Auna-
FHOCTUKY, 4TOObl HauYMHATb Jle4YeHMe KakK MOXHO paHblue. B
KayecTBe npumepa MOXHO MPUBECTU KNACCUYECKUN BapuaHT
heHunkeToHypumn. B HacTosiwee BpeMs paspaboTaHbl ANETU-
YeCKMe CXeMbl NMUTAHWUA, B KOTOPbIX OTCYTCTBYIOT MPOAYKThI,
coepxallue oeHunanaHuH, 4To No3BOoseT CBECTU K MUHUMY-
My TsDKenble MnocnegcTBus OaHHOro 3aboneBaHus. Ho OHM
3(PPEKTUBHBI TONBKO MPU Kak MOXHO 601iee paHHeM Ha3Hade-
HUU B crny4yae NOATBEPXOEHHOro AMarHo3a (PeHUNKeTOHYpuun.
Mpun gpyrux ee dopmax gaHHas guetotepanus 6yoeT Head-
dekTmBHOM [1, 2].

[n§a BbINONHEHUS 3a4a4n 6bICTPON U TOYHOW AMArHOCTUKM
HacnencTBeHHbIX 60Me3Hen o6MeHa BELLEeCTB B COBPEMEHHOMN
MeOULMHCKOM Hayke CyLlecTBYeT AOCTaTOYHO MHOro MeTo-
OVK, MO3BONSAOLWMX NPOBOAUTbL €€ Ha pasHblX YPOBHAX pas-

al
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BUTUA 3aboneBaHusa. VX MOXHO nogpasgennTb Ha cnegyto-
ue rpynnbl:

1. KnuHn4yeckuit atan. Ha nepsom aTane gMarHocTvka ocy-
LuecTBnseTca neguarpaMmm obLiero npogunsa npy nepBuyHOM
cbope KNMMHUYEeCKon MHGopMaumn. B ganbHenwemM naumeHThbl
obcnenyoTca cneyyanuctamv-neguaTpaMm B 3aBMCUMOCTU OT
OOMUVHUPYIOLLEro nopaxeHus ornpefenieHHbIX OpraHoB U Ccu-
CTeM, & OKOHYaTeNbHbIN KIMHUYECKUA OMarHo3 OOSMKeH cTa-
BUTbLCA BPa4yoOM KJIMHUYECKOW reHeTuku. Crnepyetr OTMEeTUThb,
YTO AN HACNeACTBEHHbIX 60ne3Her obMeHa BelLlecTB Xapak-
TEPHbI, C OOHOW CTOPOHbI, KparH:As BapnabeslbHOCTb KIUHUYe-
CKUX MPOSABMIEHUN, @ C OPYro CTOPOHbI, KIMUMHUYECKOE CXOf-
CTBO HO30J10rM4eCcKnX OopM, OTHOCSLLIMUXCH K pa3HbIM Kflaccam
HapyLleHn obmeHa BeLlecTB. [103TOMY KIMHUYECKUM 3Tan
ONarHOCTUKM ABMASETCA BaXHbIM, HO 3a4acTyto NpeaBapuUTesib-
HbIM ONg  OPMUPOBAHMSA OKOH4YaTeNbHOro guarHosa.
BaxHewLlee 3Ha4eHWe NpuobpeTaeT cnegyoLwnin atTan guarHo-
CTUKWN — 1TabopaTopHbIN.

2. JlabopaTtopHbln 3Tan. [uarHoctuka HacneacTBeHHbIX
6onesHen obmeHa BelLeCcTB flabopaToOpHbIMU METoAaMMn Kak
Hemnb3a 6051ee TOYHO OTpaXKaeT OCHOBHYHO JOrMYy MOMEKynsp-
HOM 6uonoruun, chopMynupoBaHHyo appoaoM: «OOUH FreH —
OOVH depmeHT». HacnepnctBeHHble 60ne3Hn ob6MeHa Be-
LeCTB ABNSIOTCA TakoM naTofiornen, roe Hambonee HeTko
BMAHa CBA3b MeXAy MnaToflorMeit reHa v ConyTCTBYOLMMMU
M3MEHEHUSMU KOOMPYEMOro 3TUM TeHOM depMeHTa.
CooTBeTCcTBEHHO, NabopatopHasa AnarHocTMka AaHHbIX 3a60-
nieBaHU MOXET MNPOBOAUTLCA Ha pPasHbiX MOSEKYNAPHbIX
YPOBHAX KOHKpeTHoW nartofiornn. MeTtonbl, MUCNONb3yemble
0N OMarHoCTUKM HacnefCcTBEHHbIX OLLMO60K MeTabonnama Ha
onpegeneHHbIX NaTtoreHeTU4ecKUX YpoBHAX ITUX 3aboneBa-
HWUW, NOKa3aHbl B Ta6n. 1.

OTn MeToOuKM MO3BOMAKT BO MHOMO pa3 yBeNU4UTb Obl-
CTPOTY U TOYHOCTb OAMArHOCTUKWU HaCneACTBEHHbIX 60Me3HeNn
o6MeHa BellecTB. Cnefyet oTMETUTh, 4YTO NabopaTopHas gua-
FHOCTMKA Ha pasHbIX YPOBHSAX naToreHe3a KOHKPETHOro 3abo-
NieBaHNs MOXET UCMONb30BaTbCA He TOSMbKO ANd noaTeepXxae-
HUA npefBapuUTeNbHONO KIIMHMYECKOro AmarHosa, HO U Ans
CKPVHWHIa HacnegcTBEHHOM naTofnornm obMeHa BellecTB B
onpefeneHHbIX OeTCKUX Nonynsaumsax, To eCTb Ha OOKIUHUYe-
CKOM 3Tane guarHoctuku [3]. Takum o6pas3om, nepedncneH-
Hble YPOBHWU ONArHOCTUKWN B pasfiIM4HOM COYeTaHUW MOryT UC-
nonb3oBaThbCA A ObICTPON W TOYHOW AMArHOCTUKMU, 4TO
BaXHO /1 KaKk MOXHO 6onee paHHero Has3HayeHus ageksaT-
HOWM MaTtoreHeTU4YecKom Tepanuu.

MaTepuanb! u meToabl

Mpu npoBegeHUN 6bICTPON ONArHOCTUKM HaCNeOCTBEHHbIX 60-
nie3He 0bMeHa y oeTen Ucnonb3yTesa cTaHgapTHoe nadopartop-
HOe 060pyaoBaHVeE N peakTUBbl BUOXMMNYECKON NabopaTopui.

[na onpepeneHns aMMHOKUCIOT U aunKapHUTUHOB UCMOSb-
3yeTcA AuarHocTuyeckuin Habop dupmbl «Chromsystems»
(Fepmanwusn): noaBmxHasa asa, BHyTPEHHUI CTaHOapT, peareHTt
Ona gepvBatusaunmn, BoCcCTaHaBnMBaoLwmm 6ydep, NpoMbIBOY-
HbI PacTBOP, SKCTPAKLUMOHHBIN 6ydep.

Konu4yectBeHHoe onpefeneHne aMMHOKUCIIOT U aunrkapHu-
TMHOB OCYLLIECTBISIETCA HA XWUOKOCTHOM TaHAEMHOM XpOoMaro-
macc-cnektpomeTpe Agilent Technologies 6410 Triple Quad LC/
MS (npoussogcteo CLLA).

[ns BblOeneHns opraHMyYecknx KUCNoT n3 6Moob6bLEKTOB (M3
MO4M) MCMONb3YIOTCA Ccredyolmne peakTuBbl: FMAPOKCUE Ha-
TpUs, r’MOpPOKCUNamMuH, xnopua HaTpus, stunauetar, NMpUavH,
N-meTun-N-Tpumetuncunun-Tpudnyopavetammg,.

Konu4yectBeHHOe onpefeneHne opraHUyecknx KUCNOT Ocy-
LLleCTBNSETCA HAa ra30BOM XpoMaTo-Macc-cnektpomeTpe Agilent
Technologies 6890/5973 MS.

Pe3ynbTaTbl MCCNlefOBaHUA U UX 06cyXaeHue

XXupakocTHas TaHAEeMHas XpoMaTo-Macc-CreKTpoMeTpus

B HacTosilLlee BpeMA B MUPOBOW MpakTU4eCKon MeauuumHe
OOHWM W3 OCHOBHbIX NabopaTopHbIX METOAOB [AMarHOCTUKU
JeTel U CKPUHMHIa HOBOPOXAEHHBIX HA Hannyue HacnefcTBeH-
HbIX HapyLUeHnA meTabonm3Ma aMMHOKUCIIOT, OpraHUYecKknx v
XXUPHbIX KMCAOT (aunnKkapHUTUHOB) ABMAETCA MEeToh XWOKOCT-
HOW TaHAEMHOM XpoMaTo-Macc-CrnekTPOMETPUN C MOHM3aLmen B
anekTpocnpee. [aHHbIA MeToh Npuobpen LUMPOKoe pacrpo-
ctpaHeHue B CLUA, M'epmanun n Anonun [4, 5]. B AnoHum cyLue-
CTBYET rocygapcTBeHHas nporpamma onpegenexHusa 10 3abone-
BaHWM METOAOM TaHOEMHOM XpOoMaro-Macc-CrneKTpoOMeTpuun.
B CLUA n lepmaHum HOBOPOXAEHHbIE TECTUPYHOTCA HAaHHbIM
MEeTOLOM Ha Hanun4yue 6onee 20 HapyLlueHui [6, 7].

XKMOKOCTHBIM TaHAEMHBIN XpOMaTo-Macc-CrNeKTPOMETP ABNS-
eTca Hanbonee 4YyBCTBUTESIbHLIM W CreuUdUYHbIM NHCTPYMEH-
TOM 719 BbINOMHEHWA LIENIeBOro aHanmMaa aMVHOKUCIOT M aumn-
KapHWUTVHOB Ha cnedoBoMm ypoBHe [8, 9]. OH Takxe onTMManbHO
NOAXOAUT ONA Lienien NepBUYHOro CKPUHMHIA, Tak Kak no3sonset
YMEHbLUNTL BpeMs aHannaa [0 2—3 MUH, Y4TO faeT BO3MOXHOCTb
Jenatb 6ofiee TpexcoT o6pasLoB aHanusa B CYTKW, onpepnenss
KOHLeHTpauun 6onee 30 BeLLleCcTB-Mapkepos [3].

Tabnvua 1. YpoBHM U MeToAbl TaGOpaTOPHOW AMArHOCTUKU HacneAcTBeHHbIX 60ne3Hel o6MeHa BeLecTB

YpoBHU Ta6OPaTOPHOI AMarHOCTUKM MeTopb!l AMarHocTuKm
1. MonekynsipHO-reHeTU4EeCK M YPOBEHb

(matonorus rexa) 2. Real-time MLUP

3. MNpsamMoe cekBeHnpoBaxme
4. KanunnsipHbli anekTpodopes

2. Brioxvmmyeckuii ypoBeHb (natonorus pepmeHTa)
A) MepBKYHbIN YPOBEHD (HapyLUEHWe
(PYHKLMOHMPOBAHUS hepMeHTa Unn epMeHTHOro
Komnnexca)
Xpomarorpadus)
4, TX-MC

B) BTopuyHbIN ypoBeHb (HapyLLeHve 1. BOXX
(PYHKLIMOHMPOBAHMS METABONNYECKOTO MyTH,
BK/TI04EHWE NOBOYHbBIX —NATONOMNYECKMX —

METab0NINYECKNX MyTENA)

1. MUP ¢ peTekumeir anektpochopesom

1. TaHgeMHas Macc-crneKTpoMeTpus
2. AMMyHO(EpMEHTHBIN MeTo
3. BOXX (BblcoKoaththeKTVBHAS XUAKOCTHASA

2. TaHpemHas Macc-CnekTpoMeTpus
3. MMP (MpOTOHHO-MarHUTHBIA PE30HaHC)

Yro nccnepyercs
MyTauum n nonMmMopdnambl B reHax, KOgMpYHLLUX
(hepMeHTbI 1 BCOMOraTenbHble 6enku

1. Al3mMeHeHve akTMBHOCTH (hepMeHTa

1nu hepPMEHTHOrO KoMMekca

2. OnpepeneHvie KOHLEHTpaUun thepmeHTa

n/wnu ero KothakTopoB

B Pa3fNyHbIX 6UOMOr1HECKUX Cpeaax
OnpeperneHune cnekTpa KOHLEHTPALMM MAPKEPHbIX
METabonMToB B GUONOTMHECKMX CPeaax
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Puc 1. WHguBupyanbHbI OTYET, BbiAaBaeMblii MNpoOrpamMmoun
MassHunter >XUaKOCTHOro XxpomaTo-Macc-CNeKTpoMeTpa U XpaHsi-
WMACS B 3JIEKTPOHHOM Bupe B OBM.

B HacTosiLee BpeMs BbIAENSOT CreaytoLLMe OCHOBHbIE KNac-
Cbl HacnefCTBEHHbIX METabOSIMYECKNX PacCTPOMCTB, KOTOpble
MOXHO ONpeaenuTb MeTOLOM XUOKOCTHOV TaHAEMHOW XpOMaTo-
Macc-CrneKTPOMEeTPUU:

* HapyLLUeHUsl o6MeHa OTAENbHbIX aMUHOKUCTOT,

* HapyLLUEeHWsi 0OGMeHa OpraHnyYecKMX KUCIIOT,

* HapyLLUEeHWs1 OBGMEeHa XMPHbIX KUCTOT (aUMUKapHUTUHOB).

Metoanka. B KNMHWYECKUX YCNOBUAX ONS HYXO HeoHa-
TanbHOr0 CKPWHWHra Hambonee yfo6HOM METOAMKOW npose-
JeHVa aHanuMsa Ha XWAKOCTHOM TaHAEeMHOM XpomaTo-macc-
CneKTpomeTpe $BMAeTCa MeToAMKa WCCRefoBaHuUs CyXux
naTeH kpoen. Co6CTBEHHO UCCNefoBaHne COCTOUT U3 cnegy-
IOLLIMX 3Tanos.

1.0760p Npobbl. O6paseL, KpoBM 13 NATKM HOBOPOXAEHHOrO
unn nanesua 6onbHOro 6ornee crapLuero Bo3pacrta oTéupaeTcs
Ha crieumansHyto 6ymary Watman 903, BbicyLLMBaeTcs Ha BO3-
Jyxe n otnpasnsfeTcs B flabopartopuio. XpaHuUTca npobda npu
KOMHaTHOWM Temneparype.

2. [ina npoBefeHns aHanuMsa 13 Cyxoro naTHa npu nomoLum
creunansHOro MHCTpyMeHTa B flabopaTtopun Bbipe3aeTcs npoba
anameTpoMm 3,1 MM, cooTBeTCcTBYOLWAas 3,2 MK KpoBUW, obpaba-
TbIBAETCA COMMacHO O6LLENPUHATON NpeaHannuTUYecKom npoLe-
Jype n BBOOUTCSA B XpoOMaTto-macc-criektpomeTp [6, 9, 10].

3. PesyneTart XpomaTto-macc-CrnekTpoMeTpun aBToMaTn4eckun
obpabaTtbiBaeTca Ha IBM nporpammoii MassHunter v BeiBoguT-
cA B BUAe nHamBugyanbHoro otyeta (puc. 1).

B HacTosilee Bpemsi MeTof, peanu3yemblil Ha TaHOEMHbIX
XpomaTo-Macc-cnekTpomeTpax gpupmel «Agilent 6410», npegy-
cmaTpuBaeT onpefgenerve 30 aunnkapHUTUHOB U 12 aMUHOKUC-
not. MNpn aTtom 6narogaps KOHCTPYKLUMOHHBIM, a Takxe Mpo-
rpaMMHbIM OCOGEHHOCTAM XWMIOKOCTHOrO TaHAEMHOro XxpomMaTo-
Macc-cnektpomeTpa dupMbl «Agilent 6410 QQQ » 3a 3 MuH
aHanusa cobupaeTca curHan, focTaTtoyHbIA NS YyBCTBUTESb-
HOro N HafEXXHOro KONMMYECTBEHHOIO onpeaeneHus.

[Mocne kaxporo aHanusa mnporpaMmHoe obecrevyeHve
MassHunter BbINONHAET KONMMYECTBEHHbLIM pacyeT aHanuaupye-
MbIX COEOVMHEHUN MO COOTHOLUEHWUIO UX OTKIIMKOB C OTKIIMKOM
COOTBETCTBYIOLLEro BHYTPEHHEro craHjapta U aBToMaTU4ecku
reHepupyeT WHOMBMOYalnbHbIA OTYET, B KOTOPOM COfepXarcs
KOHLIEHTpaLWM KOMMOHEHTOB U UX HEOOXOAMMbIE COOTHOLLIEHUS.

Kpome Toro, paspaboTaHHble HOPMbl KOHLEHTpauuin 6uomap-
KepoB BBOAATCSA B nporpaMmmMmy o6paboTKu 1 Npv NOMOLLIM LIBETO-
BOW MHAMKALMW NO3BOMAIOT MOMYYUTb BO3MOXHbIE KPUTUYECKUE
3Ha4YeHUs.

Tabnvua 2. Mpumepbl HacneAcTBeHHbIX 60Jie3He O6MeHa BeLLecTB, onpepensiemMbiX MeTOAOM >XUAKOCTHOW TaHAEMHOW Xpomarto-
MaccneKTPpoOMeTpuu, U NokKasaTenu KOHLEeHTpauMm MapKepHbIX MeTabosinToB

3ab6onesaHue

1. ApruH1HOCYK-
LManHOBas aumaypus
(ASA)

[MepBUYHbIN GUOXUMUYECKWIA BEedDeKT

2. LutpynnuHemus

3. FomoumcTUHYpus

LIMCTaTUOHMH-3-CUHTa3bl)

4. BonesHb AyTOCOMHO-peLiecc1BHOE 3a60M1eBaHNe, CBA3aHHOE C HapyLLEeHeM
«K/IEHOBOr0O CMpona»  [1ekapboKCUIMPOBaHNSA KETOKMUCNOT C PAa3BETBIEHHON Lienbio
(neiiumHypus)

5. OeHNNKEToHypust

EﬂOKMpOBaHMe KOHBEepCun apI'I/IHVIHocyKLIMJJ,VIHOBOVI KUCIOTbI B aprMHnH

HapyLueHve thyHKLMY (hepMeHTa apruHUHOCYKLMHAT-CUHTETAa3bI,
BNSIOLLEroCcs OAHMM U3 LLIECTU (DEPMEHTOB LIMKIA MOYEBUHbI

AyTOCOMHO-peLiecc1BHOE 3a60M1eBaHNe, CBA3AHHOE C HapyLLIEHUAMM
KaTa6onuama cepycopepXallx aMMHOKUCNOT (AedbekT thepMeHTa

Knaccuyeckas ®KY cssizaHa ¢ 0TCyTCTBMEM UK AEULMTOM (hepMeHTa
(heHMnanaHnHrMapoKcUnaskl, B pesynsrare NPOUCXOANT HaKoMneHne
theHnnanaHmHa n ero No6o4HbIX METABONNTOB B KPOBM U TKaHAX

[Nokazarenn MapkepHbIx MeTa6onmToB
LntpynnuH

1) Hopma <75 mMkmonb/n

2) Matonorus =75 MKMonb/n

3) Kputudeckuii ypoeHb =100 MKMonb/n

1) LInTpynamH — cunbHO NoBbILLEH

2) AprviHUH — HU3KUIA YPOBEHb MU HE onpefenseTcs
[Nokazarenu umTpynnmHa

1) Hopma <75 mMkmMonb/n

2) Matonorus =75 MKMONb/N

3) Kputnyecknin ypoeHb = 100 MKMonb/n
MeTvoHuH

HopmanbHbii gnanasoH — 0-61 Mkmonb/n
1)Hopma <70 MKMonb/n

2)Matonorus =70 MKMonb/N

3)Kputnyeckuit ypoBeHb =140 MKMOML/N
COOTHOLLIEHVE YPOBHS NEALMHA K M30MEALMHY
1) Hopma — Jleii/Mne <310 Mkmonb/n

2) Matonorus — Jler/Mne =310 Mkmons/n
3)Kputuueckuii yposeHb — Jlei/ine =460 Mkmonb/n
DeHunnanaHuH

HopmanbHbii grnanasoH — 0—124 Mkmonb/n
2.Mokasatenu heHunanaHmHa

1) Hopma <140 mkmonb/n

2) Matonorus =140 MKMonb/N

3) Kputnyeckuit ypoBeHb >280 MKMOIb/N

ad
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CymmapHble pesynbTatbl paboTbl 3a OnpefefieHHbI CPOoK
TakXe BO3MOXHO MPOCMOTPEeTb MPW MOMOLLM Mporpammsl
MassHunter. Npu BbIBOAE MaccuBa pe3ynbLTaTtoB 3HAYEHUA KOH-
LieHTpaLmm, NpesbILLaoLLmnX HOPMY, OHEBUOHDI.

B Ta6bn. 2 npuBepeHbl NpuMepbl 3ab051IeBaHUN, KOTopble
MOTYT 6bITb AUArHOCTUPOBAHbLI HA GUOXUMUYECKOM 3Tarne MeTo-
[OM XWOKOCTHOM TaHOEMHOM XpoMaTto-Macc-CrnekTpoMeTpum, a
TakXe BeLLeCcTBa, NOBbLILLEHVNE WM MOHWKEHME KOHLEeHTpauum
KOTOPbIX B GMOSIOrMHYECKUX XUOKOCTAX CIY>XUT MapKepom faH-
HOW HO30s10rM4eckon popMbl. HopmarnbHble 3Ha4eHUs KOHLIEH-
Tpauui NpuBefeHsl CornacHo NUTepaTypHbIM JaHHBIM.

M3 tabn. 2 BugHoO, 4TO ANs onpefeneHHbIX HO30MOorMYeCcKnx
dopM cyulecTByeT [fBa Tuna MapkepoB meTabonuMama.
MepBMYHbIE MapKepbl OTpaXKarT HENOCPefCTBEHHO Te aTarbl
mMeTabonvmama, KoTopble NpuBaA3aHbl K onpeferieHHoMy nartoso-
rM4yeckn n3MeHeHHoMy dpepmeHTy. COOTBETCTBEHHO, OHU ABNS-
10TCs Hambornee OUMarHOCTUYECKU 3Ha4YMMbIMKU. BTOpu4Hble Xe
Mapkepbl cryxart nvMbo fepvsBartamMu MepBuYHbIX, NGO nped-
CTaBNAlT U3 cebs OTHOCUTENbHbIE KOHLEHTPaLMM OfHOro Map-
Kepa Mo OTHOLUEHUO K ApyroMy. HO B KaX[oOM KOHKPETHOM
crny4ae guarHoCTUKM HO30510rM4eckon hopMbl HacneaCTBEHHO-
ro HapylleHuss metabonu3ma >enaTenbHO WccrnefoBaTtb Kak
3Ha4YeHUs KOHLEHTpaLMn NePBUYHBIX MapKepHbIX MeTabosInToB,
TaK U BTOPUYHbIE MapKepbl, YTO OCOGEHHO akTyaslbHO, ecnu
3Ha4YeHUs KOHLEHTpaunii onpefesieHHoro BeLecTsa HaxoasaTcs
Ha rpaHuue HopmarsbHbIX U NaTonorn4eckmnx 3Ha4eHun.

Mo onbiTy pa6oTbl AnarHoctTudeckoro komrnekca TMC B
MHWW nepgunatpum 1 [eTCKOM XMpyprum yxxe cemyac MOXHO CKa-
3aTb, 4YTO METOf XWOKOCTHOW TaHOEMHOM Xpomarto-macc-
CMEeKTPOMETPUN MOXET YCMELLHO UCMOoSb30BaTbLCA Kak Ans nna-
HOBbIX 60SIbHBIX, TaK 1 [N MACCOBOIro HeOHATaNbHOrO CKPUHWUH-
ra. TaHAeMHbIN Macc-CNeKTPOMETP BbICTYMAET He Kak CINOXHbIN
3KCNepUMeHTasbHbIN NPUOopP, a Kak HadexXHbId auarHoctude-
CKWIA MHCTPYMEHT, NO3BONSIOLLMIA MPOBOAUTL CKPUHWHT 60TbLLIO-
ro 4mcna HOBOPOXAEHHbIX [2].

asoBas xpomaTtorpadms-macc-crneKTpomeTpus

(FX-MC, GC-MS)

Ewe ogHMM 13 mMeTogoB O6bICTPOM U BbICOKOYYBCTBUTESb-
HOW [WarHOCTUKM HacneacTBeHHbIX 6one3Hen obmeHa Be-
LecTB Ha OUOXMMUYECKOM 3Tane AMarHOCTUKU SBNSeTcs
MeTof rasoBoW Xpomartorpadum-macc-cneKTpoMeTpun.
VMcnonb3yeTcsa gaHHas MeToanka B OCHOBHOM Afs ANArHOCTU-
KN BPOXAEHHbIX OLLUMOOK MeTabonmama, Npyu KOTopbIX B MoYe
HakannmearTcs No6Oo4YHbIe AepuBaTbl NATONOMMYECKU U3Me-
HEHHOro obmeHa BellecTB — opraHudeckue kucnotbl [11].
JaHHasa rpynna 3aboneBaHUM HOCUT Ha3BaHWE OpraHnYecKmnx
aumMgypui n BKoYaeT B ce6 [OCTAaTOYHO OOJSbLLIOE YMCO
Ho3onornyeckmx ¢opmM. OpraHu4eckne KUCNOTbl SBNAKOTCA
NPOMEXYTOYHbIMW MNpoAyKTaMn Katabonmama MHOrmx Be-
ecTB, O6MEeH KOTOpbIX MPOUCXOAMUT B HALUeM OpraHusme.
[MoaToMy nokasaTenu MUX KOHUeHTpauuu B pasfinyHbix 61oso-
rMYeCKMX XUOKOCTAX, B HACTHOCTU, B MOYe, CIyXaTt JoCcTaTou-
HO chneunu4YHbiMM nadbopaTopHbLIMU MapKepamu psga Ha-
cnencTBeHHbIX 6onesHen obmeHa BellecTs [3, 12].

Metoguka.

1. OT60p Npo6bl. 100 MN pa3oBor NOPLMM MOYM OTOMpaeTcs
B NSIaCTUKOBbIN KOHTEMHEP C KPbILLKOW WU HanpaBnseTcs Ha aHa-
nm3. XpaHutcs npoba npu -20° C.

2. B npouecce npo6onoaroToBku B naéopaTopun NPOBOAUTCA
npouegypa n3onsauum opraHN4ecknx KUCNoT C UCMOSNb30BaHNEM
BHYTPEHHUX CTaHOapToB — 3-PEeHUNIMacCisHOM KUCOTbl UK
heHaueTuHa.

3. lNpoBoauTca cCO6CTBEHHO aHanu3 Ha ra3oBOM xpomarorpa-
e — macc-crnektTpomeTpe dpupMbl «Agilent 6890» ana onpepe-
JIEHUS1 KOHLIEHTpaLMM COOTBETCTBYIOLLEN OpraHNYeckor KUCo-
Tbl B MOYe MO AaHHbIM MOSIyYEeHHON Macc-CnekTporpammbl. B
KOHEYHOM WTOre BbIYUCMAETCH KOHLUEHTpaums orpenerieHHon
OpraHM4ecKom KUCNOTbl B MOYE B BUAE MMOJb/MOJIb KpeaTuHUHA
(B NnepecyeTe Ha HOpMarbHbIA KpeaTUHUH).

B 1abn. 3 npuBefeHbl NpuMepbl HO30TOMMYECKUX POPM C CO-
OTBETCTBYIOLLUMMU MapKEPHbIMU OPraHU4eCKUMU KUCIoTaMn t
nokasaTtensMm Ux B Mo4e, KOTopble MOryT AMarHOCTUPOBaThCA
meTtogom MX-MC.

Takum obpasom, meton 'X-MC saBnseTcs OgHUM M3 camblIX
ObICTPbIX N TOYHLIX METOOOB OUArHOCTUKW HAcneOCTBEHHbIX U
NPUOBPETEHHBbIX OPraHNYeCKUX aunaypun, a Takxe HeoHaTasb-
HOr0 CKPUHMHra 3Tmx coctosHui. Vcnonb3oBaHne MX-MC Ha
OVOXMMMNYECKOM 3Tane AMarHOCTUKU HacneOCcTBEHHbIX OLUIMOOK
MeTabonmama No3BONAET HE TOMbKO YCKOPUTb ANarHOCTUYECKUIA
npowecc, HoO U NpoBoANUTbL 6oree TOHKOe AudepeHUmnpoBaHne
OaHHbIX YacTO KIMHUYECKN CXOAHbIX HACNEeACTBEHHbIX 60/1e3HeN
MeTabonmM3ma, 4To BaXKHO C Ne4e6HO-NMPOPUNaKTUHECKON TOUKN
3PEHUS U C TOYKM 3PEHUS NMPOrHO3a.

3a nonroga Mcnonb30BaHWs METOOOB ObICTPOW AMArHOCTU-
KW HacneacTBeHHOW naTonorum metaéonuama y geten 8 MHAN
neguaTpun U OEeTCKOW Xupyprum (TaHgemHasi Xpomaro-macc-
cnekTpoMeTpun B codeTaHum ¢ N'X-MC) npoBegeHa anarHocTu-
Ka HacneacTBeHHbIX 60ne3Her o6MeHa BeLlecTB 6onee 4eM y

Tabnuua 3. MNMpumepbl HO3onorM4yeckux cpopm, cConpoBoOXAalo-
LLIMXCS OpraHUYecKoOW auupypven

3abonesaHue lMoka3aTenu aKCKpeLmy MapKepHbIX OpraHU4eckmx
KMCOT B MOYe

1. FomoreHTM3NHOBas KucnoTa

a) Hopma <2 Mmonb/mMonb KpeaTHuHa

6) Knaccuyeckas natonorus — 1000-5000 Mmonb/Monb
KpeaTuHuHa

1. VisoBanepunramumH

a) Hopma — 0-10 MMorb/Monb KpeaTuHuHa

6) Knaccuyeckas naronorus — 2000-9000 Mmonb/mMonb
KpeaTHuHa

2. 3-rnopoKcumn3oBasnepraHoBas Kucnora

a) Hopma — 0-46 MMorb/Monb KpeaTuHuHa

6) Knaccuyeckas natonorus — 1000-2000 Mmonb/monb
KpeaTHuHa

3. 4-rmppokcumn3oBanepmaHoBas Kucnorta

a) Hopma <2 MMonb/Mosb KpeaTuHUHa.

6) Knaccuyeckas natonorus — 20-300 MMonb/Monb
KpeaTHuHa

1. MeTunnumoHHas kucnota

a) Hopma — 0-12 Mmonb/Monb KpeaTuHuHa

6) Knaccuyeckas natonorus — 150-2800 MMonb/mMonb
KpeaTuHuHa

2. 3-TMppOKCMNPONMOHOBas K1CHoTa

a) Hopma — 3-10 Mmonb/Monb KpeaTuHuHa

6) Knaccvyeckas natonorus — 20-2000 MMons/Monb
KpeaTuHuHa

3. MponnoHuArAnUmMH

a) Hopma <2 mmonb/mMonb KpeaTuHnHa

6) Knaccuyeckas natonorus — 0-450 Mmonb/Monb
KpeaTuHuHa

4. 3-rmppoKcuBanepraHoBas Kucnota

a) Hopma — <2 Mmonb/mMosb KpeaTuHuHa

6) Knaccvyeckas natonorus — 0-1200 Mmons/Monb
KpeaTuHuHa

1. AnkanToHypus

2. \3oBanepraHoBas
auugemms

3. MponunoHosas
auunemms




BbicTpas anarHocTnka HacnefcTBEHHbIX 60/1e3Hein o6MeHa BellecTB y feten

200 naumeHToB. Bbino BeigBAeHO 90 60MbHbLIX C PEHUNTKETOHY-
puen, 20 60MbHbIX C METUNIMaNoOHOBOMW aunaemMmen, 42 — ¢ ro-
MoumncTuHypuein, 11 — ¢ nsosanepmaHoBon aumpgemment, 9 60nb-
HbIX C CMHOPOMOM «KJTIEHOBOro cupona» (nerumMHo3om), 4 na-
LuMeHTa ¢ geeKToM pacrno3HaBaHusa KapHUTKHA, 5 — ¢ TUpo3u-
Hemuen | TMna, 5 geten ¢ UMTPyNIMHEMUERn, 3 — C aprMHUHCYK-
UMHUNaumaeMmen n oguH pebeHok ¢ fgedpmumtom auetnn-CoA-
JervgporeHasbl cpegHux uenen. Bce npeasaputenbHble ana-
rHO3bl, MOCTaBMIEHHbIE HaMK Mo pedynesratam TMC, coBnanu ¢
OKOHYaTeNbHbIM KITMHUYEeCKUM AnarHo3oMm. [pun 3Tom 1 Koppe-
NAUMS M3MEHEHUSA KOHLEHTpauui uccrnegyemblx BeLecTB C
KIIMHUYECKMMW NPOSBIEHUAMMU bblfia 04eHb BbicoKa. Y 23 na-
LMEHTOB ONs YTOYHEeHUs auvarHosa 6bif npoBefeH aHanma me-
TopoMm MX-MC Ha copepxaHve OpraHMyecKnux KUCoT.

Mo onbITy paboTkl gnarHoctudeckoro komrnnekca TMC B co-
yetaHum ¢ M'X-MC B MHUW neguatpum n OeTCKOM XMpypru yxe
cedac MOXHO cKasaTb, 4YTO ObICTpas AOuarHocTMKa Hacnepg-
CTBEHHbIX 60ne3Hen mMeTabonuama y peTer MOXET YCreLlHO
MCMONb30BaTbCs Kak A5 NNaHoBbIX 60SbHbIX, TaK 1 AN Macco-
BOrO HEOHATasIbHOrO CKPUHUHIA. TaHAEMHbI Macc-CrneKkTpoMeTp
1 ra3oBbli XxpoMartorpag-mMacc-crnekTpoMeTp BbICTYNaKT HE Kak
CIIOXHbIE 3KCNepUMEHTasbHblE NPUOOPbI, @ Kak HageXHbIA ana-
FHOCTUYECKUA MHCTPYMEHT, MO3BONAOLLMIA NPOBOAUTL CKPUHUHI
60nbLLOro YMcna HOBOPOXAEHHbIX [2].

3aknwo4yeHue

HacnepncteeHHble 60/1e3HM 0OMeHa BELLECTB ABMAOTCA OAHOMN
13 Hambosnee akTyasbHbIX NPO6IEM B COBPEMEHHOW NeauaTpun.
BonbLuoe 4ncno Ho3onorn4eckx PopM, KIMHUKO-reHeTu4eckas
reTeporeHHOCTb OAaHHOW rpynnbl 3a601eBaHU YCIOXHSAIOT Npo-
Lecc OuarHOCTUKW. Ho, Kak Mbl nokasanu Bbllle, NpUMeHeHue
HOBbIX BbICOKOTEXHOMOMM4YHbIX METOAOB labopaTtopHOM AnarHo-
CTUKM HaCNEeACTBEHHbIX 60NE3HeNn MeTabonmama no3BosseT 06-
NerynTb N YCKOPUTb TPYOHbIA NyTb NPakTUYECKOro Bpada K npa-
BUSIbBHOMY OMarHo3y. YeTkum anroputMm, npasBuibHas UHTEpNpe-
Tauusa nabopaTopHbIX U KIMMHUYECKUX AaHHbIX — 3anor ycrnexa B
ONarHOCTMKE HacneACTBEHHbIX 3aboneBaHn 06MeHa BELLECTB.
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