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[naBa 2

JlabopaTtopHas nUarHocTUKa
HacneaCTBEHHbIX 6one3Hei
o6bmeHa BewlecTB

3axaposa E.FO., Baiidaxoea I'.B.

2.1. BBE[IEHWE

B Bek MOJIEKY/ISIPHOM MeJMUUHBI GHOXMMUYECKast TUarHOCTUKA
HaCJIeICTBeHHbIX 3a0o0JieBaHui mprobperaeT 0coboe 3HAYEHHE.
DTO YHUKAJIbHAS BO3MOKHOCTH COIMOCTaBUTh U3MEHEHUs B TeHe U
HapyeHre GyHKLUMH ONpPeIeIeHHOTO GeJIKa I MeTaboInIecKoro
nyTH. MeTob! CeKBeHHPOBAHMUS He 3aMeHSIIOT, 8 BO MHOTUX CIIy4asix
TOJIKO JIOTIOJIHSIIOT MPOBOAMMbIE GHOXUMUYECKHE TECThbl. AHAJIU3
TaK HA3bIBAEMOTrO OMOXMMUYECKOTO (EHOTUIIA MMEET He TOJBKO
[paKTHYecKoe 3HaYeHHe, HO U CIY)XUT ISl [IOHUMAHUS [1aToreHe3a
3a60JIeBaHMI, aHAJIM3a TeHO-QEHOTUNMIECKUX KOPPESLMi, B3au-
MOZIEHCTBUI MeX/y MPOAYKTAMHU PA3JIMYHBbIX T€HOB U OTIEIbHBIX
MeTabOoINTOB, a TaKXKe SIBISIETCS] OCHOBOM /UIs CO3/JaHUST METOZI0B
TepareBTUYECKOM KOPPEKIIUY HAC/IeACTBEHHbIX O0JIe3HEIl.

Ocoboe MecTo XapaKTepUCTHKA «OMOXMMHUYECKOro ¢eHoTumna»
3anuMaer npu HBO. Bo muHorom Boizenenue HBO B oThenbHBIN
KJIACC MOHOTEHHBIX HAC/IEICTBEHHBIX G0JIe3Heli 00YCIOBIIEHO MMEH-
HO UX YHUKAJIbHbIMU OMOXUMIYIECKAMH XapaKTePHCTUKAMH, HaJIU-
qreM 0COOBIX GUOXMMUYECKUX MapKepOB, KOTOPbIE MO3BOJISIOT
YCTAHOBUTDH UArHO3 HA GOXMMUYECKOM YPOBHE.

2.2. BUOXUMUYECKUE MAPKEPbI
HACNEQCTBEHHbIX 3ABOJIEBAHNI

BroxuMuyeckyMy MapKkepamy SIBJISIOTCA pas3dyHble 61IOMoJe-
KyJIbl, HAUMHAS OT IPOCTHIX (AMUHOKHUCJIOTBI, MOJIOYHAsA KUCJIOTA,
aMMOHU) M 3aKaHYMBAs CIOXHBIMHU (TJIMKOCHUHTOTIMIN/ABI, TTIU-
KO3aMHHOJIVIKAHBI, GesKy), KOTOpble YKa3bIBAIOT Ha HalIU4Ke Ipo-



44 [naga 2 e JlabopaTtopHas SUarHOCTMKA HACNEACTBEHHbIX 60ME3HEN...

Iecca, CB3aHHOIO C KJIMHWYECKUM IPOSBIEHUAMU 3a00yeBaHMA.
B uneane 6HMOXMMHUYECKHMI MapKep AOJDKEH He TOJNBKO 06nanath
BBICOKOH CIeNUIHOCTBIO ¥ YYBCTBUTEIBHOCTBIO IJI KOHKpET-
HOro 3a6071eBaHus, HO ¥ 6bITh MHGOPMATUBHBIM /10 Hayaja KIMHHU-
JeCKUX NPOSIBJIEHNH M OTpa)kaTh M3MeHEeHHUs B IIpollecce Jie4eHNs.
ViMeHHO aHain3 GHOXUMHUYECKHMX MAapKepOB SIBJISETCS OCHOBHBIM
B MacCOBOM CKPMHUHT'e HOBODOX/IEHHbIX Ha HeKOTOphble Hacief-
CTBeHHbIEe 3a60JIeBAHMUS.

IIpu HBO Haubosee 4acTo GHOMapKepaMu CIyXaT (pepMeHTS,
aKTUBHOCTb KOTOPBIX MOXXeT 3HAYUTEJIbHO M3MEHAThCA MO CpaB-
HEHHUIO C KOHTPOJIEM, a TaKXe pa3iM4Hble MeTabONMUThI, KOHIIEH-
TPALUS KOTOPBIX NOBBIIAETCA WM CHUXKAETCS B OUOJIOTMYECKUX
XUIKOCTAX. BruoxnMmudeckre Mapkepsl MOXHO pa3ZleIUTh Ha ZBe
TPYIIIBL: IePBUYHBIE ¥ BTOPUYHBIe. K IepBUYHBIM OTHOCAT depMeH-
ThI, @ TAK)XXE COEANHEHN s, HEOCPEeACTBEHHO CBA3aHHBIE C HJIOKUPO-
BaHHBIM OHMOXMMUYeCKUM TyTeM. Tak, Hanpumep, pu OKY takum
6romapkepom sBistercsi ¢enmnananus (PA). Myrauuu B reHe
PAH mpuBOAWT K HapyLIeHUI0 akTUBHOCTH ¢epmeHTa DA rUApOK-
cuja3bl U TOBBILIIEHUIO KOHIEHTpalul aMUHOKUCTIOThI DA, ABis-
foleiicsi cyGCTpaToM GIOKMPOBAHHOW peaKLuy, B GUOIOTHYECKUX
KUAKOCTAX. JlMarHOCTUYecKasg LeHHOCTb M3MepeHUs IepBUYHBIX
61oMapKepoB, Kak IPaBUIIO, ABJISETCS BLICOKOM, U TECT XapaKTepu-
3yercsi 6;3Koit kK 100% 4yBCTBUTENIBHOCTBIO M CIIELPUIHOCTBIO.
Ko BTOpHYHBEIM GHOMapKepaM OTHOCAT GMOMOJEKYIbI, U3MeHeHUs
KOHIIEHTPALIUM WJIM, eClIM pedb uAeT O (pepMeHTax, aKTUBHOCTb
KOTOPBIX HETOCPEJICTBEHHO He CBSI3aHbI C IIePBUYHBIM OHOXUMUYe-
CKUM GJI0KOM. DTH GHOMOJIEKYIIBI SIBISIIOTCS IPOU3BOAHBIMU CY6-
CTPaTOB OGJIOKUPOBAHHOH PeaKIy, MM X KOHIIeHTpaL¥s OBbIIIA-
eTcsi BC/IE/ICTBIE BO3IEMCTBUS Ha Apyrue GHOXMMUYECKUe PeaKiiu
HaKOIJIGHHBIX CyOCTPAaTOB WJIM MPOAYKTOB. IIpMMepoM SIBJIsieTCst
NOBBIIIEHNe KOHIIeHTPAllud OpPOTOBOH KUCJIOTHI IpU HapyLIeHUH
aKTUBHOCTH OZIHOTO W3 (epMEHTOB LMKJIA MOYEBUHbl — OpHHU-
tuHTpaHckapbomunassl (OTC). Mytanuu B rene OTC mpUBOAAT
K HApYLIEHMIO CHHTe3a LUTPY/UIMHA U3 OPHUTHHA U KapbaMowun-
¢docara. M3bbiTok kKapbamomnpochata HCIOMb3YETCST KIETKOM
IJIS1 CHHTe3a NMMPUMUVHOBBIX HYKJIEOTHZIOB, @ OPOTOBAas KHUCJIOTA
ABJAETCA OFHAM M3 NPOAYKTOB 3THX peaknuil. IToBblmeHue ee
KOHLIEHTPALIMY B KPOBH U MOYe SBJIAETCS [IeHHbIM OMOXUMUYeCKUM
MapKepoOM HapyIIeHWH [UKJIa MOYeBUHOOOPa30BaHus. AKTUBHOCTh
depmeHTa XUTOTPHO3KAA3b! (BTOPUYHOTO MapKepa, OTPaXKarolero
aKTUBALMI0 MAaKpo(haroB) MOBHIMIAETCS B COTHU pa3 TMpu 0OJe3HU
Totiie, B IECSITKY — a3 P HEKOTOPBIX APYTHX JTU30COMHBIX 60J1e3-
Hax Hakomyenus (JIBH). CiefiyeT y4uTBIBaTh, YTO ClENUPUIHOCTD
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¥ 4YyBCTBUTEJIBHOCTh TECTOB aHaIM3a BTOPMYHBIX OMOMAapKepoB
MOTYT OBITh Pa3IMYHBIMU U [ HEKOTOPHIX 3a00JieBaHuii TpUbIU-
)aTbcsA K 100%, a npu gpyrux He npesbimath 1 70%. MHorza omnpe-
IejieHre KOHLEHTPALUX BTOPMYHBIX OMOMAapKepOB MOXeT ObITh
Gonee MHPOPMATHBHBIM, YeM aHAIMU3 IEPBUYHOrO GHOMapKepa,
Kak, Halpumep, IIpyU TUPO3UHEMUU, TUIl 1, NOBBILIEHVe TUPO3UHA
B KpOBHU 00Ja/jaeT MeHbIiel CrelndpuvHOCTbIO, YeM MOBBIIIEHIEe
BTOPUYHOTO OMOMapKepa — CYKLMHUIALeTOHA.

2.3. UICCNENIOBAHUE BUOXMMUYECKOr0 ®EHOTUMA
HA YPOBHE METABO/IUTOB

Ipu HapymeHUAX QYHKIUU ONpeznesNeHHOro ¢epMeHTa IIPOWC-
XOZUT TOBBILIEHUE KOHLEHTpALMU CyO6CTpaToB GIOKMPOBAHHON
peaxly ¥ MX NPOM3BOJHBIX. DTU BEIIeCTBA OKA3bIBAIOT BIIUSHUE
Ha QYHKUMIO KJIETOK ¥ OPTaHOB U, B 3aBUCHMOCTH OT UX TOKCHY-
HOCTH, CKOPOCTH HaKOILJIEHUs, TKaHeCIenHUIHOCTH, IPUBOAAT K
Pa3BUTHIO KJIMHUYECKUX CUMIITOMOB B pa3Hble IepHOIbI XU3HH,
00YCJIOBIMBAIOT TIOPaYKeHHe PA3NIHbIX CHCTEM OPraHOB M pa3Hoe
TeveHve 3a6oneBanus. Hanpumep, JIBH 06ycioB/ieHbl HAKOTIIEHH-
eM CJIOXKHBIX GMOMOJIeKy, 061afaomKX ONpeaeseHHO TKaHece-
IUPUIHOCTBIO (TTUKOCPUHTOJUNUIOB, TJMKO3aMHUHOTIMKAHOB),
W 7715 HapyuleHusi QyHKLUMU OpraHoB TpeGyeTcsi OmpesielieHHOe
BpeMsl, 3a00J1eBaHNs MEIOT Me[JIEHHO IPOrpPeccHpYIOMUil Xapak-
Tep TedeHUs U MPOSBIISIOTCS, KaK IIPAaBUJIO, B I€TCKOM M IOZPOCT-
KOBOM Bo3pacTe. Takue BelecTBa, Kak aMMOHHI MJIM OpraHuyecKuye
KHUCJIOTBI, BBICOKOTOKCUYHBI, HAKAIUIMBAIOTCH ObICTPO, HMO3TOMY
KJIMHAYeCK1e CUMIITOMBI 3a60JIeBaHIi 13 KJiacca HapyieHuit obme-
Ha [IUKJIa MOYeBHMHBI 1 OPTaHIMYeCKUX alliypuii OSABIAIOTCA B TIep-
Bble MeCAIBI U IaXKe JHU XKU3HY U 60JIe3Hb HOCUT OCTPBIN XapaKTep
¢ GBICTPBIM MPOTPECCUPOBAHKEM.

TIpu psize HBO (HapymieHusix SHepreTuyeckoro ooMeHa, ooMeHa
yI7I€BOJIOB, HapyLIEHWI IMKJIa MOYEBHMHBI) aHAJIU3 COeJMHEeHWi
o0UIMX A7 MHOTMX MeTaboJMYecKux NyTeil (<«KJIIO4YeBBIX» MeTa-
6OJMTOB) MO3BOJISAET [UIAHUPOBATh JAJIbHEHIIYI0 TAKTHKY 06cie-
noBauus. K 3THM coelMHEHMAM OTHOCSAT IJIIOKO3Y, MOJIOYHYIO KHC-
JIOTy (J71aKTaT), MMPOBUHOTPAZHYIO KUCJIOTY (IHMpYyBAaT), aMMOHUH,
KETOHOBBIe TeNa (3-TMAPOKCHOYTHpAT U alleToaLeTaT), MOYeBYIO
Kucnory. KoHIleHTpanus 3TUX Coe[MHeHNI N3MeHseTCsl IIPYU MHOTHX
u3 HBO, 1 Ux KOMILJIEKCHas1 OlleHKa T03BOJIsieT pa3paboTaTh aro-
PUTMBI JajibHe el 1abopaTopHOi IuarHocTiky (puc. 2.1, 2.2).
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24 yaca Xu3Hun 24 4acoB XW3HU
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HopmanbHble
nokasatenu KLLIC

HepoHoLueHHbIN [lOHOLLUEHHbIN Aumnpos
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TpaHauTopHas HapyLuenus o6meHa OK,
runepammoHneMmus nupysara

[edeKTbl uMKna MOYeBUHbI

}

AMWHOKMCNOTbI NNa3Mbl KpoBM

0\

LintpynnuH Lintpynnux LIMTpynnuH nosbilLeH
CHUXEH NOBbILLIEH 3HaYUTeNbHO
OpotoBas ApryHUH-AHTapHas
p P p LintpynnuHemus
Kucnora aunaypusa
HopmarnbHas
MosbiweHa opMaribHa
WIN CHUXKEeHa

HepoctaToyHoCTb
HepoctaToyHocTb
kap6amoundocdar
OpPHUTUHKap6amunassbl
CUHTETasbl

Puc. 2.1. Cxema audpchepeHunanbHOM UarHoCTUKI HACNeACTBEHHbIX 601e3-
Heil 06MeHa BeLIeCTB, COMPOBOXAANOLWMXCA runepammoHuemueir. OK —
opranuyeckue Kucnotbl, KLLC — KUCNOTHO-LLENOYHOE COCTOSHUE KPOBU
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[Tpu aHanM3e MeTabOIUTOB MpeANoYTeHne, He3yCI0BHO, OTAAeT-
€ MeTo/ZiaM, O3BOJIAIOIUM TIPOBOJUTD OLIEHKY MHOXeCTBA COeflu-
HeHWH B OfHOM 00pasiie. JIJisi 9THX Iiejieil MPUMEHSIOT PasInyHbIe
BU/IbI XpOMaTorpaduu, BO MHOTHX CJIy4asiX — B COUETaHHUH C Macc-
CIIEKTPOMETPUYECKMM aHAIN30M (TOHKOCIONHYI0 XpoMarorpaduro,
BBICOKOI(QEKTUBHYIO KUIKOCTHYI0 Xpomarorpaduio, rasoByo
xpoMatorpaduio, TaHAEMHYI Macc-CrieKTpomeTpuio) (Tabi. 2.1).
BuonornyeckuM MaTepuaioM s 3TUX UCCIIeA0BAHUI OOBIYHO CITy-
KUT TJIa3Ma WK ChIBOPOTKA KPOBU M 0OPA3IIbl MOYH.

Tabnuua 2.1. MeToabl aHanu3a mMeTabonnToB, NPUMEHSIEMbIe NPU AWArHo-
CTUKE HacneacTBeHHbIX 60ne3Hein 06MeHa BeLLeCTB

Knacc HBO Onpepensemble MeToabl aHanusa
MeTabonuTbl
AmuHoaumgonartum AMMWHOKUCNOTBI, NTe- AMUHOKWUCNOTHBI
puanHLI* aHanmsarop, BIXX.
BIXKX-MC/MC
Mb JlakTar, nupysar, BIXX.
3-ruapokeunbytupar, CnekTpodhoTOMETPU-
aueroauerar 4ecKme MeToAbl
OpraHuyeckue aum- OpraHuyeckune Kucno- X, XMC, B3XX,
aypun Tbl, AUMNKAPHUTUHBI MC/MC.
B3XKX-MC/MC
bonesHu nypuHosoro MypuHbl, nupuMuanHsl, | BIXKX,
1 MMPUMUANHOBOIO MO04eBas KucnoTa BIXKX-MC/MC
06MeHa
bonesHu yrnesBoaHoro MoHo- n ancaxapuapl BIXX,
o06mMeHa B3XKX-MC/MC
JIn3ocoMHble 60M163HU Onurocaxapuabi. BIXX,
[MKO3aMUHOININKaHbI B3>KX-MC/MC,
anekTpodopes
HapyweHus mu- KapHuTuH 1 ero agm- X, XMC,
TOXOHAPUANBLHOMO pbl, Pa3BETBJIEHHbIE U MG/MC.
[B-okucneHus HepasBeTBlIEHHbIE An- B3XKX-MC/MC
Kapb6OHOBbIE KUCOTbI
0T Cs 10 C14
[TepokcucomHble OALPKK, coutaHosas X, XMC, B3XX,
605163HK KWUCIOTA, XeNn4Hble MC/MC,
KNCnoTbl, Nnasmano- B3XKX-MC/MC
reHbl, NUNEKOTMHOBAs
Kncnota
bonesxn o6meHa VloHbI MeTannos, BIXKX
MeTannoB cynbdarbl
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OKkoH4aHne Ta6n. 2.1

Knacc HbO Onpepensiemble MeToab! aHanu3a
MeTabonuTbl
HacneacTBeHHble CuanoBble KNCNOTbI, BIXX,
60ne3HK TpaHcnopTa Xrnopuasl B3>KX-MC/MC
MeTabonmToB
HacnepacTBeHHble MoHo- 1 aucaxapuapl BIXX,
60Me3HU XenyLo4Ho- B3XXX-MC/MC
KMLLEYHOro TpaKTa
bonesHu xonectepuHo- | XonectepuH u ero npo- | X, XMC
BOro 06meHa 13BOJIHbIE, TPUALMN-
rauuepnabl
bonesxu obmeHa Helt- KartexonamuHbl, amm- BIXX,
POTPAHCMUTTEPOB HOKMCIOTbI B3XKX-MC/MC
bonesHn o6meHa rema | MopdupuHbl BIXX,
1 NOpUpMHOB B3XKX-MC/MC
HacnefacTBeHHble CTepomaHble ropMOHbI BIXX,
3HAOKpUHONATMM BIXKX-MC/MC

2.4. METOJUHECKME NOLAXO0MbI
K AHATIN3Y METABOJUTOB

BaXHO OTMeTUTh, YTO MJISi MHOTMX rpynm HBO omnpeznesienne

KOHIIEHTPALUK MeTabO0JIUTOB, UX I0JIYKOJINYECTBEHHBI, @ UHOIA 1
KaveCTBEHHBII aHaJIM3 SIBJIAIOTCS MEPBBIM 3TAllOM JIMarHOCTHYECKO-
IO MOXCKA U MO3BOJISIIOT C BBHICOKOM IOCTOBEPHOCTHIO 3aM0A03PHUTh
OIIPe/IEJIEHHYI0 HO30JIOTMYeCKyI0 GOopMy 3a00JIeBaHUS VM IPYIILY
Goesneit (Tabi. 2.2).

Tabnuua 2.2. 13meHeHne MeTaboONNTOB NPU HEKOTOPbIX HO30MOMNYECKMX
(hopmax HacneacTBeHHbIX 60Me3Helt 06MeHa BeLLecTs

3aboneBanue W3meHeHune
KOHLEHTpaLuu
meTabonutos

Neiuny 11Banun 1

bonesHb, Npu KOTOPOI MOYa NaxXHET KNEHOBbIM
CUPONOM (NeLMHO3)

LuTpynuHemus, Tun 1, HeoHaTanbHas LUTPYIMHEMUS

ApruHuH-sHTapHas aunaypus (ACA) / HegocTatoy-
HOCTb aprUHUHOCYKLMHAT Nasbl

HepocTato4HoCTb 0pHI/ITI/IHTpaHCKap6aMVIJ'Ia3bI

LuTpynuH 11
LUuTpynuH 1

UuTpynmH |
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lMpogonxenne 1abn. 2.2

JeruaporeHassl

3abonesaHue N3meHenune

KOHLEHTpauuu
meTabonuToB

Hepoctato4HoCTb kKapbamundocdar CUHTa3b! Lutpynuu |

HenocTato4yHocTb N-aueTmunriotamar CUHTasbl Untpynun |

HekeToTuyeckas runepranuuHemMus vy 1

Tupo3uHemms, Tun 1 TuposuH 1

TuposuHemus, Tun 2 Tuposux 11

[oMOUNCTMHYPNSA / HE[LOCTATOYHOCTb LIMCTATUOHMH MeTnoHuH 1

6eTa-CuHTETasb!

OKY OA 11

ApruHMHeMus / He0CTaTOMHOCTb aPriHa3bI ApruHuH 1

[ponuoHoBas aunaemMmns (HeAOCTaTOMHOCTb NPO- C31

nuoHun KoA kap6okcunasbl)

MeTunmanoHosas aungemns C3 1(C4DC 1)

1130Banepmanosas aunnemns (HeLoCTaT04HOCTb C51

n3osanepun KoA geruaporeHasbl)

HepocTato4HocTb 2-meTun6ytupun KoA aernapo- C51

reHasbl

HepocTato4HocTb 1306yTMpKN KoA ferngporeHassi C41

[nytaposas auuaemus, Tun 1 (HeLOCTaTO4HOCTb C5DC 1

rnytapun KoA permgporeHasbl)

Hepoctato4HoCTb 3-MeTUNKpoToHUN KOA Kap6ok- C50H 1

cunasbl

MHOXecTBeHHas kapbokcunasHas HegoctatodHocts | C50H 1C3 1

HemocTaTto4HOCTb 6UOTMHNAA3bI C50H 1

ManonoBas aunaemms (He40CTaTO4HOCTb MANOHM C3DC 1

KoA nekap6okcmnasbl)

HefoCcTaTo4HOCTb MUTOXOHAPWUANLHON aLeToaueTun C5:1 1C50H 1t

KoA Tnonassl

Hepocrato4HocTb 2-meTun-3-rugpokcnbytupun KoA | C5:1 1C50H 1

HepocTato4HOCTb 3-rmapoKcu-3-MeTunrnyTapun
KoA nnassbl

C50H 1C6DC 1
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OKoH4aHne Ta61. 2.2

3ab6onesaHue N3meHenne
KOHL|eHTpaLmm
MeTabonuToB
HepocTtatouHocTb 3-meTunrnytakoHun KoA rugpa- C6DC 1 C8DC 1
Tasbl
HepocTato4HOCTb CpeaHelenoyeyHon aumun-KoA C6 1C81C10 1
JIernaporeHassl C10:1 17
HepoctaTo4HOCTb 04eHb ANIMHHOLIENOYEYHON auun- C14:11 C141
KoA neruaporeHasbl C14:21 C16:11
HepocTaTto4HOCTb KOPOTKOLIENOYEYHOI aunn-KoA C4 1
JeryaporeHassi
HepocTaTo4HOCTb ANUHHOLLENOYE4HON 3-TMAPOKCH- C160H1 C180H?
aunn-KoA pernaporeHass! (BeekT TpUgyHKUMo- C18:10H7
HanbHOro 6enka) C18:20H1
[nytapoBas aunaemus tun Il (HegoctatoyHocTb ry- | G4 1C5 166 1C8 1
Tapun KoA gerngporeHasbl Tun Il), MHOXXeCTBEHHas C10 1
HEe0CTaTo4YHOCTb aumn-KoA aermaporeHassl C12 1C141C16 1
Cc181
HapyLuieHne TpaHcnopTa KapHUTMHA Co |
CHUKEHME auun-
KapHUTUHOB

He[0CTaTo4HOCTb KAPHUTUH NaNMUTOMA TpaHcde-
pasbl, TMn |

C01C16 |C18:1 |
C18:2 |

HenocTaTo4HOCTb KAPHUTUH NaNMUTOMA TpaHcde-
pasbl, Tin Il

€O |C16 1C18:1 1
C18:2 1

He[oCcTaTo4HOCTb KaPHUTUH/ALUMNKAPHUTUH TPAHC-
NOKasbl

€0 1C161C184 1
c18:2 1

HepocTato4HocTb 2,4-aneHonn KoA peaykTasbl

€10:2 1

HenocTarto4HoCTb KOPOTKOLENOYE4HOIM 3-TUAPOKCH-
auun-KoA geruaporeHasbl

C40H?

HpOCTbIe METOJbI daHAJ/IKM3d, TaKHNE KaK 3JI€KTpO(1)OpeB TJINKO3a-

MUHOIVIMKAaHOB Ha alleTaT-LieJII0IO3HbIX MJIeHKaX U M303JIeKTPO-
¢oxycupoBanue TpaHCHEpPPUHOB, AAIOT BO3MOXKHOCTb IIPOBE/IEHHS
nuddepeHIanbHON INATHOCTUKY TaKuX oOmuUpHbIX rpynn HBO,
KaK MyKOIIOJIHCAaXapU03bl U BPOXX/IeHHbIe HAPYIIeHNs [THKO3HUIIN-
POBAHMSA COOTBETCTBEHHO (puc. 2.3).
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MTIIC VI MAC I MMC L, I CcTaHgapThbl
vnm VI

W e—rcC

Puc. 2.3. PazgeneHne 3KCKPETUPYEMbIX NMKO3aMUHOMMINKAHOB METOLOM
anekTpodhopesa Ha auerar-LensonesHblX NieHkax ¢ nocneayoLwnm okpa-
LUINBAHUEM ANbLUNAHOBLIM CUHUM. B HOpMe C MOYOI 3KCKPETUPYETCA TOSb-
KO XOHApOUTUHCYNbGAT. MOpAJOK PacnonoXeHus rNuKO3aMUHOrTIMKAHOB
(0T KaTofa K aHOAy) crnedyroLnit: renapui — renapaqcynbMar — gepma-
TaHCynbaT — KepaTaHcynbdat — XoHapoutuHeynbdat. Mpu MMC 1, 11,
VIl TunoBs B M04Ye NPUCYTCTBYIOT AepMartaHcyib@ar u renapaHcynbar, npu
MMC VI Tuna — pepmatancynbar, npu MNC IV(AB) — kepataHcynbdar,
MG [1I(ABCD) — renapaHcynbar

Mertonudyeckue MOAXOAbI K OMpeeNeHNI0 OTAebHBIX MeTabo-
JIUTOB BKJIIOYAIOT TeCThl KayeCTBEHHOTO XMMUYeCKOro aHaju3a,
crekTpodoToMeTpudeckye u GpIyoprMeTpUIecKre METOIbI KOIUIe-
CTBEHHOM OIIeHKH COeIUHEHUI.

Xpomarorpa¢udecke MeTOAbI aHANM3a WIPAIOT BaXKHEHIIYIO
posb B auarHoctuke HBO. CoBpeMeHHbII apceHan xpoMarorpadu-
YeCKUX TeXHOJIOTHIl Ype3BBIUAHO IMUPOK U MO3BOJIsIET 3P eKTUB-
HO pa3/ieNiATh CI0XKHble MHOTOKOMIIOHEHTHbIE CMeCH, K KOTOPBIM B
TOM YHCJIe OTHOCUTCS UM OUONOTMYecKUil mMarepuain. IIJist Kosmde-
CTBEHHOr0 aHa3a MetabomuToB pu HBO ycrenHo mpruMeHs0TCs
TaKue XpoMatorpapuyecKiie MeTOfbl, KaK ra3oBas U BBICOKO3®-
(deKTUBHAs KUAKOCTHAsA XpoMaTorpadus, a TakKe XpPOMaTO-Macc-
criektpoMetpus (I'X, BBKX u XMC coorBercTBeHHO). I'X 1 BBXKX
ABJAIOTCS YHUBEPCATIbHBIMU MeTOIaMU pasZieieHUs CI0XHBIX CMe-
ceil coefMHEHUI, OTIMYAIOTCSH BBICOKOW YYyBCTBUTEIbHOCTBIO U
BOCITPOM3BOIMMOCTEI0. B 0060MX ciy4asx paszesieHue OCYIecT-
BJIIETCA B Pe3yJbTaTe Pa3IMYHOIO B3aUMOJENCTBUA KOMIIOHEHTOB
CMeCH C HETIOJIBIXKHOY M TOABYKHOM pazaMul xpoMaTorpaduyuecKoit
KosoHKH. {7151 ['X moaBwkHOU (a3oil ABJSETCS ra3-HOCUTENb, IJIS
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BOJXX — xunkocts (3J110€HT). BBIX0 KaXA0ro coefrHeHUs QUK-
cUpyeTcs IeTeKTOPOM IIpUb0pa, CUrHal KOTOPOro peobpasyeTcs B
NMKU Ha XpoMaTorpaMme. Kax bl MUK XapakTepu3yeTcsl BpeMeHeM
yAepXKUBaHUA U Iomanblo. CiefyeT OTMETUTh, uTo ['X MpoBOAUT-
s, KaK IpaBWUJIO, NIPU BBICOKOTEMIIEPAaTyDHOM peXume, IOITOMY
OrpaHMYeHHeM AJd ee NPUMEHEeHUs sABJIsAeTCd TepMHUYecKas Hey-
cTOiuMBOCTb coenuHeHuil. Jlnsg BOJKX He cymecTByeT mogoGHBIX
OrpaHMYeHUM, TaK KaK B 3TOM CJlyyae aHa/IU3 IIPOBOJUTCS B MATKUX
ycnousix. XMC mpezicTaBiisier co60it KOMOMHUPOBAHHYIO CHCTEMY
I'X nm BOXKX ¢ Macc-ceneKTUBHBIM IeTEKTOPOM, YTO I03BOJIAET
II0JIy4aTh He TOJIbKO KOJIMYEeCTBEHHYIO, HO ¥ KaueCTBEHHYIO HHGOP-
MalyIo, TO eCTb JONOIHUTENBHO ONpefeNATb CTPYKTYPy COefuHe-
HUH B aHAJIU3UPYEMOM CMeCH.

B OMOXMMUYECKOIi eHeTHKe TEPMUH «OpraHuYecKue KUCIOThI»
OTHOCHTCS K HeGonbIKM (MoJIeKynsipHas Macca MeHee 300), pac-
TBOPUMBIM B BOZe KapOOHOBBIM KHCJIOTaM, KOTOpbIE SIBJISIOTCS
IPOMEXYTOYHBIMU MM KOHEYHBIMH NPOAYKTAMM MeTabomu3ma
AMHUHOKWCJIOT, YTIeBOZOB, JIUMU/IOB U GIOreHHbIX aMIHOB. B 06pas-
Ile MOYH MOXKHO OGHapyXuThb 6ojtee 250 pa3IM4HbIX OPraHUYecKHX
KHCJIOT U I'NTMIVMHOBBIX KOHBIOI'aTOB. Hx KOHLIeHTpalus 3aBUCUT OT
ZMeThl, TpreMa JIeKapCTBeHHBIX [TPerapaToB ¥ HEKOTOPBIX JPYTHX
¢dusnonornyeckux npuunH. V3BectHO okono 65 HBO, kortopsbie
XapaKTepHU3yIOTCs CrenuUYHbIM IPOPUIeM OpPraHUYecKUX KHC-
710T. OTHOCHUTENBHO HEeGOJbIIOe KOJMYECTBO OPraHMYECKUX KHC-
JIOT AIBJIAIOTCS BBICOKOCHELMUYHBIMY, U HaJN4YMe UX B GOJBIINX
KOHIIEHTPAaLMAX B MOYe INO3BOJIAET TOYHO YCTaHOBUTb [MATHO3:
CYKLMHMJIALETOH TpU TUpo3uHemuu, Tl I, N-amerunacmapraT
npu 6one3nu KaHaBaHa, MeBaJIOHOBAs KHCJIOTA IIPU MeBAJIOHOBOM
arpypud. OHAKO B OJaBIIAOIIEM GOIBIIMHCTBE CIy4YaeB AUarHO3
HBO Ha 0CHOBaHMM TOJIbKO aHAa/lW3a OpPraHUYecKUX KUCJIOT MOYH
YCTAHOBUTH ZIOBOJIBHO TPYAHO, M TPeOYeTCs: mpoBe/ieHre AOOHI-
TeJIbHOW, OATBePXKAIoIelt IUarHOCTHUKY.

VHTeprpeTaliisi pe3y/lbTaTOB aHajlW3a OPTaHUYECKUX KHUCJIOT
MOYH IPe/ICTaBIseT Ope/iesieHHbIe IPO6IIeMbI KaK 13-3a 60JIbIIOr0
YHC/a 3KCKPETUPYeMBIX KHMCJIOT U UX NPOU3BOJHBIX, TaK M M3-3a
HaJoXeHUsl NpoduIeil HEKOTOPBIX JIEKAPCTBEHHBIX MeTab0JIMTOB.
KonnenTpanusa opranndeckux kuciaor npu HBO xapaxrepu3syercs
JI0CTaTOYHO IIMPOKUM AMANa30HOM — OT IOBBILNIEHUs UX YPOBHA B
HECKOJIbKO COTEH Pa3 I0 He3HAUUTeIbHOTO MPeBbIlIeHNs, OJIU3KOT0
K HopManbHOMy. Hampumep, mpu riayrapoBoit anuaypuu, tum 1
(YpOBeHb TIJIyTapOBOM KHCJIOTHI § HEKOTOPHIX OGOJbHBIX MOXET
HaXOZUTLCA B TpefiesiaXx HOPMbI), HeJIOCTaTOYHOCTU CpefHellelo-
4yeyHOH anun-KoA neruzporeHassl JKUPHBIX KUCJIOT (KOHIIeHpaLys
a[IUTIMHOBOM, ce6alIMHOBOM U CyOepUHOBOM KUCTOT MOXKET OBITh B
Hpeziesiax HOPMbI). J[OBOJILHO YacTO aHOMaJIbHBIN MPOGUIb opra-
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HHUYEeCKUX KHCJIOT MOYM BO3MOXHO OOHAPYXHUTh TOJIBKO Y TALMIeH-
TOB B CTafiuM MeTaboJIMYecKoi «aexommeHcanuuy». Oco6eHHO 3TO
XapaKTepHO ISl ZOOPOKaueCTBEHHBIX, MATKUX GOpM 3a00JieBaHUIA,
KOTOpbIe, KaK NPaBUJIO, MMEIOT ITO3/JHUI BO3pacT MaHUdecTanum.
CoBepIIeHHO HeNpe/icKa3yeMblil TPoQuIb 3KCKpeTUPYeMbIX Opra-
HUYECKUAX KHUCJIOT MOTYT [aBaTh HapyLIeHUA AbIXaTeJIbHOW Lienu
MuUTOXOHApUi (ALIM).

OxHuM 13 HarboJiee COBPEMEHHBIX METOZIOB aHaM3a, 6e3 KOTo-
pOro HEBO3MOXHO ceGe MpeACTaBUTh OMOXMMUYECKYIO J1aboparo-
pUI0, ABJIAETCA TaHAEMHas MacC-CIeKTPOMeTpH.

Meron TaHmemHo¥ Macc-criektpoMerpun (MC/MC) BoepBble
6611 ipuMeHeH B 1970-X rofiax v Hallles CBoe MpUMeHeHHe B XMMHY,
Guonorun U MeauluHe. Macc-ClIeKTPOMETPUsl — aHaJIUTHYeCKUit
MeTO/I, C HOMOIIbI0 KOTOPOTO MOXHO MONy4aTh KaK KadeCTBEHHYIO
(cTpyKTypa), Tak U KOJIMYeCTBeHHYIO (MOJIeKy/lspHAas Macca WU
KOHIIEHTpalysA) MHGOPMALMIO aHAIU3UPYEMBIX MOJIEKYJ IIOCIIe
ux mpeoOpa3oBaHMs B MOHBL DTOT METOZA HPUMEHSIOT KaK Jisi
BBISICHEHUsI CTPYKTYPbl HEM3BECTHBIX BELIeCTB, TaK U IJIA aHAIU-
3a KOMIUIEKCHBIX CMeceil ¢ MHHMMAJbHOU OYMCTKONU 00pasiioB.
CylecTBeHHOe OT/IMYKe MACC-CIIeKTPOMETPUU OT APYruX aHaJUTHU-
YeCKUX (QU3UKO-XMMHYEeCKUX METOJIOB COCTOMT B TOM, YTO B Macc-
CIIeKTPOMeTpe ONpefeNsAeTcsl HeloCPe[CTBeHHO Macca MOJIeKyad U
uX QparMeHTOB. Pe3ynbraThl NpeACTaBIAIOTCA rpadudecku (Tak
Ha3blBaeMblil Macc-criekTp). VIHOra HeBO3MOXKHO aHaJIM3UPOBATh
MHOTOKOMIIOHEHTHBIE, CJIOXHbIe CMecd MOJIeKya 0e3 uX HpesBa-
PUTEJILHOTO pa3feneHus. PasenuTb MOJEKYIbl MOXHO 160 Xpo-
Marorpadudeckr (BbICOK03(eKTUBHAS XKUAKOCTHAS UM ra30Bast
xpomatorpadus), J160 KCIONb30BATh [jBa MOCIEAOBATENBHO CO-
e/IMHeHHbIX Macc-CIIeKTpoMeTpa (TaHAeMHas MacC-ClIeKTPOMeTpus).

ITepes Macc-CIeKTPOMETPUIECKUM aHAIM30M He0OX0AUMO mpe-
BpallleHVe HeNTpaJbHBbIX 4aCTUI] BellleCTBa B 3apsDHKEHHbIE HOHBI,
a TaKkKe TePeBOJ| MX M3 XKUAKOTO COCTOSIHUSA B razooGpasuoe. [isi
ATOM L[eJTM CHavajIa PUMEHSIICS METO/ MOHM3alluK GoMbapaupoBa-
HyeM OBICTPHIMU aTOMaMy, B [OCJIeHee BpeMsi HauOoJIbLiee mpes-
NIOYTeHNe OTAaeTCs MeTOAy MOHM3alMu B 3yekTpocnpee. C nossie-
HIeM HOBBIX MeT0/I0B noHu3anuu npumenenne MC/MC B obnactu
aHATUTHYeCKOU Groxumuu crajo Goisee pocTymHbIM. B 1993 roxy
JoHnanbz Yeil3 ¢ KoJuleraMu afanTUPOBa 3TOT METOJ, [JI aHalIu3a
AMUHOKHCJIOT B BBICYLIEHHBIX IATHAX KPOBH, CPOPMUPOBAB, TAKUM
00pa3oM, OCHOBY ZAJIsi CKPUHMHTA MHOXXeCTBA KOMIIOHEHTOB IpU
HBO. B panbHeiinieM MeTon 6GbUT afanTUPOBaH AJisl MPOBeeHUS
KPyIHOMACIITaOHBIX aHaIN30B, HEOOXOAUMBIX /ISl HEOHATAILHOTO
ckpuHuHra. Ha puc. 2.4 npescrasyieHa ofiHa U3 MOZieslell TaHZleMHO-
r0 Macc-CIeKTpOMeTpa, IIpUMeHsieMas [Jii MacCOBOTO CKPUHMHIA
HOBOPOX/IEHHBIX.
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Puc. 2.4. TaHAEMHbIF MacC-CneKTpoOMeTp

MC/MC-ananu3 HauGonee 3p(PeKTUBEH i COeAUHEHMIA,
HNMEIOIINX CXOAHbIE JO4YepHHe HMOHBbI WU HeﬁTpaﬂbeIe MOJIEKY-
JIbl, HAaIpUMep AJA aHalu3a aMHUHOKUCIOT ¥ alWJIKapHUTHHOB.
Heob6xonuMo Takxe MoA4YepKHYTb BO3MOXXHOCTb MC/MC-aHanu3a
Pa3IMYHBIX XUMUYECKUX IPYII B OZHOM aHaju3e 3a 04eHb KOPOT-
Koe BpeMsi (~2 MUH). DTO obecrneyrBaeT MIUPOKHIi CIIEKTP aHATM30B
¥ BBICOKYIO IIPONYCKHYIO CIIOCOGHOCTD, YTO 3KOHOMUYECKH BBITOJI-
HO 171 CKPUHMHIA Ha Gosbuioe 4ucio 3ab6oneBaHuit. Ha ocHoBa-
HUY TIOBBINIEHNS KOHLIEHTPALUK ONpeieleHHbIX allMIKapHUTHHOB
MOXHO 3aMof03pUTh 3a00JIeBaHUS U3 IPYNIbl HAPYLIEHHHA MHUTO-
XOHJPHUAJILHOTO 3-OKUCIIeHNS, TI0 U3MEHEeHUIO PO aMUHOKHC-
JIOT — aMUHOALUONATHH.

MC/MC TaKKe MOXHO HCII0JIb30BaTh /s NCCIeA0BAHUS APYTHX
KJ1accoB MeTabomuToB. Tak, pa3paboTaH MeTOZ M3MepeHHst TOTajlb-
HOro rekcosmoHodocpara B MATHAX KPOBU, MapKepa rajakros-1-
docdara, KOTOPBIN MOXKHO MCIIONB30BATh NPU CKpUHUHTe Ha TAJI,
JeTeKTUPOBAaTh MeTabOJUThI JXeTYHBIX KUCJIOT, OYeHb [JIMHHOLE-
HoYevHble JKMPHbIE KUCIOTHI TpU AedeKkTax OGuoreHesa MepoKCH-
coM (cunzpoMm llenbBerepa, HeZOCTATOYHOCTb I1EPOKCHCOMHOIO
OGUQYHKIMOHATBHOTO GesKa).

Jl7151 HeKOTOPBIX 3a60eBaHIi M3BECTHBI OIpeZielIeHHbIe Koppe-
JISIMA MeXZy YPOBHEM 3KCKPETHUPYeMbIX MeTabOTUTOB U KJIMHU-
veckuM peHotunoM. Hanpumep, pu MeTHIMaTOHOBOM alUAypuH,
CBSI3AHHOW ¢ MyTauusMmu B reHe MUT, KOHILEHTpaLis MeTHIMa-
JIOHOBOI KHCJIOTBI B MOYe, KaK IPaBWUJIO, CYIECTBEHHO MOBBI-
meHa U cocrasisger 1000-10 000 MM/MkpeaTuHuHa (HOpMa 0
2 MM/MKpeaTuH1HA), a TIPY HAPYIIeHUsX 0OMeHa KobalaMuHa OT
300-1000 MM /MxkpeaTrHuHa (HopMa 10 2 MM/MKpeaTnHNHA).

IIpuMeHeHre MeTOZOB aHAIM3a MeTaboJMTOB He BCerna faeT
BO3MOXHOCTb NOHATb TOYHYIO MOJIEKYJISAPHYIO NPUYKHY G0ne3HH,
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MIOCKOJIbKY MHOTHe 13 3Tux HBO 4pe3BblYaiiHO reHeTU4ecKy rere-
pOTeHHbIe, HO B psiZie CIy4aeB MMEHHO aHaJIu3 MeTaboJIMTOB I03BO-
JIAIET IIPUHATH SKCTPEHHbIE MEPHI 1711 IOMOIIY NALMEHTY yXe I10Cje
IIOJIyYeHUs Pe3yJIbTaTOB 3TUX aHAJIU30B.

2.5. UICCNENI0BAHWE BUOXMMUYECKOTO
GEHOTHUNA HA YPOBHE bENKA

Monasnsitomiee GonmbimacTBo HBO (6omee 80%) o6Gyciosie-
HO MyTalUfIMU B reHax, KOAMPYIOMUX OIpesieJieHHble (epMeHTBI.
B 3aBUCMMOCTH OT THIIA MYTALMOHHOTO HOBpEXZeHUs (epMeHThI
MOTYT COXpaHATb OMNpe/ieJIeHHYI0 OCTAaTOYHYI0 aKTUBHOCTb WU
MPAaKTUYeCKH ee He MMeTb. i HEKOTOpbIX 3aboJeBaHHil OmMU-
caHbl KOppeJsALMU MeXZAy aKTHBHOCTbIO (epMeHTa U KIMHHUYe-
ckuM enorunom. Hanpumep, npu unpantrisHoi dopme Goses-
HU TloMre ocraToyHas aKTHBHOCTb (epMeHTa KUCJIOH MaJsbTa3bl
(a-rmoxo3unasel) cocrannseT MeHee 10% OT HOPMBI, TIPY B3POCIION
¥ TI03/IHel MJIajieH4ecKoii popme 3a60sieBaHUS MOXKET OCTUIATh 110
30% OT HM)XHEH rpaHuUIlbl HOPMBI.

Bribop Guomarepuana I OmpesielieHNs aKTUBHOCTH depMeH-
TOB ¥ KOJMYECTBEHHOIO OIpeZesieHus] APYTMX OeNKOB 3aBHUCHUT
OT YPOBHSI MX SKCIPECCHU B OIpeZelIeHHbIX TKaHSAX, CTAOMIbHO-
CTU TIPY TPAHCIOPTHPOBKE U XpaHEHUHU, CJIO0XHOCTU AUArHOCTUKU
Y MHBAa3MBHOCTM METOZA JUISl MOJy4eHHs HYXHOro Ouomarepu-
ana. Hanpumep, ckpuuunr Ha [AJl BO MHOTMX CTpaHax 6asupy-
eTcs Ha OIpefieJleHUH TOTajabHOH ramakrosel (Tam) ¥ u3MepeHUU
aKTUBHOCTH (epMeHTa ranakto3o-1-¢ocoar ypununrpancpepassl.
DepMeHT COXpaHsIeT CBOK CTabUILHOCTh pu TemrepaType 0—4 °C
OKOJIO CeMH [Hel, IPpM KOMHATHOM TeMIlepaType ero aKTMBHOCTb
Pe3KO CHM)KaeTcs 3a epBble TPU JHS.

OnTUManbHBIM BBIOOPOM ISl ONpeZesIeHUs aKTHMBHOCTH ¢ep-
MEHTOB fIBJISIETCA KYAbTypa KOXHBIX $puOpo61acToB, OOHAKO HOTY-
yeHHe 3TOM KyJAbTYphbl CONPSDKEHO C NpOBeJileHNeM WHBa3UBHBIX
Ipolenyp U JIUTeNbHbIM KyJIbTUBUPOBAHNEM KJIETOK Iepej oIpe-
ZleleHreM aKTUBHOCTU GepMeHTOB.

2.6. METOJIUHECKME NOLAXO0AbI K ONPEAENEHWHD
AKTUBHOCTY ®EPMEHTOB

VIMMyHOXMMHUY€eCKIIe METO/bI UCIIOMb3YIOTCS IpK fedekTtax be-
KOB, He ABJIAOMUXCS GpepMeHTaMH, — HalPUMep, AJIsI OIpe/ieIeH s
GeJKOB-aKTUBATOPOB UM HEKOTOPHIX MEMOPAHOCBSI3aHHBIX OEJIKOB.
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Jlist aHanM3a akTUBHOCTH (EPMEHTOB KCIIONB3YIOT XPOMOIeH-
Hble, (IIyOpOreHHbIe WM COZEpKALie PaJHOaKTHBHYI) METKY
cy6erparsl. COOTBETCTBEHHO, ISt I3MepPeHust aKTUBHOCTH depMeH-
TOB NPHMEHSIOT CreKTpodoToMeTpudeckue, bayopumeTpuiecKie
Y PaJIMOaKTUBHbIE METO/IbI I3MEPEeHMs.

®nyoporenHble cyOCTpaThl HAa OCHOBe 4-MerwiaymbGenudepoHa
SIBJISIFOTCS OYeHb YyBCTBUTEbHBIMHY, U, KaK [I0Ka3aHO B psizie pador,
C UX [OMOLIbI0 BO3MOXXHO OINpelessiTh aKTHMBHOCTh (epMEHTOB
Zaxxe B MHUKDOKOJIMYECTBaX OMOJIOTHYECKOro MaTepuana (MATHAX
BBICYIIEHHO} KpoBK). OOLIMii MPUHLIKI MPHMeHeHus (IyoporeH-
HBIX CyOGCTPATOB COCTOUT B TOM, YTO CyGCTPAT MpeACTaBIisieT cofoit
XMMUYecKoe Mpou3BofHOoe (iyopoxpoma, HecrnocoGHoe K ¢iyo-
PECLIeHINA B MCXOJHOM COCTOSIHHY, HO IIO[l [eHCTBHEM MOJIEKYJI
COOTBETCTBYIOLINX GePMEHTOB CYyGCTPAT KaTAIUTUYECKU PACILeIisi-
ercsi ¢ ocBoOOXeHneM $yopoxpoma, (GJyopecieHIn0 KOTOPOro
MOXHO M3MepuTh. VMeeTcst [OCTATOYHO MHOTO (JIyOpOreHHbIX
CyOCTpaTOB [JIsi MCC/IOBAaHUS Pa3NMYHbIX (EPMEHTOB: 3CTepas
pasHoii crenUYHOCTH, TepoKcuaas, nentuzas, ocdaras, cynb-
¢aras, numnas u ap.

CnektpodoToMeTprdIecKne MeTOAbl MO03BOJISIOT H3MEpPSTh
THOrJIOMeHre NPOAYKTOB hepMEHTATUBHOM peaKLuy, MOTyUeHHBIX
TI0CJIe BHECEHUSI XPOMOTeHHbIX cy6cTpaToB. [ MHOTUX depMeH-
TOB (HAIpUMep, JeruApPoreHas) 06pPasyoIIrecs MPOAYKThI PeaKLiu
camu aBnsA0TcA xpoMorenusivu (HAZT*H, ®AJT*H).

Paji0aKTUBHO MedYeHHbIe CyOCTPAaThl MPUMEHSIIOTCS B AMArHo-
CTUKe OpraHWYecKuX auuAypuil, nedeKTOB MHUTOXOH[PHAIBLHOIO
[B-oKucyeHus, Ipy HapylleHUsIX MeTabonu3ma yrnesoznos, JIBH.

OnHMM W3 COBPEMEHHBIX METO/I0B OIpefesieHHsl aKTHBHOCTH
(bepMeHTOB sB/ISIeTCS IPYMEHEHEe TeXHOJIOTUH TaHIeMHOU macc-
CIIEKTPOMETPUH. B TsATHE BBICYIIEHHOM KPOBH, YTO COCTABJIsIET
MeHee 5 MKJI L[eJIbHOU KPOBH, C IPUMeHeHKeM 3TOM BEICOKOYYBCTBHU-
TeJIbHOM TeXHOJIOTHH BO3MOXHO OIPeeNTh aKTUBHOCTh JIN30COM-
HbIX pepMeHTOB. IIPHHINI MeTOAA B JAHHOM CJIy4ae 3aKJII04YaeTcs
B CJIeAyIOLieM: K IATHAM KPOBU LOOABISIOT CyOCTpaThl, GIM3KHe 10
CBOEMY CTPOEHHIO K HATYPAJIbHBIM, U [10CJI€ MHKYOALUY OIIPefeIsoT
Ha TaHIEMHOM MacC-CIIeKTPOMETPe KOJMNYeCcTBO 06pa30oBaBLIErocs
npozykra. Eciu akTMBHOCTH (pepMeHTa CHUDKEHA, KOHLIEHTPALHst
HpoAyKTa peakuuu 6yzer Hu3Koi. K mpobam Takxe 106aBIsOT BHY-
TPEHHHUIA CTAHZAPT, YTO IO3BOJISIET TOYHO PACCYNUTATH AKTUBHOCT
dbepmenTa. Ve OCTYIHBI HAGOPHI AMs OLpesiesIeHUs aKTUBHOCTH
(bepMeHTOB JTIM30COM TIPH INECTH HacJeJCTBEHHbIX 3a00JIeBaHMSIX
(6onezuu Iowmme, Tome, ®abpu, Kpab6e, Humanna-Iluka A/B,
MIIC I), u B G/mKaifiine rofbl 3TH TeCT-CUCTeMbI GYayT BKIFOYATh
6osnee 10 pasnuyHbIX 3a00IEBaHUIA.
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JlabopaTopHas AMarHOCTHKA Ha OCHOBAaHUH OIIpefieIeHHsT aKTUB-
HOoCTH (epMeHTa MOXXeT OBbITb 3aTpyAHEHA B CUJY Pa3HbIX HpU-
4ypH. OZHa U3 HUX — HaJM4¥le TaK Ha3blBaeMBIX aJUIesiell <IIceB-
ZOHEZI0CTaTOYHOCTH», KOTOpble ABJAIOTCA NMOIUMOpGU3MaMy, HO
HPUBOAAT K U3MEHEHHUSIM CTPYKTYpbl (pepMeHTa U He TO3BOJISIOT
GeJIKy afileKBaTHO pACHIelUIsTh MCKYCCTBEHHBINA cyGCTpar in vitro,
TIPY 3TOM C eCTeCTBEeHHBIM CyOCTPaToOM JaHHBI hepMeHT He MoKa-
3bIBA€T CHIKEHMSI aKTUBHOCTH. DTO siBjeHHe Haubosiee XOPOIIO
usydeHo npu JIBH. ®@eHoMeH <«ICeBAOHeAOCTaTOYHOCTU» OMMCAH
ans apuicyibgarassl A (MeTaxpoMaTtHdeckas Jefkoaucrpodus),
B-ranakTo3uzassl (GM1-raHrMo3us03), a-UAYPOHKA3b! (MYKOIO-
ncaxapuznos, tum 1), a-ranakto3uzaassl (6one3us dabpu), rasak-
Torepebpo3uaasel (6one3nb Kpab6e). DTu 3a60meBaHuUs JOBOIBHO
penKue, U ajyey <IICeBJOHENOCTATOYHOCTH»> TaKXKe BCTPEYaroTCs
OTHOCHUTENBHO PelKO B IONYJIALWY, 3a UCKJIIOYeHeM apuicybda-
ta3sl A (10-15%). IToatomy noaTBepxpatomas JTHK-auaraocTruka
MeTaxpoMaTH4YecKo! JIeHKOAUCTPOGUN CTPOTO PeKOMeH/yeTcsi BO
BCEX CJIy4asiX CHIXKeHUsl aKTUBHOCTH (pepMeHTa.

Kpome Toro, Ha pe3ynbraThl aHajiuM3a MOXXET BIMATb HPUCYT-
cTBME M30(pepMeHTOB. IIpaKTHYecKd Kaxkzas KJeTKa COJIePKUT
cBOI Habop ¢depMeHTOB, MOITOMY MX paclpenesieHHe B TKAHAX
3HAYUTEJILHO BapbupyeT. MHOrKe pepMeHThI [IPe/iCTABIIEHbI B TKa-
HAX pas3nuyHbIMU Qpopmamu (u30depmeHTamu). B GosblIMHCTBE
Cly4aeB 3TO CBf3aHO C HaJW4YMeM pPa3lIUYHBIX MOJMIENTUIHBIX
cyObeaMHuUII, KOTOPbIE, COeNHSSACh, GOPMUPYIOT pa3Hbie n30dep-
MeHTbL. PacnpezienieHre 3TUX U30(ePMEHTOB MOXET BapbHPOBATh
OT TKaHU K TKaHW. [IprMepamMu MOTYT CIyXHUTb (pepPMEHTHI LMKJIa
MOYeBHHbI 1 MeTab0JM3Ma GPYKTO3bL, KOTOPHIE COAEPIKATCS TOIBKO
B medeHd. [l Kaxkmaod (pepMeHTaTHBHOU peakiuy HeoOXOIUMBbI
ompenesenHsie yeaoBust: pH u cocraB 6ydepHoit cmecu, crerudu-
"eckuit cybeTpar/cyGeTpaThl, HaMMYKe aKTUBATOPOB U KODAKTOPOB,
TeMIIepaTypHbI peXXuM U T.J. Jlisi nojaBjieHus] aKTUBHOCTH U30-
(bepMeHTOB [OJDKHBI TPUMEHATHCS CleljiajbHble WHIUOUTOPBL
Hanpumep, B IefIKOLUTaX KPOBU, KPOMe KHUCJION MaJIbTa3bl, IPUCYT-
CTBYIOT ApyrHe Majbra3bl (HeTpanbHas) CO CXOHOM cy6CTpaTHON
cnenuUYHOCTBIO, YTO 3aTPYAHSAET JUArHOCTUKY Gosesnu [Tomme,
KOTOpasi CBsA3aHA C HEAOCTATOYHOCTBIO 3TOr0 (pepMeHTa.

Boobiiie, monHOe OTCyTCTBHE aKTHBHOCTU depMenTa (MeHee 10%
OT HOPMBI), KaK IIPaBUJIO, ABJIAETCA IOATBEPKIEHUEM OIpesiesIeH-
HOrO AMarHo3a, a HOpMaJbHas aKTHBHOCTb (epMeHTa ZaeT BO3-
MOXHOCTb UCKJIIOUUTE 3aboseBanue. OfHAKO He cliefiyeT 3a0bIBaTh,
9TO CYLIECTBYIOT OYeHb pelKve BapHaHThI 6oJsie3Hel, CBA3aHHbIE C
nedexramMu GeNKOB-aKTUBATOPOB, SIBJIEHUE <IICEBAOHEIOCTATOY-
HOCTH» MOXXET MPHMBECTH K JIOKHOIIOJNIOXKUTEIbHBIM Pe3yJIbTaTaM.
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ITo3TOMy OLleHKa pe3yJbTaTOB AUArHOCTUKYU IOJDKHA TPOBOAUTHCS
COBMECTHO C BpauaMu, YTOOBI CHU3UTD YKCJIO BO3MOXKHBIX OIIHOOK.

IMonumaHne GHOXMMHUYECKMX TPUYUH 3a00JIeBAHUS TO3BOJISIET
MIPaBUJIbHO IJIAHUPOBATh He TOJBbKO CTpaTeruio JaabHeiilei aua-
THOCTHKH, HO U TaKTUKY JieueHHs1 60JIBHOTO.

2.1. 3AKNKOYEHVE

B obmem Buzie TakTUKA MpoBeeHus AuarHoctukn HBO B Kax-
JIOM KOHKPETHOM CJIydae [0JDKHA MJIaHUPOBAThCS COBMECTHO C Bpa-
4OM-GHOXUMUKOM U BPAUYOM-TeHETHKOM.

YHMBepcaJbHOTO ajiroputMa jabopatopHoit auarHoctukun HBO
He cymecTByeT. MoxeT ObITh NpeAJIOoXKeHa ONTHMajbHasd TAaKTHKa
aHanM3a GMOXMMIYECKUX, a 3aTeM M MOJIEKYJIAPHO-TeHeTUIeCKUX
MapKepoB /71 YCTAHOBJIEHUSA IMarHO3a, [IepeX0Z OT IPOCTBIX TeCTOB
K D0JIee CIOXKHBIM, OT aHAJIN3a Ha IPYIIb! 3a60JIeBaHUI K crieludu-
YeCKUM TecTaM JJisl OTAeNbHOM 6ose3Hu. Ho B 60BIIMHCTBE CTyYa-
eB 1labopaTopHast IMarHOCTUKA — 3TO [JIMTEIbHbINA U KPOMOT/IUBBIH
TPYA KaK COTPYAHUKOB 1aGOpaTOpUH, TaK i Bpadeil. Be3 nx TecHoro
B3aMMO/ICHCTBUSA U B3aMMOIIOHUMaHusA MHorue cnydau HBO Tak u
OCTauCh Obl Hepa3ralaHHbIMH.
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