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Mockoscknin HIV negnatpun n AeTckKom xmpyprumv

PaccmoTpeHbI coBpeMeHHbIE ACTIEKThI 3THOJIOTHH, KJIACCH(UKAIMM U THATHOCTHKM HACJIEACTBEHHBIX 00JIe3Hel 00MeHa aMHHOKH-
caot. Onucan mian qugdepeHImManbHOM ANATHOCTUKH M IeJIeHANPABIEHHOTO JIAG0PATOPHOTO MCCJIEIOBAHKS, B TOM YHCJIe TAKUMHA
BbICOKOTEXHOJIOTHYHBIMH METOJAMM, KaK JKHIKOCTHAs TAHAEMHAS XPOMAaTO-MACC-CIIEKTPOMETpPHUSA M ra3oBasi xpomarorpadwusi-

MACC-CIIEKTPOMETPHS.

Knrouesvie crosa: 6one3nu obmena amMuHoxKucaom, ﬂa60pam0pnaﬂ 6uaeﬂ0cmuka, HCUOKOCHASA Xpomamo-macc-cnekmpomempus, ea3o-

8as1 Xpomamoepaghus Macc-cneKmpomempus.

The paper considers the current aspects of the etiology, classification, and diagnosis of inherited amino acid metabolic diseases. It
describes a plan of their differential diagnosis and goal-oriented laboratory study, including high-technology techniques, such as
liquid chromatography-tandem mass spectrometry and gas chromatography-mass spectrometry.

Key words: inherited amino acid metabolic diseases, laboratory diagnosis, liquid chromatography-mass spectrometry, gas chromatogra-

phy-mass spectrometry.

HaCJ'[CI[CTBCHHBIC HapyllleHUsT oOMeHa aMMHOKMCJIOT
COCTABJITIOT TPYITY TIATOJIOTUYECKUX COCTOSTHMIA,
B OCHOBE KOTOPBIX JIeKaT TeHeTHUECKY IeTepPMUHIPOBAH-
Hble JaedheKThl MeTadoIM3Ma aMUHOKUCIIOT, COAEPXKAIMX
KapOOKCWJIBHYIO TPYITITY OPTAHUIECKIX COSIMHEHU, B MO-
JIEKyJIaX KOTOPBIX ONWH WM HECKOJIPKO aTOMOB BOIOpO/Ia
3aMelleHbl aMuHorpymnmnoi. IlepBoe 13 mogoOHbIX 3a00se-
BaHUI — aJIKaNITOHYPHSI — U3BECTHO YK€ B TCUCHUE TIOUTH
500 net. B cepenune XIX Beka ObUIO MAEHTU(MOULIMPOBAHO
BEIIIECTBO, SKCKPETUPYEMOE C MOYOI 3TUX MallMeHTOB, —
TOMOTCHTU3MHOBAST KUCJIOTA.

Pesynbratel o0cienoBaHus OOJbHBIX, CTPAIAMOIINX aJl-
KaIlToOHYpYeil 1 HEKOTOPBIMU JAPYTUMU METa00JIMIeCKUMU
3a00J1€BaHUSIMU, TTO3BOJIWIIM B Hayasie XX Beka chopMyJiv-
pOBaTh KOHIICTIIINIO ITaTOTeHe3a 60JIe3Hel 0OMeHa BEIIleCTB
(Garrod A., 1902). CoracHO JaHHOI KOHLIETILIUU, 00Je3-
HU 3TO TpymIbl oTHocATCSl K hepmeHTonatusiM. Jdedekr

© KonnekTtns aBTopos, 2011
Ros Vestn Perinatol Pediat 2011; 4:20-30

Anpec nnst Koppecnonnennun: Hukonaesa Exarepina AnekcaHIpoBHa — I.M.H.,
IJLH.C. OTZE/NAa BPOXKIEHHBIX M HAC/IENCTBEHHBIX 3a00JIeBaHUIl C MOpPAXEHUEM
LIEHTPJIBbHOI HEPBHOIA crcTeMBbl 1 HapylieHueM rncuxuku MHUW neamatpun
TIETCKOM XUPYpPrum

Mamenos Mibrap CanexoBud — K.M.H., 3aB. Jjaboparopueit GenepanibHOro eH-
Tpa HEOHATAJIbHOTO CKPMHUHIA M HAC/IEACTBEHHBIX MATOJIOTUil eTeil Toro xe
MHCTUTYTa

3onkuna Mpuna BsiuecnaBoBHa — K.0.H., CT.H.C. HAYYHO-HMCC/IEN0BATEILCKO JIa-
60paTopuu OOLIEi ATOJIOIUK TOIO Xe HHCTUTYTa

125412 Mocksa, yi. Tanmomckas, 1. 2

dbepmeHTa, yIacTBYIOIIETO B META0OIM3ME OPTaHUIECKOTO
coemuHeHUsS (cyOcTpara), TIPUBOAUT K METaOOMIECKOMY
OJIOKY, BCJICIICTBYE Yero B KJIETKax IMPOMCXOOUT HAKOILIe-
HHe cyOCcTpaTa MpH IehUITe BEIeCTB, KOTOPhIe B HOpMeE
00pasyIoTcs B pe3ysIbTaTe IeHCTBUS TaHHOTO (hepMeHTa.

OcHOBHbIE CBeZIeHUS O HACJIENCTBEHHbIX 00JIe3HIX 00MeHa
AMHHOKHCJIOT

Yacrora. OOGI11ast pacrpocTpaHEHHOCTh 0oJIe3Hel 00-
MeHa aMUHOKHCIIOT He yTouHeHa. [1o HeKOTOphIM TaHHBIM,
oHa coctasJyisieT 1:3000—1:5000 HOBOPOXKIEHHBIX.

Knaccudukamms. AMuHoauuaonaTum Kiaccu@uuupo-
BaHBI B COOTBETCTBUM C aMIHOKUCIIOTaMU, HedeKT obme-
Ha KOTOPBIX JIEKUT B OCHOBe 3abosieBaHus [1, 2]. B cBs3u
C TeM, YTO OOMEH aMIHOKHCIIOT MOXKET HapyIIaThCsl BCIIC-
CTBYE HACJIENICTBEHHOTO Ae(UIIMTA HECKOJBKUX (hepMEeH-
TOB, YYACTBYIOIIMX Ha pa3HBIX CTYIEHSIX MeTaboIM3Ma,
BBIIEJISIIOT THITHI 3a00JIeBaHUM, HampuMep, TUPO3UMHEMUS
1—3-ro tuna. HeobxoaumMo NOAYEPKHYTh, YTO B TAKMX
CITyJasiX peyb WIET O CAMOCTOSITEITBHBIX HO30JIOTMIECKIX
dopmax. [TprBOIMM OCHOBHBIC TPYITITHI HACTENCTBEHHBIX
aMUHOAITUIOTIATHIA:

+  0oJIe3HM OOMEeHa apOMAaTUIECKIX AMUHOKHCIIOT;

*  0osne3Hu oOMeHa aMUHOKMCIOT, Y4YacTBYIOIIMX

B IIMKJIC CHHTE3a MOYCBUHHI;
+  0OoJle3HM OOMEHa cepocomepXalluX aMUHOKH-
CJIOT;
. 0oJie3HU 0OMeHa T’MCTUIMHA, TJIMLIMHA U JIM3UHA;
*  nmedeKThl TPAaHCITOPTa AMHUHOKHCIIOT.
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B tabs. 1 nmpencrapiaeHsl Ho3od0rMYecKue OpMbl Ma- U KIltoueBoro dbepmeHTa (6eska), nedeKT KOTOPOTro JIEKUT
TOJIOTUM C YKa3aHMEM XPOMOCOMHOW JIOKalIM3alluu TeHa B OCHOBE 0OJIE3HMU.

Tabauya 1. Knaccudukamus ¥ 0CHOBHbIE CBEIEHHS 0 HO30JJ0THIECKHX (DOPMAX HACIEICTBEHHBIX AMUHOAIMIONATHIA

Ho3sonornueckas opma Ne mo OMIM! Jlokanuzarus JedexTHbIl GenoK
reHa

Boue3nn oomena apoOMaTH4YE€CKHUX AMUHOKHCJIOT

DenunkeToHypHsi, 00yCIOBICHHAS IEII- 261600 12q24.1 denunanaHUHIMAPOKCHIIA3a
UTOM (heHUTATAaHUHTUAPOKCHIIA3bI

DenmtkeToHypus (TutepheHIaTaHnHe -
MMST) KopaKTOpHas:

™M A 261640 11g22.3-g23.3 6-ITMPYBOMIITETPATMAPOIITEPUHCUHTA3A
Iyano3uHTpudochaTuukioruaposasza

tun B 233910 14g22.1-q22.2 JvruaponrepuanHpenyKrasa

tum C 261630 4p15.31
AJNKanToHypus 203500 3g21-923 TomoreHTHM3MHOKCHIa3a
TuposuHemus

1-To Tuma 276700 15g23-g25 dymaputaineroalerasa

2-T0 THIIA 276600 16g22.1-g22.3 Tupo3uHaMUHOTpaHChepas3a

3-ro Tuma 276710 12g24-qter 4-ruapokcueHUIMUPYBaTIMOKCUTeHA3a
XaBKUHCUHYPUS 140350 12g24-qter 4-tuapokcueHUIMMPYBaTIMOKCUTeHA3a

Boue3nn oomena AMHUHOKHCJIOT, YYACTBYIOIIUX B IIUKJI€ CHHTE3A MOYEBHUHbI

ITunepamMoHuemus ¢ aeuimToMm 237310 17g21.31 N-anleTuarayraMaTCMHTeTa3a
N-areTmiryTaMaTCUHTETa3bl

TunepamMmmonuemus ¢ aeuIuTOM 237300 2935 Kapb6amoundocdarcunreTaza
KapbamowidocharcuHTETa3bl

[mepamMmmoHmnemus ¢ qeuuuTOM 311250 Xp21.1 OpnHuTtnHKap6amounTpaHchepasa
OpHUTHMHKapOamMouaTpaHcdepasbl

HutpynnuHemus 9q34 ApPruHUHCYKIIMHATCUHTETa3a
ApPTUHUHSIHTapHAs! alluIeMUsT 207900 7cen-ql1.2 ApPruHUHCYKLIIMHATINA3a
ApPruHUHEMMUS 207800 6923 ApruHaza

CUHIPOM TMTIEPOPHUTHHEMUH, 238970 13q14 OpHUTHHTpPAHCIOKAa3a

TUIEPAMMOHUEMUH, TOMOLIUTPY/ITMHY DU

TunepopHUTHHEMUSI C TOIBYATOM aTpodueit 258870 10926 OpHUTHH-0-aMUHOTpaHchepasa
COCYIMCTOI1 000JIOUKH 1 CETYATKY TJ1a3a

Boue3nn oomena cepocoaepxKalux AMUHOKHUCIOT

TomorucTuHypusi, 00yca0BIEHHAS 236200 21q22.3 B-LlucTatmoHUHCWHTa3a
neUIUTOM B-IIMCTATUOHUHCUHTA3BI
TomommmcTuHypusi, 00ycIoBIeHHAsS Aepr- 236250 1p36.3 N(5,10)-meTuneHTeTparuapodoIaTpe-
uutoM N(5,10)-meTuneHTeTparuapodo- JyKTa3a
JIaTpeTyKTa3bl
TomornucTuHypust, 00ycIOBIEeHHAsI HApy- Benku, yyacTBytonime B 0OMEeHe aeHO-
LIEHUSIMU MeTaboIM3Ma KoOajlaM1Ha: 3WJIKOOaIaMrHa, METUIIKOOaIaMrUHa
cblC 277400 1p34.1
cblD, cblH 277410 2923.2
cblF 277380 6q13
cblG 250940 1g43
cblE 236270 Spl5.3-p15.2 MeTHOHMHCHHTA3a peayKTa3a
TunepmeTnoHMHEMUST, OOYCIOBICHHAS 250850 10g22 MeTtuoHuHaaeHO3WITpaHC(epasa
neOUIIUITOM METHOHUHAAEHO3MITPAHC-
depasbl
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Tabauya 1. Knaccudukanys u 0CHOBHbIE CBEJIEHHS 0 HO30JJ0THYECKHX (DOPMAX HAC/IEICTBEHHBIX AMHHOALMIONATHIA (TIPOIOJIKEHNE)

Ho3zonornueckas opma Ne mo OMIM! Jlokanu3zanus HedexTHbIit 6e10K
T€Ha
TunepmeTnoHrHEMMS, 00YCIOBIEHHAS 180960 20cen-ql3.1 S-aneHO3WIrOMOIIMCTEMHTUAPOIa3a
neUIUTOM S-a1eHO3MITOMOIIMCTEMHT U~
JpoJia3
TnepMeTOHMHEMUST, 0OYCIOBICHHAS 1€~ 606664 6pl2 Imnuma N-metuntpaHchepasa
duimToM MMH N-MeTunTpaHchepasbl
LlucraTnoHuHypust 219500 1p31.1 y-Llucratnonasa
BoJe3nn 00MeHa rucTHAMHA, DIMIUHA W JJM3UHA
TuctTunruHemus 235800 12922-q23 [uctupasza
HexkeTtoTtnyeckas runepriMimHEMUS 605899 MynbTudepMeHTHas cucTeMa:
(TMIHOBAST SHIIEDamoTaTHsI) 9pll P-niporenH (tmmmmH — nexapbokcmiiaza),
16q24 H-nporeuHn,
7q31-q32 L-nipoTenH (JiunmoaMuaeruaporeHasa),
3p21.2-p21.1 T-nipotewH (aMuHOMETHIITPaHChEPA3a)
TunepmznHeMust 238700 7q931.3 CeMUanbIeru CUHTa3a aMUHOATUITIHO-
BOM KMCJIOThI — JIM3UHKETOTTyTapaTpe-
ITyKTa3a U caxapolMHAETHIpOreHas3a
JedeKTbl TPAHCIOPTA AMUHOKHUCJIOT
JIuzuHypryeckass HeepeHOCUMOCTh 222700 14q11.2 benox SLC7A7, orBevaroiuit 3a MeMOpaH-
oenka HBIii TPAHCIIOPT IBYXOCHOBHBIX aMUHOKH -
CJIOT — JIM3UHA, ApTUHUHA U OPHUTHUHA
Bonesnp XaptHyna 234500 5p15.33 Benok, oTBeyaroimii 3a MeMOpaHHBII
TPAHCIIOPT HEUTPAIbHBIX A-aMUHOKHUCIIOT
1 MOHOKapOOHOBBIX KHCIIOT
[MnpokcuKuHypeHUHYpUSs 236800 He ycranosneHna Kunypenunaza

Ipumeuanue. ' On line Mendelian Inheritance in Man.

Tun nacnenoBanusa. I[lomapnsioiiee OOJBIIMHCTBO
HO30JIOTUYECKUX (hOPM aMUHOAIMIOTIATAM HACIIETyeTCS
ayTOCOMHO-PEIECCUBHO. DTO O3HayaeT, 4To 3aboJieBa-
HUIO MOABEPXEHBI Jiulia oboero nosia. Ponurenu 6osb-
HBIX JIeTel 3I0pOBBI, HO SABISIOTCS TE€TEPO3UTOTHBIMU
HOCHUTEJISIMM MyTaHTHOTO TeHa. MOTyT UMeTh MECTO yKa-
3aHUS Ha POJICTBO PONMUTEIIEH, IIPOUCXOXKICHUE UX U3 OJI-
HOI MECTHOCTH. B pOomOCIOBHBIX GOJIBHBIX BCTPEYAIOTCS
CJTydal CXOIHOUW TIAaTOJIOTWM WJIM paHHEW CMEpPTH OT He-
SICHBIX IPUYMH y OpaTheB M cecTep pobaHa.

Turepammonuemusi, oOycioBlIeHHas! AeUIIMTOM OpPHU-
TUHKapOamorTpaHcdepasbl ((hepMeHT LIMKIIa CHHTE3a MOYe-
BUHBI), TIepeaaeTcst 1o X-CIeTICHHOMY JJOMUHAHTHOMY THITY.
ITpr 3TOM MaTBYMKKM U AEBOYKU OOJEIOT TMPUOIU3UTETHLHO
OIMHAKOBO YacTto. OMHAKO TATOJIOTHS Y MaJTBYMKOB TIPOTe-
KaeT ropasio TsDKeslee M OOBIYHO BENET K JIETATHBHOMY UCXOIY
B paHHEM BO3pacTe. Y JIMII 3KeHCKOTO T10j1a 3a00JIeBaH1E FIMe-
eT boJiee Jierkoe TedeHre. Hepenko KimmHIIecKast CUMITToMa-
THKA Y IIPU3HAKY OOMEHHBIX HApYITIEHWIA TIOSIBJISTIOTCS JTUTITb
TTONT BIISTHAEM HEOJIarONpHSTHBIX BO3NECUCTBUI WIJTH CIICIH-
aJIbHBIX ITPOBOKALIMOHHBIX TECTOB (Harpy3ka 0ejIkoMm).

XaBKUHCUHYpHUS HaCIeayeTCsl ayTOCOMHO-JIOMMWHAH-
THO, T. €. MOXET B POJOCIIOBHBIX BCTPEYaThCsl B BUIE CITO-
pamuIecKUX CITydaeB WM TIepeIaBaThCs OT OJHOTO U3 PO-
nureneil. bonerot 1uia oboero nosa.

IIaTorene3. B naToreHe3e aMMHOALIMIONATUIT OCHOB-
HYIO POJib UTPAIOT OMOXMMUYECKHE HAPYILIEHUSI, Pa3BU-
BaloIIMECs] BCIEACTBUE AehULIMTA KIIOYEBOTO (pepMeHTa
(cM. Tabsa. 1), — HaKOIJIECHUE B OMOJOTMUYECKUX XKUIKO-
CTSIX W TKAHSIX TOM WJIW WHOW aMWHOKWCIIOTHI U ee Je-
pMBaTOB, 4YTO JaeT HebmaronpusTHbI 3¢ dekT. Ocobyo
MOATPYIITY COCTABJSIOT 3a00JeBaHMs, OOYCIOBJIEHHBIE
nedekraMu TpaHCIOpPTa aMMHOKUCIOT B KUILIEYHUKE
U TI0YKax, B pe3yJibTaTe 4ero pa3BUBAETCS HEAOCTaTOU-
HOCTb aMUHOKHCJIOT.

Beinesstiior cienyioliye 3BeHbs aToreHe3a 0osie3Hel
oOMeHa aMUHOKUCTIOT [3—6]:

— TIpsIMOE TOKCUYECKOE IeCTBUE HaKaIJIMBAIOIINX-
Csl aMUHOKUCIIOT (1pu psiie GopM, 0COOEHHO MPU FOMO-
LIMCTUHYPUN);

— HapyluleHUe HOPMaJIbHOTO OajlaHca aMUHOKUCIOT
B TKAHSIX, HEJAOCTAaTOYHOCTb MEMOPaHHOIO TPaHCIOP-
Ta JIPYrux aMUHOKUCIOT (OCOOEHHO C Pa3BETBJIEHHOM
YIJIEPOJIHOM LieTbl0 — JIeHlIMHA, U30JIeHIIMHA, BaJIMHA)
B KJIETKU TOJIOBHOTO MO3ra (Mpu (heHUIKETOHYPUN);

— nedUIMT THPO3WHA M MOHOAMUHOBBIX HelpoMe-
IUATOPOB KAaTEXOJAMUHOBOIO U CEPOTOHWHOBOIO psina
(Tpu beHUIIKETOHYPUN);

— neduumt donaton (npu KohakTOPHOU heHUIKe-
TOHYPUM);
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— aeduLmT apruHuHa (Mpy LIUTPYJUTMHEMUU 1-TO THTA,
AprUHUHSHTAPHON alluieMun);

— HaKOIJIeHUE TOKCUYHBIX META00IUTOB — (hyMapu-
JlalieToalierara, Majienialieroalerara, CyKIiIMHUWIalleToHa,
CyKLMHWJIaLeToaleTara (Mpy TMHPO3MHEMUU 1-ro Ttuna),
TOMOTE€HTU3UHOBOW KUCJIOTHI (ITPU AJIKAIITOHYPUH);

— HapyuleHue YTWIM3aluu aMMUaKka U o0pa3oBaHusI
MOYEBUHBI, TOKCUUYECKOE JEHCTBME aMMMaKa Ha TKaHU
rOJIOBHOTO MO3Ta U BHYTPEHHUX OPraHoB (Mpu aAedekTax
(epMeHTOB, yJaCTBYIOLIMX B LIMKJIE CUHTE3a MOYEBUHbI);

— BTOpPUYHOE WHTUMOMpoOBaHuE psifa (HEPMEHTOB —
MopHOOUIMHOTEeHCUHTAa3bl, METHMOHWUHAIEHO3UITPAH-
cepassbl, neruaparasbl A-aMUHOJIEBYJIMHOBOI KUCIOThI
(1Ipy TUPO3UHEMUU 1-rO TUIMA), IH3UMOB TJIOKOHEOTe-
He3a (pu AedekTax 1MKIa CUHTe3a MOYEBUHbBI, TUPO3U-
Hemuu 1-ro Tumna);

— UHrMOMpoBaHWE CUHATICOB LIEHTPAIbHOI HEPBHO
CUCTEMBbI, PELIENTOPOB MO3rOBOI TKaHU (ITPU HEKETOTU-
YECKOU rMnepriuuuHEMUN);

— neuuMT psina aMUHOKUCIOT B pe3yjbTaTe Hapy-
LIEHMST UX BCACBIBAHUS B XEJNYIOYHO-KUILIEYHOM TPaKTe
1 peabcopOLMK B Moukax (Mpu JIM3UHYPUUECKON Here-
peHocuMocTu Oesika, 6ose3Hu XapTHyIa, TMAPOKCUKU-
HYPEHUHYPUH).

Kmunuueckas xkapruna. Cpeau aMUHOAUMJIONATHIA
MOXHO BBIIEJIUTh 3a00JIeBaHMSI, XapaKTEepPU3YIOLIMECs
YMEPEHHO MPOrpecCUpyIoliuM TeuyeHueM ((eHunkeTo-
HypUsl, TUCTUIUHEMMUSI, TUMIEPIAUZUHEMMUSI, TUPOZUHEMUSI
2-ro TUMNA, aIKaNTOHYPUS U p.), U 3a00JeBaHUs C MPU-
CTYNOOOPa3HbIM TEUEHUEM, ObICTPBIM YXYAILLIEHUEM O011Ie-
IO COCTOSIHUSI M BBICOKOH JIETAJIbHOCTBIO (TUPO3UMHEMMUSI
1-ro Tuma, HeKeTOTUYECKasl TUIMEePIIMIIMHEMUS, nedeK-
ThI LIMKJIA CUHTE3a MOYEBUHBI U Ap.). OCHOBHbIE KJIUHU-
yecKue MpOosIBJIEHUsI 3a00JeBaHUN — 3ajepxkKa MCUXO-
MOTOPHOTO Pa3BUTUSI NIeTeil, OoTcTaBaHUe (HU3NUYECKOTO
pPa3BUTHUSI, CYIOPOTM, HapylleHUE MBIIIEYHOTO TOHYCA,
aTakcusi, yBeJIMYeHUE TIeYeHU, IEPMATHUT, MTOpakKeHUe op-
raHa 3peHus. OCOOEHHO TSKEJIO MPOTEKAIOT HEOHATATBHO
MaHudecTupytoure ¢hopmbl natojaoruu [7]. JletaabHOCTD,
[JIJAaBHBIM 00pa3oM, 00YyCJIOBJIEHA Pa3BUBAIOIIIMMUCST KPU-
3aMU TUIepaMMOHUEMUN (IeeKThI IUKJIa CUHTE3a MOYe-
BUHBI), MOpOUPUU (TUPO3UHEMUS 1-TO TUMA), TSXKETbIM
yreHereHnemM IHHC (HekeToTnueckasi TUIIEPIIULIMHE-
MU$I), TEYEHOYHOW HEIOCTATOYHOCTBIO (TUPO3MHEMMUS
1-ro Tumna). baaronpusTHHIM T€YEHUEM XapaKTEPU3YeTCsl
XaBKUHCUHYPUSI, KOTOPAs MPOSIBIISIETCS METAO0IMUECKUM
alMaI030M, Kak MpaBUiio, TOJIbKO B pAHHEM BO3pacTe, Mnpe-
HUMYILECTBEHHO B MEPBbIE MECSILIbI XKU3HHU.

JImarHocTHKa HACJIEACTBEHHBIX 00J1e3Heii 00MeHa aMu-
HOKMCJIOT

JuarHoctuka 0a3upyeTcsl Ha KOMILJIEKCHON OLIeH-
K€ KJIMHUYECKUX U JJAOOPAaTOPHBIX AaHHbIX. Pe3ysbraThl
aHaJli3a POJOCIOBHOM, U3YyYeHUs aHaMHe3a, KIMHUYe-
CKOTro 00cyiefoBaHuUsI pedeHKa ¢ OIpeaeIeHUeEM XapaKTe-
pa TeyeHus1 3a60s1eBaHUSI U OCOOEHHOCTEN KIIMHUYECKUX
MpOSIBJIECHUI N1al0T OCHOBaHWE [JIsl BBIPAaOOTKU TILJIaHA

mudbepeHIMaTbHON TUAarHOCTUKY | IIeJIeHapaBIeH-
Horo JiabopaTopHoro obciemnoBanus [8, 9]. Tak, nmoka-
3aHUSIMU JJIs1 0OCTIeIOBaHUsI IeTel CilyXaT Clelylolne
TIPU3HAKH:

JMaHHBIC TEHEATOTMYECKOTO aHaIN3a:

— HaJIMYUE CXOTHOM ITaTOJIOTUU B CEMBE;

— POJCTBEHHBIN OpaK pOIUTENEN;

aHaMHEeCTUYECKUE TaHHBIC:

— OTCYTCTBUE TSDKEJIBIX OCTIOKHEHUI TeUeHUs Oepe-
MEHHOCTH M POJIOB Y MaTepH;

— MaHudecTalus 3a00eBaHUsI HE cpasy Mocje po-
KIEHUs, a ITOCJIe HEKOTOPOTO «CBETJIOTO» ITPOMEKYTKa
JlaxKe Mpy HeoHaTaIbHOU hopMe O60JIe3HU;

KIMHUYECKUE TaHHBIC:

— PpEeCIUpPaTOpHBIA W HEWPOAUCTPECC-CUHAPOMBI,
noBbIlIeHHass Bo30ynuMocTh uiau yrHeteHue LTHC, ko-
MaTO3HBIE COCTOSTHUS,

— 3amepxXKa IMCUXOMOTOPHOTO W (PM3NIECKOTO pas-
BUTHS,

— CyIOpOTH, HAapYIIIEHUs MBIIIIEYHOTO TOHYCA, aTaK-
CHsI, XOpeoaTeTo3, TPEeMOp U Apyras HeBpoJoTHIecKast
CHUMITTOMATHKa;

— OTKa3 OT eIbl, TOBTOPHAsT PBOTA;

— TIOpaXeHWe BHYTPCHHUX OpPTaHOB (yBeIUMUCHUE
pa3MepoB TeYeHH, KapANOMUOTIaTHs, TYOyIsIpHBIC pac-
CTpOIiCTBA);

— NepMaTUT, JOMKOCTb M CYXOCTb BOJIOC;

— TIOpaXXeHHe TJ1a3 (IMTOABBIBUX XPYCTAIMKOB, Kepa-
TUT, aTPOdUST TUCKOB 3PUTETHHBIX HEPBOB);

— nedopMal TTO3BOHOYHWKA, TPYTHOW KIIETKH,
HIDKHMX KOHEYHOCTEH;

— TICUXWYECKUe HApYIIeHHs (AaHOMaJIX TIOBEICHUS,
arpecCUBHOCTbD, Aerpeccuu, odun).

[1pu BOSHUKHOBEHUN TTOMO3PCHUI Ha HACJIEICTBEH-
HBle aMUHOAITMIONIATHHM Ha3HAYaloT PYTMHHEIC Jlabopa-
TOpHbIe uccaenoBaHus. O Hanuuuu nedexra MeTadoIu3-
Ma aMHHOKUCJIOT MOTYT CBUIETEILCTBOBATH CIICMYIONTIE
HapyiueHus [5]:

— aHeMus, HEUTPOTICHUST, TPOMOOITUTOTICHS;

— MeTaboIMYeCKUil alluI03 UIu aJIKalo3;

— TIOBBIIIICHWE AKTMBHOCTU TpaHCAaMHWHA3, MIeJI0Y-
Hol1 pocdarasbl;

— CHUXXEHHUEe YpOBHSI o0Iiero Oeyika, aJbOyMuHa,
Kanblus, pochopa, IIIIOKO3bl B KPOBU;

— yBEeJWYCHUE TTOYSTHOU IKCKPEIIMY KaIbIns, poc-
topa;

— HapylIeHUe CBEPTHIBACMOCTH KPOBH;

— TIOBBIIIICHUE YPOBHS aMMMaKa B KPOBU;

— KeTOHYpHS.

JIabopaTropHasi IMArHOCTHKA HACJIEICTBEHHBIX 00JIe3-
Heil 00MeHa aMMHOKMCIIOT BKITFOUYAET PsIT TIO3HITUH.

OmnpenelieHHe CONEPKAHNSA AMHHOKHCJIOT B KPOBH
U MOYe CJIY>XXUT MEPBbIM 3TAoM AUArHoctuku [2, 5].
Kak BugHO W3 Tabn. 2, I aMUHOAIMIONATUN Xa-
pakTepeH ITOBBIMIEHHBI YPOBEHb COOTBETCTBYIOIIMX
AMUHOKHUCIOT. B THIWYHBIX CIyJasx KOHIICHTpAIWs
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AMUHOKUCJOT He MeHee 4eM B 2—3 pasa MpeBbllIaeT
BEPXHIOIO TPAHUILy HOPMBbI (Hampumep, npu GeHunke-
TOHYPUM YPOBEHb (DeHUIATaHUHA B KPOBU BblllI€ HOP-
Mbl B 5—10 pa3). [IpuueM uaMeHeHuUs OTIMYAIOTCS CTa-

6I/UTBHOCTBIO, 1 BbICOKAA KOHLCHTpAIHA COXpaHACTCA

IIPU MOBTOPHBIX MCCJICOAOBaHUAX.

JIns mTmarHoCTUKM

TOMOLMCTUHYPUUN OOBIYHO HCITIOJBb3YIOT OIIPCACIICHUC
TOMOLIMCTHUHA B MOYEC.

Tabauya 2. Knaccudukanus ¥ OCHOBHbIE CBEICHHS 0 HO30JJ0THYECKHX (JOPMAX HACIEACTBEHHBIX AMHHOAIMIONATHI

Ho3zonornueckas opma

YDOBCHL AMUWHOKUCJIOT

Jlpyrue HapyIieHUst

B KPOBAU B MOY€
DeHWITKETOHYpYsI, 00yCIIoB-  BBICOKOE comepkaHue heHuU- Bricokas ITpucyrcTBue B Moue (heHWIMUPOBUHOT-
JIeHHas1 1e(OUITITOM (DEHMIT- JIaJlaHWHA, HU3KU YPOBEHD BKCKpEIst pamHoOi, PEeHUIMOIOYHOM, (PEHUITYKCY-
TAHUHTWAPOKCUIIA3bI TUPO3UHA deHmnnana- CHOM KHCJIOT
HWHA
DenunkeToHypus Kodak- To xe To xe To xe; akcKkpelust HeaKTUBHBIX (DOpM a1~
TOpHas TUAPOOMONTepUHA, OMONITepUHA U TIPEI-
IIECTBEHHUKOB T€TParuapoOroNTeprHa;
HU3K0E CoiepKaHNe TOMOBAaHWIMHOBOW 1
5-0KCMMHIOJIYKCYCHOM KUCJIOT B IUKBOPE
AJKanToOHYpHS — — Bricokas aKcKpelnsi TOoMOTeHTU3MHOBOM
KHCJIOTHI
TuposuHemus 1-ro Tuma Bricokoe conepkaHue TUPO3U- Bricokas Bricokas skckpenms 4-ruapokcuceHmI-
Ha, heHWIaJlaHMHA U METHO- 9KCKPELMS MOJIOYHOM, 4-TUIPOKCUDEHUITTUPOBU-
HUHA TAPO3WHA, Pe-  HOTrpamgHOI KUCIOT, N-alleTUATUPO3NHA,
HWIaJlaHWHa, (dymapuiaieroalierara, Majeuialeroare-
METHMOHMHA  TaTa, CyKIIMHWIALETOHA, CyKIIMHUIAIIETO-
arerata M A-aMUHOJIEBYJTMHOBOM KUCIO-
Thl; BHICOKMI YPOBEHb a-(heTOpoTeHA B
KPOBHW; HapyIICHUST KOATy SN
TuposuHemus 2-ro Tumna Bricokoe conepkaHue TUPO3U - Bricokas Bricokast akckpenus 4-rupoKcudeHm-
Ha, MHOTJa (heHMTaJJaHHA BKCKpeIust IMMPOBUHOTPATHON, 4-TUAPOKCU(DEHMIT-
TUPO3MHA, MOJIOYHOM, 4-TUIPOKCU(DEHNITYKCYCHOM,
uHoraa eHu-  GeHWITyKCyCcHOM KUcaoT, N-aleTUJITUpOo-
JIaJTaHWHA 31UHA
TuposzuHemust 3-T0 THUIIA Bricokoe conepkaHue TUPO- Bricokas Bricokas skckpenmst 4-TuapoKcueHI-
31Ha 9KCKpELMs MOJIOYHOM, 4-TUIPOKCUDEHUTTTUPOBY-
TUPO3UHA HOTPaTHOU KUCIOT
XaBKUHCUHYDPUS To xe To xe Mertabonuueckuii aua03, BICOKAs
BKCKpenus 4-ruapoKCcuOeHUIMOIOTHOM,
4-ruapokcueHUIMMPOBUHOIPAIHOM,
4-ruapoKCUMEHUTYKCYCHON KUCIOT U
xXaBKMHCWHA — (2-L-tmcrenH-S-yl-1,4-
dihydroxycyclohex-5-en-1-yl)-ykcycHast
KHCJI0Ta
TunepaMMmoHuemusi ¢ Bbicokoe conepxaHue alaHu- Bricokas Bricokoe conepkaHue aMmmMuaka B KpOBU
nedumrom N -ammeTuin- Ha, TIyTaMUHa BKCKpEIst
TJIyTaMaTCUHTETa3bl aJlaHWHa,
JIyTaMUHAa
TunepamMmmoHuemus ¢ Bricokoe conepxxaHue agaHu- Bricokas »»»»»
JIeuIrTOM KapbaMouI- Ha, NIyTaMWHA 1 JIN3UHA BKCKpeIust
docharcuHTeTa3bl ajlaHuHa,
[JIyTaMUHa 1
JIM3UHA
TunepamMmmoHuemust ¢ To xe To xe Bricokoe comepxaHune aMMuaka B KDOBU 1
neUIMTOM OPHUTUHKAP- OPOTOBOM (YpalIMIKapOOHOBOI) KUCIOTHI
OamounTpaHchepasbl B MOYe
HwurpymmuHeMust Bricokoe comepxaHue 11- Bricokast To xe
TPYJUIMHA, HU3KUIA YPOBEHb BKCKpeIust
apruHUuHa LUTPYJUTMHA
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Tabnuya 2. Knaccudukanys 1 0CHOBHbIE CBEIEHHS 0 HO30J0THYeCKHX (DOPMAX HAC/IEICTBEHHbIX AMHHOAIMIONATHIH (TIPOIOJIKEHNE)

Ho3sonornyeckas opma

YpoBeHb aMUHOKHUCIIOT

Jpyrue HapylIeHUs

B KpOBU B MOoYe

ApPrUHUHSHTapHAS Bricokoe comep:kaHvie Bricokas Bricokoe conep:kaHne aMMuaKa B KPOBU
alIEeMUS apTMHMHSHTAPHON KUCJIOTBI,  OKCKPELUs ap-

LUTPYJUIMHA U TIIyTaMUHa, TMHUHSHTap-

HU3KWI ypOBEHb aprMHUHA HOI1 KHCJTOTHI,

M aCIIaparkiHOBOM KUCIIOTHI LUTPYJUIMHA U

LJIyTaMUHa
ApruHuHeMUs Bricokoe conepkaHue apru- Bricokast ‘VYMepeHHoe yBeanueHre YPOBHSI aMMUaKa
HUHA SKCKPEIst B KPOBH

CuHAPOM TMTIEPOPHUTHH-
€MUU, TUTIEPAMMOHU -
€M1, TOMOLIUTPYJINH-
ypuu

TunepopHuTHHEMUS C
JoJibYaToi arpodueit
COCYAMCTOW 000JI0YKYU U
CeTyaTKU Ijia3a

TomonucTunypus, 06-
YCIIOBJIEHHAST IEDUITUTOM
B-LIMCTATUOHMHCUHTA3BI

TomoumcTunypusi, 06-
YCJIOBJIEHHAsI NeDUILUTOM
N(5,10)-mMeTuneHreTparu-
npodoaaTperyKTa3sl

TomoumcTunypus,
00YyCJIOBJIEHHAsT Hapy-
LIEHUSIMY METab0IM3Ma
KoOamaMuHa

[unepmeTnoHnHeMusi, 00-
yCJIOBJIEHHAs! 1ehULIUTOM
METHOHWHAIEHO3WIITPAHC-
epazbl

TunepmeTnoHMHEMUSI, 00-
yCJIOBJIEHHas Ae(UIIUTOM
S-aneHO3MITOMOITUCTE -
WHTUIPOJIa3

TunepmetToHMHEMMSI, 00-
YCIIOBJIEHHAs 1e(UIUTOM
mIH N-MeTUITpaHC-
bepasbl

LycratTnoHUHYpUs

TucTunmHeMmsa

VYBenmueHue coaepKaHus
OPHUTHHA, a TAKXKe TIyTaMUHa
W aJlaHUHA

Bricokoe COICPKaHNE OPHUTU -
Ha 11py YMEPEHHOM CHMKCHUU
YPOBHJ{ JIM3WHA, TNTyTaMWHA 1
I‘J'IyTaMPIHOBOfI KHCJIOTBI

YBenuueHue conepKaHus
METMOHUHA, CHYDXKCHUE YPOBHSI
LIMCTUHA, HATMYME TOMOIIVCTH -

Ha

Hwu3zkwuit ypoBeHb METHOHWHA,
HaJIn4yrie TOMOLIMCTUHA

To xe

Bricokoe conep:kaHue METHO-
HUHA

Bricokoe conepkaHue METHO-
HWHAa, yMEPEHHOE IMOBBIIICHUE
YPOBHSI TOMOLIUCTHHA

Bricokoe conepkaHue METHO-
HUHA

Bricokoe comepkaHue LucTa-
THOHWHA

Bricokoe COAECPKaHUE TUCTU-
JrHa

apruHvHa, Jnu-
3MHa, OpPHUTU-
Ha, HMCTHUHA,

JIMIMHA
YBenmueHa [NoBrIlIeHNE YpOBHS aMMHUaKa B KPOBH,
9KCKpenust aKTMBHOCTM TpaHCAMMHA3 U IIeJIOYHOM

TOMOITUTPYJI- docdaTassl, HEpeIKO CHUXKEHNE YPOBHS
JIMHA VII u X ¢akTopoB CBEpTHIBAHUS; YBEINYE-
HUE 9KCKPELIMU OPOTOBOM KUCTOTHI
YMepeHHO —
yBeJIMYEHa
SKCKpEUst
apruHUHA 1
JIN3UHA
VYBenuueHa —
SKCKpEIUs
METHOHMHA,
CHIDKEHHE
YPOBHSI
IIMCTUHA,
HaJIMIKe TO-
MOLIMCTHUHA
Huskas —
SKCKpeLust
METHOHWHA,
HaJINYKE TO-
MOLIMCTUHA
To xe Merano6yiacTuyeckass aHeMUsI, TP psiae
G opM MOBBIIIIEHa SKCKPEIUS METHIMA-
JIOHOBOW, (DOPMUMUHOTIYTAMUHOBOM
KHCJIOT
Bricokas 3amnax «KuIsIei KamycThl»
SKCKpeust
METHOHWHA
To xe B kpoBU MOBBIIIEHUE YPOBHS KpeaTUH-
(dochoKMHa3bl, TpaHCAMUHA3, CHUXKEHUE
YPOBHSI aIbOyMMHA, YBEJTUICHUE TTPO-
TPOMOMHOBOIO BPEMEHU
» » B chiBopoTKE KpOBM MOBBIIIIEHA AKTUB-
HOCTb TpaHCaMUHAa3 U YPOBEHb S-a/IeHO-
3WIMETUOHWHA
Bricokas [TpucyrcTBre B KpoBU U Mouye N-aneTu-
SKCKPEIst IMCTaTUOHNHA
IUCTAaTHOHWHA
Bricokas [MpucyrcTBYe B MOYEe UMUIA30ITUPOBY-
9KCKpEeUHUsI HOTPagHOM, UMUAA30JIMOJIOYHOM, UMK IA-
TUCTUINHA 30JyKCYCHOW KUCJIOT
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Tabauya 2. Knaccudukanys 1 0CHOBHbIE CBEJIEHHS 0 HO30/I0THYeCKHX ()OPMAX HAC/IEICTBEHHbIX AMHHOALMIONATHIH (TPOIOJIKEHNE)

Ho3sonornueckas opma

YpoBeHb aMUHOKHUCIIOT

Jpyrue HapylIeHUs

B KPOBU B MOYC
Hexerotnueckast rurep- Bricokoe comepkaHue TIUIIMHA Bricokast Bricokoe comepkaHue TIIMIIMHA B TUKBOPE
TJIUIUHEMUST SKCKpPEeLHUst
DJIMLMHA
TunepnuznHeMust Bricokoe conep:kaHue Tu3MHa Bricokas ‘YMepeHHast TuIiepaMMOHUEMMUSI, TIOBbBI-
SKCKPEeLUst LIEHHAs! 9KCKPELMs caxaporuHa
JIU3WHA, pEeXe
rOMOapruHuHa
U TOMOILIU-
TpYJUTMHA
JIuzuHypuyeckasi Herepe- Huskoe comepkaHue Jn3u- Bricokast YMepeHHasi TumepaMMOHUEMMSI, TIOBBI-
HOCUMOCTD 0eJika Ha, apTMHUHA U OPHUTHHA, 9KCKpeLHust IIEHHAas 3KCKPEeLXsi OPOTOBOI KUCIOTHI
TOBBIIICHUE YPOBHS ajlaHUHA JIM3UHA,
U TJIyTAMWHA, MHOT/IA CepUHa, apruHuHa

[JIMIIMHA, IPOJIMHA U IIUTPYJI-
JIMHA

‘VYMepeHHO CHUXKEHHOE WIIN
HOPMaJIbHOE COIePKaHNE aMU-
HOKUCJIOT

Bbone3np XapTHyna

[MnpokcMKMHYpeHUHYpHS —

1 OPHUTHHA

Tenepanu-
30BaHHAs
TUTIEPaMUHO-
aluaypust

WHpomypust, ”HIUKaHYpHsT

— Bricokast aKcKpelvsi KWHypeHWHa, KCaH-

TYPEeHOBOU M KWUHYPEHOBOW KUCIIOT, HUA3-

Kast 9KCKpeLVsi HHKOTUHOBOU KUCIOTHI U
HUKOTUHAMUIA

ITpu otHOCUTENBLHO JIeTKMX opMax OOJIE3HU CO-
nepkaHue aMWHOKHUCIOT B OMOJIOTMYECKUX SKUIKOCTSIX
MOXET OBITb YMEPEHHO YBEJIMYCHHBIM, YTO CO3IaeT
TPYOHOCTU JUTSA YTOYHEHUST MUarHo3a. B Takux cirydasix
TpeOyeTcsl TTOBTOPSTh MCCIIeNOBaHUE UISI YCTAHOBJICHUS
HECJIyYaifHOTO XapakTepa OOHapyXXEHHBIX HapyLIEHWH.
Kpome Toro, peKoMeHIyeTcsl UCTIOJIb30BaTh IIPOBOKAIIN-
OHHBbIE TECThI: OMpPEIeIEHUE YPOBHS aMUHOKUCIIOT MOCIIE
BBEJICHMSI B pallMOH peOeHKa B TedueHue 3—5 nHel 1omoJ-
HUTEJbHOIO KOJMYecTBa Oelka — OOBIYHO U3 pacyeTa
0,5 r Ha 1 Kr Macchl Tesa B CyTKM. Takasi mpoba siBisieT-
cs 6oJiee (DU3MOJIOTMYHON MO CPABHEHUIO C HArpy3KaMu
L-amunokucnoramu (He meHee 100Mr Ha I Kr macchl).
ITpu Ha3HaueHUU NPOOBI HEOOXOAMMO YYeCTb BO3MOX-
HOCTh HEOJArOMPUSITHBIX KIMHUYECKUX TIOCTCICTBHM
B BUJIC YXYIIIICHWS COCTOSTHUST peOeHKa. B cBsA3M ¢ 3TUM
ITPOBOKAITMOHHBIE TECTHI PEKOMEHIYETCSI ITPOBOIUTH
TOJIKO B CJIOKHBIX IUTSI TMATHOCTUKHU CITyJasixX, TPU He-
TSTKEITBIX (hopMax 3a00IeBaHUS ¥ TTOI MEIUITMHCKUM Ha-
OJII0ICHUEM.

Onpesenenne coAepKaHUsI AMUHOKUCIOT B JIMKBOpe
OCYUIECTBJISIIOT Y IeTeil ¢ MONO3PEHUEM Ha HEKETOTHUYE-
CKYI0 TunepriMuuHeMuio. st naHHOro 3aboJieBaHMS
XapaKTepHO YBeJIMYCHUE CONEePKaHMS TTUIIMHA B KPOBH,
Moue M JuKBope. [IpryeM AMarHOCTUYECKU 3HAYUMBIM
CUMTAETCS] OTHOIIEHWE KOHIIEHTPAIMi 3TON aMWHOKU-
CJIOTHI B CTMHHOMO3TOBOM KUAKOCTU W ITIa3Me (JIMK-
Bop/mina3ma) 6omee 0,06.

B HacTosiiiee BpeMsi B MUPOBOU MPaKTUUYECKOUN Me-
MUIIMHE OIHUM W3 OCHOBHBIX JIaOOPAaTOPHBIX METOIOB

onpeae/icHUST aMIHOKHUCIIOT M UX IIPOM3BOIHBIX — Opra-
HWYECKUX KHUCJIOT (ITyTeM IETeKIIMM allMIKapHUTHHOB)
B OMOJIOTMYECKUX KUIKOCTSIX SIBIISIETCST METOJI, JKAITKOCT-
HOU TaHAEMHOM XpOMaTO-Macc-CIeKTPOMETPUN C MOHHU-
3ammeit B asekTpoctnpee. JJaHHBI METON TTONYIMJI IIH-
pokoe pacnpoctpadHeHue B CILUA, Tepmanum u SAnonuu,
B TOM YHCJIC OH UCITOJIB3YeTCS IS MACCOBOTO CKPUHMHTA
HOBOpOXAeHHbIX aeTeit [10, 11]. Tak, B AnoHuu cyiect-
BYeT TOCYIapCTBEHHAs TporpaMma auarHocTuku 10 Ha-
CJICZICTBEHHBIX 3a00JieBaHWII OOMEHA BEIECTB METOIOM
TaHIEMHOI xpomaro-macc-crnekrpomerpuu. B CIHA
u [epMaHUT HOBOPOXIEHHBIE TECTUPYIOTCS MTaHHBIM Me-
TonoM Ha Hannuue 6oJiee 20 nedexkToB MeTabonusma [12,
13].

KMIKOCTHBIN TaHAEMHBIH XpPOMaTO-MacC-CIEeKTPO-
METp SIBJISICTCS HauboJiee YyBCTBUTEIBHBIM U CITelTn(hrd-
HBIM MHCTPYMEHTOM JIJIS1 BBITTOJTHEHUS 1IEJICBOTO aHAIM3a
aMUHOKUCIIOT U allVJIKAPHUTUHOB Ha CJICIOBOM YPOBHE
[14, 15]. OH onTUMaNbHO MOAXOMUT JJIS LieJIei ImepBUY-
HOTO CKPMHHWHTA, TaK KaK MO3BOJIIET YMEHBITUTD BPeMsI
aHanu3a a0 2—3 MuH. [Ipu 3TOM CylllecTByeT BO3MOXK-
HoOCTb aHanu3a 6osiee 300 0Opas31oB B CYTKM C OIpeeie-
HHUEeM KOHIeHTpauu 6osee 30 BemecTB-MapKkepos [16].

MeToauKa M nponecc NPpoBeAeHnsT aHaam3a. B ximmHu-
YeCKMX YCIOBUSIX IUISI HY>KII HEOHATAIBHOTO CKPUHUHTA
Haubojee ynoOHO METOAMKOI MpOBENeHUS] aHaIu3a
Ha XWIKOCTHOM TaHIEMHOM XpOMAaTO-Macc-CIIEeKTpOMe-
Tpe SBJISIETCS MCCIIeNOBaHUE CYXMX TIATeH KpoBU. CoOCT-
BEHHO MCCJIeIOBAaHNE COCTOUT U3 CIICAYIOIINX TAIOB.

1. Ot60p mpoObl. O6pa3elr KPOBU U3 MSATKM HOBOPO-
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>KJIEHHOTO WM Majiblia 00JbHOro 0oJjiee CTapilero BO3-
pacta oTOMpaeTcsl Ha crieliMaabHylo Oymary BatmaH 903,
BBICYIIIMBAETCST Ha BO3MyXe W OTIpaBJIsieTCs B JJabopaTo-
puro. XpaHUTCs Tpoba Mpy KOMHATHOM TeMIiepaTtype.

2. B naGopaTtopuu M3 CyXoro msiTHa Mpy MOMOILIU CIe-
IIMAJTLHOTO WHCTPYMEHTa BBIpe3aeTcsl Mpoda TUaMeTpoOM
3,1 MM, cooTBeTCTBYIOIIAs 3,2 MKJI KPOBU, 00pabaThIBaeTCst
COMIACHO OOIIETIPUHSITON MPEeaHATUTUYECKON MpoLieaype
U BBOIIUTCSI B XpOMaTo-macc-criekrpomerp [12, 15, 17].

3. [IpoBonutcss COOCTBEHHO XpOMAaTO-Macc-CIeK-
Tpometpust. [lociie Kaxmoro aHaiauza NPOrpaMMHOE
obecrieyeHUe TAHAEMHOIO XpOMAaTO-MacC-CIEKTPOME-
Tpa BBITTOJIHSIET KOJIMYECTBEHHBIM pacueT aHaIu3upye-
MBIX COEIVMHEHMI IO COOTHOIIEHUIO MX OTKIIMKOB C OT-
KJIMKOM COOTBETCTBYIOIIETO BHYTPEHHETO CTaHIapTa
1 aBTOMATUYECKU TeHEPUPYeT WHAMBUAYAIBHBIA OTYET,
B KOTOPOM COJIEpPKATCS KOHILIEHTPALIMM KOMITOHEHTOB
U UX HEOOXOAUMBIE COOTHOILIEHMUSI.

B HacTosiiiee BpeMsi MeTOHd, pealu3yeMblii Ha TaH-
JEMHBIX XpOMAaTO-MacC-CIIEKTPOMETpax, TpeaycMaTpu-
BaeT onpeneiaeHue 12 aMuHOKUCIOT 1 30 alMaKapHUTU-
HoB. [Ipu 3TOM Giarogapsi KOHCTPYKIIMOHHBIM, a TaKXe
MPOrpaMMHBIM OCOOEHHOCTSIM ammapaTypbl 3a 3 MUH
aHaJIi3a COOMPAETCsT CUTHAJT, TOCTATOYHbIN IJIST UyBCTBU-
TEJIBHOTO Y HAIEXKHOTO KOJMYECTBEHHOTO OIpeIeIeHUs.
TaHOeMHBII MacC-CITEKTPOMETP BLICTYITaeT He KaK CIOXK-
HBII 9KCNIEPUMEHTAIBbHBIN MPUOOP, a KaK HaAEXHBINA -
arHOCTMYECKUI MHCTPYMEHT, TTO3BOJISTIOIINI MPOBOANTH
CKPUHMHT OOJIBIIOTO YHUCIa HOBOPOXKIEHHBIX W CeJieK-
TUBHOE 00CJIeJOBAaHUE JETEH C MOJA03PEHUEM Ha Hace/l-
CTBEHHbIE 00JIE3HU OOMEHA aMUHOKHCJIOT.

OnpeneseHne MOYEYHOI IKCKPENUH OPraHUYECKUX KH-
CJIOT UMeeT OOJIbIIoe 3HAUEHUE ISl AMATHOCTUKU OO0JIb-
IMMHCTBA aMUHOALIMAOIIATHMA, JJIST KOTOPBIX XapaKTepHO
HaKOIJICHUE OPTaHUYECKUX KUCIIOT KaK TOOOYHBIX JePU-
BaTOB MaTOJIOTMYECKU M3MEeHEHHOro oomeHa. I[loaromy
MOKa3aTe I UX KOHLEHTPALUM B Pa3IMIHBIX OMOJIOTHYE-
CKUX XHMIKOCTSIX, B YaCTHOCTH B MOUE, CJTyKaT JOCTATOY-
HO CIeHUMUIHBIMUA JTAOOPATOPHBIMM MapKepamMu KOH-
KPETHOM HO30JI0TUYecKOoit (hopMbl 3a00s1eBaHus. Tak (cM.
TabJ1. 2), npu aedekrax oOMeHa apoMaTUIECKUX aMUHO-
KHCJIOT B MOYE B ITOBBIIIEHHOM KOJIMUECTBE OMpPEIeIisi-
I0TCS MPOU3BOIHbBIE (DeHMTaTaHMHA Y TUPO3WHA: (heHU-
JIMUPOBUHOTpanHast, (heHUIMOJIOUHAsA, (heHUITyKCycHast
KUCJIOTHI, (DeHUTAUEeTWINTYyTaMUH TIpU (DeHUIIKETOHY-
pun; 4-ruapokcueHIIITMPOBUHOTpagHast, 4-TUAPOKCH-
(peHuIMoNOYHasA, 4-TUAPOKCUDEHUITYKCYCHAS! KUCIIOTBI
u N-alUeTWITUPO3UH TpPU TUPO3MHEMHUU 1—3-TO TUIA
U TIpY XaBKUHCUHYPUW, TOMOTEHTM3WHOBAs KUCJIOTa
npu ankantonypuu [18, 19]. I1pu romourcTuHypuu, 00-
YCJIOBJIEHHOU HApyLIEeHUsIMU MeTaboIM3Ma KobalaMu1Ha,
HabJofaeTcss yBeJIUMUYEHUE OSKCKPEIMU METWIMATIOHO-
BOIi, POPMUMUHOTITYTAMUHOBOU KUCIIOT.

I'azoBas xpomarorpadus-macc-cneKTpoMeTpus SIBJIsI-
€TCST METOIOM OBICTPOTO M BEICOKOYYBCTBUTEIHLHOTO OTI-
peneneHusl coiepKaHUs OPraHMYEeCKUX KUCIOT B MOYeE.

Ha razoBomM xpomaTo-Macc-CeKTpoMeTpe MPOBOAUTCS
aHAJIU3 C ONpeleieHUEM COJEPXaHUsI OpraHWYeCcKOi
KUCJIOTHI IO JaHHBIM TOJIYYEHHOU Macc-CreKTporpam-
Mbl. B KOHEUHOM WTOre, BBIUUCISETCS KOHIIEHTpALUs
OpPraHUYECKOM KUCIOThl B MMOJISIX Ha 1 MOJIb KpeaTHHU-
Ha (B miepecueTe Ha HOPMaJIbHbII KpeaTUHUH). B Tabn. 3
NMpUBeeHbl HO30JI0THYecKre (POPMbI AaMUHOALIMIOTIATH I
C COOTBETCTBYIOIIMMU MapKEPHbIMU OPraHUYECKUMU
KHCJOTaMU U MOKa3aTeJsIMU KX B MOUYE, KOTOPbIE MOTYT
JIMarHOCTUPOBATLCS METONIOM Ta30BOi Xpomarorpaduu-
Macc-crekTpoMeTpuu. Mcnonb3oBaHue JaHHOTO METoAA
MO3BOJISIET HE TOJbKO YCKOPUTh TUArHOCTUYECKUIA MPO-
1iecc, HO U MPpOBOAUTh NudbdepeHIMpoBaHUE KIMHUYE-
CKU CXOMIHBIX HACJIeNICTBEHHBIX 3a001eBaHUI1 OOMeHa Be-
LLIECTB, YTO BaXKHO C Jie4eOHO-MTPOdUIAKTUIUECKON TOUKU
3peHUs 1 B IJIaHe MPOTHO3a.

JuarHocTuka u quddepeHmpoBanne 0Oosie3Heil 00-
MEeHAa AMHHOKHUCJOT C MCNO0Jb30BAHHEM JOMOJHUTEIbHBIX
JabopaTopHbix TecToB. ONHAKO OIpeneseHrne BbICOKOTO
YPOBHSI aMUHOKUCJIOT U OPTAaHUYECKUX KUCIOT B KPOBU
1 MOY€ He BCerja IMO3BOJISIET Pa3rpaHUYUTh OTIE/IbHBIC
HO30JloTUYecKre (opMbl MATOJOTUU, B YACTHOCTH (e-
HWIKETOHYPHIO, CBSI3aHHYI0 ¢ neduuurom deHunana-
HUHTUAPOKCUIA3bl U C AedekToM KodakTopa, a Takxke
TUupo3uHeMuu 1—3-ro tuna. dist nuddepeHimpoBaHust
¢dopM (eHUJIKETOHYpUU TpeOyeTcsl orpeaesieHue O0uo-
MTEPUHOB B MOYE WIU NMPOBECHUE MPOOBI C TETPArUAPO-
ouontepuHoM. Tak, mpu HEeHUIKETOHYpUU, OOYCIOB-
JIeHHO# nedekToM Kodakropa, B MOue OOHAPYKMBAIOT
HEeaKTHUBHbIE METabOJUTHl TETpParuapoOoUoNTeprHa —
JUTUAPOOUONTEPUH, OUONTEPUH (MpU AeduuuTe AUTU-
JIPONTEPUANHPENYKTA3bl) U MPEAIIECTBEHHUKU TeTpa-
ruapodUMoNnTepuHa — JOUrUMApoHeonTepuHTpudocdar,
HeonTepuH (TIipu nedunute  6-IMUPYBOWITETPATUIPO-
nrepuHcuHTasbl). [Ipu kodakTopHOil DeHUIKeTOHYyprU
MepopaIbHbI HArpy304YHBI TECT C TeTparuapoOuon-
TEPUHOM B J103€ 7,5 MI'/KT BbISIBJISIET CHUXKEHUE YPOBHSI
deHunanaHMHa B KPOBU C MOBBILLIEHUEM YPOBHSI TUPO-
3uHa. [1pu peHUNKETOHYpUM, CBA3aHHOM C ne(UIIUTOM
deHuNanaHMHTUAPOKCUIA3bl, YKa3aHHbIX W3MEHEHUI
He mpoucxoaut [2, 20, 21].

J1st nMarHOCTUKU TUPO3UHEMHMM 1-ro Tuma WU ee
nuddepeHIMpoBaHus ¢ APYTUMU TUIIAaMU 3a00JieBaHUsI
OCYLIECTBIISIIOT MccliefioBaHue a-GeTonpoTenHa B KPO-
BM, CyKLIMHWJIalleTOHa B Moue. Kpome Toro, yuauThIBatOT
KJIMHUYECKUE TPOSIBJCHUS TATOJOTUU — TSKEI0€ CO-
CTOSIHUE JIeTEel, Mporpeccupyloliee nopakeHue rneyeHu,
paxutuyeckue aedopMalvu XapakTepHbl Uisl TAPO3UHE-
MHU 1-To TUNA; cOYeTaHUE MOpaXkKeHUs KOXU (JIaJOHHO-
MOAOIIBEHHbIN KepaTo3), ria3 (kepatut) u LIHC (Hapy-
LIEHWE HEPBHO-TICUXUUYECKOTO Pa3BUTHUSI) CBOMCTBEHHBI
TUpO3uHeMuu 2-ro tTuna [4, 18]. Jast yctaHOBAEHUS AU-
arHosza XaBKUHCUHYpPUU TpeOyeTcs orpelneseHue XaB-
KHWHCUHA (CM. TabJ1. 2) B Move. Pa3rpaHnyeHue aToro 3a-
0oJieBaHMSI OT ApYTUX JeHeKTOB 0OMeHa TUPO3UHA UMEET
00JIb1I0OE 3HAUEHUE B CBSI3U C TEM, UTO XaBKMHCUHYPUSI
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Tabauya 3. MapkepHbie opraHMuecKHe KMCJIOTbI B MOY€ IPH 00/1€3HAX 00MEHA AMHHOKHCJIOT [25, ¢ H3MeHeHuAMH]

3aboseBaHue

[Tokasarenu 9KCKpeIMi MapKepHbIX OPraHUYECKUX KUCIOT B MOUE

DeHUIKETOHY U

Tupo3uHeMHs TPAH3UTOPHAS,
HeOHATaJIbHAas;

TUPO3WHEMUS 1-TO THIIA;
TUPO3UHEMUS 2-TO TUIIA

TuposuHemust 1-ro Tuma

XaBKUHCUHYPUS

AJKanToHypus

TunepopHUTUHEMUSI-TUTIEpPAM-
MOHMEMWSI-TOMOIIATPY/UTMHEMUST
(cunogpom HHH)

JIusuHypHrueckas HerepeHOCH -
MOCTb OesKa

HeduiuT opHUTUHKAapOaAMOWIT-
TpaHchepasbl;
LUTPYJTTUHEMUS

ApruHuHeMuUst

DeHMIMUPOBUHOTPAIHAS] KUCIOTA

Hopma 0—4 mMouib Ha 1 MoJIb KpeaTUHUHA

Kiraccnueckas matosorust — 300—1000 mmons Ha 1 MOJTh KpeaTUHUHA
DeHnIMOoI0YHAs KUCIIOTa

Hopwma <2 MmMmosb Ha 1 MOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 200—1000 mmons Ha 1 MOJTh KpeaTUHUHA
3.2-tuapoKcueHUIMOJIOYHAS KUCI0Ta

Hopwma <2 mmosb Ha 1 MOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 50—2000 Mmmois Ha 1 MOJIb KpeaTMHUHA

4-tunapoKcueHUIMMPOBUHOTPAIHAS KACTOTa

Hopma <2 mmoib Ha 1 MoJIb KpeaTUHMHA

Knaccuueckas nmatoyorus — 140—2000 mMosb Ha 1 MoJIb KpeaTUHUHA
4-tunapoKcueHUIIMOIOYHAS KUCIIOTa

Hopma <2 mmoib Ha 1 MoJIb KpeaTUHMHA

Knaccuueckas nmatosorusg — 100—5000 mMosb Ha 1 MOJIb KpeaTUHUHA
4-TunpoKcuheHMITYKCyCHAsT KUCIOTa

Hopma 6—28 mmoib Ha 1 MOJIb KpeaTUHHUHA

Knaccuueckas matosoruss — 140—500 mmostb Ha 1 MoJIb KpeaTUHUHA
N-aneTwiTupo3nH

Hopma <2 mmosb Ha 1 MoJIb KpeaTUHMHA

Knaccuueckas nmatosoruss — 30—200 MMoJib Ha 1 MOJIb KpeaTUHUHA

CyKIMHUIALETOH
Hopwma <2 Mmmo:s Ha 1 MOJTb KpeaTUHIHA
Knaccuueckas nmatonorus — 20—700 MMoJb Ha 1 MOJIb KpeaTUHMHA

4-TUIPOKCULIMKIIOTEKCUITYKCYCHAsT KUCIIOTa

Hopma <2 MMoJib Ha 1 MOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 10—70 MMoutb Ha 1 MO KpeaTHHUHA
5-0KCOMpPOJINH

Hopma 42—115 mMoab Ha 1 MoOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 1300—9000 mmoutb Ha 1 MoTb KpeaTHHUHA
4-runpoKcudeHUINMUPOBUHOTPAIHAS KMCIIOTA

Hopma <2mmoub Ha 1 MOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 140—500 mmois Ha 1 MOJIb KpeaTMHUHA
4-runpokcudeHnIMONIOYHAsI KUCI0Ta

Hopwma <2 MMoJb Ha 1 MOJIb KpeaTUHUHA

Kiraccnueckas matonorust — 1000—5000 MMoutb Ha 1 Mo KpeaTUHUHA

ToMOreHTU3MHOBAsI KUCIIOTa
Hopma <2 MMoJib Ha 1 MOJIb KpeaTUHUHA
Krnaccuueckas natonorust — 1000—5000 mmouib Ha 1 MOJIb KpeaTUHMHA

OpoToBast KucaoTa
Hopwma 0—11 mmomb Ha 1 MOJTb KpeaTUHUHA
Krnaccuueckas matonorust — 30—500 Mmmouib Ha 1 MOJIb KpeaTUHUHA

OpoToBast KUCI0Ta
Hopma 0—11 MMomb Ha 1 MOJIb KpeaTUHUHA
Knaccuueckas matonorus — 1—640 MMoJib Ha 1 MOJTb KpeaTHHUHA

OpoToBast KUCIoTa

Hopma 0—11 MMomb Ha 1 MOJIb KpeaTUHUHA

Knaccuueckas matosoruss — 10—1300 mmosb Ha 1 MoJib KpeaTUHUHA
Vpauun

Hopma — 2—22 Mmoib Ha 1 MOJIb KpeaTUHUHA

Knaccuueckas nmatosoruss — 30—500 MMoJib Ha 1 MOJIb KpeaTUHUHA

OpoToBast KuciIoTa
Hopma 0—11 MMoutb Ha 1 MOJIb KpeaTUHMHA
Krnaccuueckas matonorust — 500—1000 Mmosb Ha 1 MOJIb KpeaTUHUHA

OTJINYaeTCsl OJIArONPUSITHBIM TEUYEHUEM U He TpeOyeT
MaCCUBHO JIEKAPCTBEHHOM TEpaITuu.
BaxHbiM 1a60paTOpHBIM KPUTEPUEM AUATHOCTUKU
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3a00s1eBaHU U3 PNkl 1ePEKTOB LIMKIJIAa CUHTE3a MOYE-
BUHBI CIYXXUT BBICOKWI YPOBEHb aMMUaKa B KpoBu [22].
HuddepeHiimpoBaHue oTaeIbHbIX OPM NATOIOTUY OCY-
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LIECTBJSIIOT TMyTeM aHajlin3a aMUHOKHKCIOT Y OPOTOBOM
KUCHAOThI. Tak, BBICOKAsl IKCKPELMS OPOTOBON KUCIIO-
THl HaOJomaeTcs TpU nedUINTe OPHUTUHKApOAMOWI-
TpaHcdepasbl (Haubosee yacToe 3aboJjieBaHUE JAHHOM
TPYIIIBI) W MUTPYJUTMHEMUN, HO B TIOCTICTHEM CITydae
OpOTOBAsl ALIUAYPUST COMTPOBOXKAAETCSI YBEIAUUEHUEM CO-
TepKaHWs TUTPYJTMHA B KpoBU. [1py apruHUHSHTApHOM
allUICeMUH TIOBBIIIIEH YPOBEHb HE TOJBKO IMTPYJUIMHA,
HO M apTUHUHSHTApHON KHUCJIOTHI, @ B MOYE OTCYTCTBYET
OpOTOBAsI KUCJIOTA.

DH3UMOAMATHOCTAKA ¥ MOJIEKY/ISIPHO-TeHEeTHIECKHe
ucciaenoBanus. JUis MoATBEpXKIEHUST AMArHo3a Hacie/-
CTBEHHO! aMWHOALMIONATUU PEKOMEHIYeTCsl ompene-
JIeHWe aKTMBHOCTU KITFOUEBOTO (hepMEHTa U BBISIBJICHHE
TeHHOM MyTallid. Y MAIlMeHTOB aKTUBHOCTh (hepMeH-
TOB, NEeMWITUT KOTOPHIX JICKUT B OCHOBE 3a00JIeBaHUS,
O0OBIYHO He TpeBbIaeT 1—3% OT HOPMBI, TIPU JIETKUX
dopmax Moxet gocturath 10%. DH3MMHas IUarHOCTHKA
BO3MOXHA He TIpM BCceX aMHHoanuaonatusx. Hampumep,
(heHUNATAHUHTUAPOKCUIA3a B JOCTATOUHOM LISl MCCie-
JIOBaHUSI KOJIMYECTBE COAEPXKUTCS TOIBKO B TE€MaTOLMUTaX.
st onpenesieHus: akTUBHOCTU 3TOTro hepMeHTa Tpedy-
eTCsl TIYHKITMOHHAsT OMOIICHS TIeYeHU, YTO, OE3yCIIOBHO,
HeueecoodpasHo [2].

B rmocneqHue rombl aHANM3 AKTUBHOCTU (hepMEHTOB
Bce OoJsiee YCTYMaeT MECTO MOJIEKYJISIPHO-T€HETUYECKUM
uccaenoBaHusiM. K HactosiieMy MOMEHTY YCTaHOBJIEHA
XPOMOCOMHas1 JIOKaIu3alusi TeHOB OOJbIIMHCTBA 00J1e3-
Hell aMUHOKMCIOTHOTO 0OMeHa (KpOME KCAHTYPEHYPUHM).
st psiga Ho3o0J0rMYecKUX (POpM BBISIBJIEHBI Haubosiee
4acTO BCTpeyalollecs MyTalluu, XapakKTepHbIe ISl Ope-
NeJICHHBIX HallMoHaTbHOCTe. Hampumep, rpu deHmike-
TOHYpPUM, OOYCIOBIIEHHON Ae(UIIMTOM (DeHUTAIAHUHTH -
TPOKCUIIA3hl, B Pa3HBIX STHUIECKUX TPYITITaX 0OHAPYKEHO
okoJio 500 BapuaHToB reHa PAH, Gosbliiast 4acTh KOTOPBIX
npenacTasiisieT codoil MucceHc-myTauuu [23]. B eBponeii-
CKOI1 MOMYJISILIMY YCTAHOBJIEHO MPEeBATUPOBAHNE MyTaLlUU
R408W (ARG408TRP). Kpome Toro, K yacto BcTpeua-
IOIIMMCSI, BTOM YMCIIe cpeau HacejeHMs: Poccuiickoi
®epepanuu, otHocaT mytaunu R158Q, R252W, R261Q,
P281L, IVS4+5G-T, IVS10-11G-A, IVS12+1G-A [24].
YKkazaHHBIE MyTalliM COCTaBJISIOT 6oyiee 80% B CTPYKTY-
pe nedexrtoB reHa PAH nipu ¢eHUIKeToHypur, NO3TOMY
MPY MOJIEKYJISIPHO-TEHETUUECKOW AMArHOCTUKE UCCIIENO0-
BaHWE HAYMHAIOT UMEHHO C HUX.

B crpanax CeBepHoii u 3ananHoii EBponbl y naiu-
€HTOB C TUPO3WHEMUEH 1-T0 THIA MMPEeBATUPYET MyTALIHS
IVS12+5G-A rena FAH [4]. Pacnipenenenue 1o yacrore
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