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IIpedcmasnensvt pe3yrbmamsl anaau3a OMUHHOYENoYeyHvix scuphblx kuciom (ALDKK), pumanogoti u npucmano6ou Kuciom memo-
Odom 2azoeoil xpomamozpagpuu. Ipusedennvl ceedenust 0 OGUOXUMUYECKUX CEOUCMBAX YKAZAHHBIX COCOUHEHUL U UX GUONOSUUECKOL PO,
onucana npoyedypa ux ananusa. IIpedcmasnenvl peghepeHcHbie 3HAUEHUs YPOGHEL OCHOBHBIX OTUHHOYENOUEYHBIX HCUPHBIX KUCTON 8
naazme Kposu u OUHAMUKA USMEHEHUT! 9MUX 3HAUeHUtl NPy PA3IUYHO NAMOI02UL, 6 YACMHOCIU NPU HACIEOYeMbIX OONe3HSX NePOK-
cucom y oemetl.
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THE DIAGNOSTIC OF PEROXISOMIC DISEASES IN CHILDREN
The article presents the results of analysis of long-chained fat acids, fitanic acid and pristanic acid using gas chromatography method.
The information is provided concerning the biochemical characteristics of mentioned compounds and their biologic role. The procedure

of their analysis is described. The reference values of levels of main long-chained fat acids in blood plasma are presented. The
dynamics of modifications of these values under various pathologies is analyzed, including the inherited peroxis diseases in children.
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Buenpenne noctmkeHui MOJIEKYJISPHOM T'€HETHKH, UMMY-
HOJIOTHH, aHAJIUTUYECKOW OWOXUMHHU, MOP(HOIOTHH W JPYTUX
(byHIaMEHTaNbHBIX AMCIMIUIMH MPUBETO K BBIICICHHIO IIETI0TO
KJ1acca HOBBIX 3a00JIeBaHMH — TaKk Ha3bIBaeMbIX OOJIE3HEH Kile-
TOYHBIX OpraHe’sul.

brnaromapst n3y4eHHIo CTPYKTYpBl B QYHKIMH CyOKICTOYHBIX
00pa3oBaHMUi MPU PA3IMYHON MATOJIOTHH Y YEJIOBEKa CTaJlo BO3-
MOXHBIM BBIJICITUTh OOJIE3HM MHUTOXOHJIPUH, JIU30COMHBIE 0O-
JIe3HH, IEPOKCUCOMHBIE Oosie3HH. BMecTe ¢ Tem, ecitn u3ydeHue
MIEPBBIX JIBYX KJIACCOB 3a00JIEBAHUH CYIIECTBEHHO TPOTPECCHPY-
€T, UCCIIEIO0BAHUIO IEPOKCUCOMHBIX OO0Ne3HEH ynensercs Heno-
craTodyHoe BHUMaHue [1].

[TepokcrcoMbl UrparoT Ype3BbIUAHO Ba)KHYIO pOJIb B KaTa-
0oM3Me TIOJIMAaMHHOB, Tpolieccax "MepOKCUCOMHOTO AbIXaHus",
B-OKHCICHHsT OYEHb THHHOLCMOYCUHBIX (24—26 yIIepoaHbIX
aToMOB U Oouiee) U quKkapOoHOBBIX (C26 u Oojee) )KUPHBIX KHC-
J0T. TIepOKCUCOMHOE OKHCIEHHE C Y4acTUEM IE€POKCHCOMHO-
ro ¢epmenra anun-KoA-okcunassl O4eHb JUTHHHOIETIOYETHBIX
JKHPHBIX KHCIIOT, TOCTYIAIOMINX B OPraHM3M YeJIOBEKaA C MHUIIEH,
MIPOMCXOIUT B TICYCHH, KUPOBON TKAHHU, TOYKAX, KHUIICYHHUKE,
JIETKUX, CeJIe3eHKe, Ha[MOYeYHUKAX.

B nepokcucomax umeercst okoio 40 TUTIOB (epMEHTOB, TIPH-
HUMAIOIIUX Ba)KHEHIIee yyacTHE B OKUCIUTEILHOM METa0O0IIH3-
Me KJIETKH, 00MEHE JKEIYHBIX KUCIIOT, JKUPHBIX KHUCIIOT, XOJIecTe-
puHa, Tporieccax MIIOKOHeoTreHe3a [9].

B cBsa3u ¢ MHOrOOOpasuem (pyHKIMH IEPOKCUCOM CTaHOBHUT-
Csl OYEBHMJHBIM, YTO HApYLIEHUE OJHOW WIIM HECKOJIbKUX MeTa-
Oonmuecknx (GyHKIMHA MOXKET CTaTh MPHUYMHONW BO3HHUKHOBEHHS
HEePOKCUCOMHBIX Oone3nedt [13]. Takue HapymieHus OOBIYHO
MIPUBOJAT K HAKOIUICHHUIO B TKAHSAX U OMOJIOTHYECKUX JKUAKOCTSX
OJTHOTO, HECKOJIbKMX WJIM BCEX COOTBETCTBYIOIIUX META0OIHTOB
B 3aBUCHMOCTH OT KOJIMYECTBA (DYHKIIMOHAIBHBIX HapyIICHHH.
OTH HAKOIUICHUS! HUCIOJIb3YIOTCS A Ouoxumudeckodl (nud-
(bepeHIMaIbHON) AMATHOCTHKMA TIEPOKCHCOMHBIX HapyIICHUH,
COIPOBOYKIAIOIINXCST OTCYTCTBUEM MM AUCHYHKLIHUEH MEpOK-

Jns KOppecnoOHACHINNU:

Cmonuna FOnus AnexcanopoeHa, CT. TEXHUK
Anpec: 125412, Mocksa, yi. Tangomckas, 2
Tenedon: (495) 488-00-64
E-mail:julia.chumichkina@gmail.ru

16

cucoM. J/IMarHocTrka 0COOCHHO Ba)KHA TPH BBISBICHHU IEPOK-
CHCOMHBIX HApyIIeHUH y IeTeil, NOCKOJbKY, HalpuMmep, Mpu
CUHAPOMEC HenLBerepa, €CJIM BBISIBJICHUS Ha paHHUX CTaAuAX HE
HPOVICXOJIHT, JICTH ITOTHOAIOT Yepe3 HEeCKOJIBKO MECSICB I10Cie
POXXAEHHS OT TSDKEJIOW THMITOTOHHWHU, HAPYIICHUS] TUTAHMUS, CYI0-
por, mopa)keHus MeveHu u cepana [2].

C TOYKM 3peHUS TEHETHYCCKHX 3a00JeBaHHI YeIoBe-
Ka O0COOBI WMHTEpeC MPEACTABISIOT CIEAYIOIIHE IPOLECCHI:
[-OKHCIIEHHE YKUPHBIX KHUCIIOT; OMOCHHTE3 3(QHPCOIEpIKAIIX
JIMIHIOB; 0-OKHCIICHUE XUPHBIX KUCIIOT; IETOKCHKAINS [ITHOK-
cuiara.

K HacrosimeMy BpeMeHH B OCHOBY pPa3leleHUsl HNEpPOKCH-
COMHBIX OOJIe3HEH MOJIOKEHO 2 KpUTepus: MOpP(HOIOruuecKui
(OTCYTCTBHE HMJIM HaJM4YHe TIEPOKCHCOM B TMEYESHHU) U OMOXMMHU-
YEeCKUil (HapyIIeHHE OJJHOM MM HECKOJIbKUX (QYHKIUH MEPOKCH-
coM). Beiensior 3 rpymnnsl epOKCUCOMHBIX OONE3HEH:

1-s1 rpymma — Gone3Hu, CBA3aHHbIE C TeHEPAIN30BaHHBIM Ha-
pyIeHneM OHOIOTHYECKUX (YHKIUH IEPOKCHCOM H OTCYTCTBH-
€M WJIN 3HAYUTCJIbHBIM YMEHBIICHUCM KOJIMYECTBA IEPOKCHCOM
B reueHN. K aToMy Kitaccy otHocsTest cunapoMm Llensserepa, HH-
(dantunbpHas Gopma Oone3nu Pedcyma, HeoHaTanbHas aJpeHO-
neikonucTpodus, ToueyHasi 0CTEOXOHIPOAUCILIAa3Us, psia GopM
amaBpo3a JleOepa, THIepPIUIICKOIIIOBAs AlUIEMHUsI, PH30MEIINYe-
ckas toueunast xouapoaucmnaszus (PTOX/]) nepBoro Tuma u ap.
Jnist 9TuX 3a00J€BaHUI XapaKTEpPHO MOJHOE HapylIeHUe Ouore-
He3a ePOKCHUCOM, HO B Pa3HOH CTEICHH.

2-s Tpyrna — 3a00yeBaHus, 00yCIOBICHHbBIC HAPYIIICHHEM He-
CKOJIBKHX OMONOrH4ecKuX (yHKIHH MEPOKCHCOM IIPU HOPMalb-
HOM KOJIMYCCTBE EPOKCHCOM B ITedeHH. K HIM OTHOCSTCS Iienb-
BEreponof0o0HBINA CHHAPOM, CHHAPOM HEAOCTATOYHOCTH OM(yHK-
IUOHAIILHOTO Oelika [6], cunapom ncesno-LlensBerepa u nip.

3-s1 rpymma — OOJIe3HH, IPH KOTOPBIX HapylleHa OfHa OHO-
norudeckass QyHKIHS MEPOKCHCOM M MMEETCsl HOpMaJlbHOE CO-
JepKaHre MEepOKCHCOM B IEUYEHH. DTa TIpyIIa TakkKe IMoApas-
JICJIACTCS. HA Pa3iIMYHBIC MOATPYIIIBI, B TOM YHCIIC HAPYIICHUS
MIEPOKCHCOMHOTO P-OKHCIeHHUS — X-CLeIIeHHasT aIpeHOIeHKo-
muctpopust (X-AJIJ]), HemocratouHoctu anmin-CoA-oKCHaa3bl
[8], menocrarounoctn 2-mermn-amui-KoA-penykraszel (MaKo-
AP) [5] nenocrarouHocT Oelika, TPAHCIIOPTUPYIOIIETO CTHUPOI
(CTB) [7], napyuieHus: 6MocuHTe3a 3PUPCOACPIKAIINX JTUITHIOB
(HEeIOCTaTOYHOCTH JAUTHApPOKcHalieToHa Qocdaranunrpancde-



BUOXUMKA

Tabnuma 1

Copnepaxanne JLKK, npucranoBoii u ¢uTaHoBOi KHCIOT NPU PA3TMYHBIX EPOKCUCOMHBIX HAPYIIEHUAX

Hapyuienne ¢pyHKIHil HEpoKCHCOM JILDKK IIpucranoBas kuciora ®duraHoBas KMCI0TA
Cnexrp HapyueHuii LlensBerepa i N-1* N-1*
PTOX/1 nepBoro tuna N T-N N-1*
Ilepoxcucommvie napyuenus f-oxkucnenus
X-AJI il N N
Henocrarounocts aumn-KoA-okcuaasel 1 N N
Henocrarounocts D-01(yHKIIHOHATBHBIX OEIKOB 1 N-1* N-1*
Henocrarounocts CTh N N-1* N-1*
Henocrarounocts MAKoAP N N-1* N-1*
Hapymienns 6uocunTesa shupconepikaiinx JIUIuI0B
PTOX/I Broporo Tuna N N N
PTOX/I Tperbero tuna N N N
Hapywenus a-oxkucnenus pumanosoil Kucioml
Boxesns Pepcyma N N N-1*
Hapywenue oemoxcuxayuu enuoxcuiama
T'unepoxcanypus 1-ro tuna N N N

IIpumeuanue. N — HOpMAIbHBIA ypOBEHbB; | — MOBBINICHHBII YPOBEHB; * — ypOBEHb COAECPIKAHUSI MOJKET BAPLUPOBATH OT HOPMATIBLHOTO O MOBBIIICHHOTO B

3aBUCHUMOCTH OT IMUTAaHUSA U BO3pacTa.

pasbl ¥ AIKWIIUTHApPOKcHaleToHa (ocdarcunrasel) [4], Hapy-
HICHUS O-OKUCIeHus (uraHoBol kuciotel (Oone3Hr Pedcyma,
B3pociblii THI) [14], a Taxke, B Ka4ecTBE €AMHCTBEHHOT'O Mpe/l-
CTaBUTEJNS, HApyIIEHHE JIETOKCUKAILIMH TIIHOKCUIIATa C THUIIEPOK-
caJlypueil mepBoro THIla, BbI3BAHHOE HEAOCTATKOM aJIaHUHIIMOK-
CHJIATAMUHOTPaHC(epasbl.

B Tabn. 1 npuBeieHbl pa3nnvHbIe EPOKCHCOMHBIC HApYIIIe-
HUS ¥ YPOBHM JUIMHHOLIETIOUCYHBIX IIPUCTAHOBOM U (pUTAHOBOM
KHCJIOT JUIsl K&KA0TO M3 3THX HapyueHuil. [loka3zarenu cBume-
TENBCTBYIOT O TOM, YTO COAEP)KAHUE JITHMHHOIETIOUYEYHBIX JKUP-
HbIX KucaoT (JJLPKK) yBenudeno npu cnekrpe HapymeHuit Lens-
Berepa, a Taoke npu X-AJlJl, nepunure annn-KoA-okcunasel u
HeIocTaTouHOCTH D-0ndyHKIIMOHANEHBIX OENKOB, HO OCTAaeTCs
HOpPMaJIbHBIM B Cilydae JPYruMX HapylIEeHWH, B TOM 4HUCIIE MpU
nedunure CTh u nedpunure MAKoAP. B To ke Bpems, B ciy-
Yae JBYX MOCJIEIHUX HapYIISHUI HAKaIUIMBAETCS MPUCTaHOBAs
KHUCJIOTa, a )KeTYHBIC KUCIIOTHI SBISIOTCS HHTEPMEIUaTaMu JH- U
TPUTUAPOKCUXOIECTAHOBBIX KUCIIOT.

YpoBeHb MPHUCTAHOBOW KUCIIOTHI MOBBIMIAETCS MPU CIIEKTPE
napymenunit LlensBerepa, npu PTOX][ nepBoro tuma, a Takxke
npu Oonesnu Pedceyma. Takum 00pa3oM, COBMECTHBIH aHanu3
JILDKK, mpuctaHoBO# U pUTAHOBOW KUCIIOT SIBJISICTCS JICHCTBEH-
HBIM METOJIOM JJISI BBISIBIICHHS OOJBHBIX C IEPOKCHCOMHBIMU Ha-
PYUICHUSMH.

X0oTd y MNanUeHTOB C HApYLIEHHBIMH IE€POKCHCOMHBIMHU
GbyHKIMAME OyleT B 3aBUCHMOCTH OT ITUTAHHS W BO3pacTa Ha-
Omronareest noseimenHoe coaepxkanue JALDKK ¢ nenbro miuHoiM
Gosee 26 yrnepoansix atomoB [11], B mporecce AMarHOCTHKH
MOKHO TaK)Ke UCTIOIBh30BaTh )KUPHBIE KUCIOTHI C22, C24, C26
ux cootHomeHus [10].

Mamepuanvl u memoOsr. J1j1s aHanu3a 0OTOUPAIOT OT 2 10 5 MII
BEHO3HOM KPOBH KaK y J€TeH, Tak U y B3POCIBIX MalleHTOB. B
Ka4€CTBC aHTUKOATr'yJIsIHTAa NPEAINOYTHUTCIBHO UCIIOJIB30BaTh 3}1-
TA; o0pa3ubl HeHTpudyrupyroT B TeueHue 10 MuH, najnee Ias-
My cobuparot acniuparmeit u xpaust npu -20°C. ITockonbky co-
nepxanne JIIDKK mokas3piBaeT TONEKO MHHHUMAJIBHBIE CYTOUHEIE
W3MEHEHUsI, 3a00p 00pa3oB MOKHO ITPOU3BOMTE KaK HENOCPE]I-
CTBEHHO II0CJIE CHA 10 3aBTPAKa, TAK U B 10CIEO0EIEHHOE BPEMsL.
Ecnu cpoku TpaHCIIOPTUPOBKY OHoMarepuana npeBbImaoT 48 4,
PEeKOMEHIyeM ero 3aMopo3uTh. ConepikaHue UCCIEAYyEMBIX COe-
JUHEHUH B 3aMOPOKEHHOMN ILIa3Me COXPAHSIETCS] HEU3MEHHBIM B
TEYEHHUE JBYX JIET.

B Hameii paboTe MBI IPUMEHSUIM METOJ T'a30BOM Xpomaro-
rpaduu ¢ Macc JETEKTUPOBAHUEM U MOHU3ALUEH JIEKTPOHHBIM
yaapom Ha aHanu3aropax Agilent 6850/5375, Shimadzu GS 17A/
GSMS-QP 5050 (Poccuiickuii rocyaapcTBEHHBIH MEIUIIMHCKUH
yausepcuret uMm. H. . TIuporosa, kadepa kIMHIUeCKol 1abopa-
TOPHOW TMarHOCTUKH). MeTox IpeycMaTpuBaeT mpeiBapuTeIIb-
Hyl JnepuBaruzaiio N-MeTuia-N-(Tper-Oy THILAUMETHIICHIIII )
TpU(IIIOOPOALET-aMUIOM B COYETAHUU C UCIIOIb30BAHUEM CTa-
OMJIBHBIX HM30TOIOB JUIsl XKHUPHBIX kKucior C26:0, C24:0, C22:0,
MIPUCTAHOBOW U GuTaHOBOM KHCAOT [12]. it TOro 4yToOkI Ompe-
nenuts obuiee congepskanue JAIDKK, npucranoBoil u ¢puraHoBoit
KHCIIOT, 00pa3IIbl ITOBEPTaii KUCIOTHOMY U LIEIIOYHOMY THIIPO-
T3y € MOCIEAYIOIEH SKCTPAKIIEeH TeKCAaHOM.

Bonbioe uucio o0pas3loB ILIa3Mbl, OTOOPAHHBIX Y Pa3HBIX
MAI[EHTOB U MOCTYNHBIINX B TaOOPATOPHIO U3 PA3HEIX KIIMHHU-
yeckux 0a3 PTMY um. H. U. TTuporosa, Obutn 00ObeIMHEHBI U
TIIATENLHO NepeMerianbl. 13 obmeil cMecu B anmeHnopdsl oT-
O6upasm anukBoThl N0 150 Mki u xpanunu ux npu -20°C. J{ns
Ka)KIOH cepun aHaIM3a UCIOIb30BaIN 00pas3Iibl, TOTY4YEHHBIE U3
CMeCH I1J1a3Mbl OJHOM BBIOOPKU.

Pesynomamst u 06cysxcoenue. ITaqoHHbIC (CIIPABOYHBIC) 3HA-
YeHHs Al Hepa3BETBICHHBIX >KUPHBIX KHCJIOT, MCHOJIb3yeMble
B Hamlell pabore, ObUIM MOIy4eHbl HA OCHOBaHUM aHamu3a 157
KOHTPOJIbHBIX 00pa3ioB (Tabn. 2) U JaHHBIX JuTepatypsl [14].
Konnenrpanus LXK B KOHTpOIBHBIX 00pa3iiax He 3aBUCUT OT
Bo3pacrta. IIpucranosas u ¢pUTaHOBAsE KUCIOTHI (MM UX IIPEKYP-
cop (GHTON) MONATAIOT B OPTAaHU3M UCKIIOYHTENHHO M3 TPOTYK-
TOB MUTAHUS. B CBS3M ¢ 9THM dTaJOHHbIE 3HAYEHHMS IS OTHX Be-

TaGnuuma 2

Konuentpamun (B Mmxmoan/ix) JLHYKK B mi1azme KOHTPOJIBHBIX
00pa3uoB

s | cpouommeme | Jovepmeny
C22:0 75 40-119
C24:0 56 33-84
C26:0 0,79 0,45-1,32

C24/C22 0,75 0,57-0,92
C26/C22 0,01 0,01-0,02
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LIECTB B ONpPEIEICHHON CTEIeHH 3aBHUCAT OT BO3pacTa, 0COOCH-
HO 710 2 nieT [3]. BepxHuil 3TallOHHBIA YPOBEHB JUTsSl (PUTAHOBOM
KUCJIOTHI cocTaBisieT 10 MKMOJIB/JI, TOT/Ia KaK JUis IPUCTAaHOBOW
KHCIIOTHI — 3 MKMOJIB/JT (JUTs1 00CIeIOBaHHBIX B Bo3pacTe 2 JIEeT U
Ooree).

[Taronornueckue 3Ha4YeHUsT MOTYT Pa3IMyaThCS MPU Pa3HBIX
HACJIE/ICTBEHHBIX HAPYLICHUX NepoKcucoMHol (yHkuunu. Kpaii-
HE BOKHO CBS3aTh CIIyYal ¢ MAKCHMAJILHBIM YHCIOM HapyIIeHUH
MIEPOKCHUCOMHBIX (DyHKIIHH.

CeneKTUBHBIA CKPUHUHT IEPOKCHCOMHBIX HapylIeHUH B Ha-
1reit 1abopatopuu MOXKeT BKIro4aTh aHaiau3 kak JLDKK, ¢purano-
BOH, MIPUCTAHOBOM, JKEITYHONW M MUMEKOINHOBOW KUCIIOT B TIJIa3-
M€, TaK U IJIa3MOT€HOB B 9PUTPOLHMTAX. DTO KacaeTcsi He TOIBKO
JIeTell ¢ TMIIOTOHHEH U XapaKTepHBIMH CUMITOMAaMHU JUCMOP(UH
npu cunzapomMe LlenbBerepa, HO TaKKe U B3POCIBIX € HEOOBsIC-
HEHHOI JelikonucTpodueii. BeposTHo, Ui B3pOCIHBIX MaIMCH-
TOB MOXKHO OBUIO ObI OrpaHMYMTHCS TOJbKO aHanu3zoM JIIKK,
HampaBJIeHHBIM Ha BbIsiBIeHHE X-AJIJl nmm agpenomMuenoneBpo-
[IaTUM, HO TIOCIIeTHHE JaHHBIE JIUTEPATyphl O HEJOCTaTOYHOCTH
MAKOAP u CTB cBUAETENBCTBYIOT O HEOOXOMUMOCTH Ooliee
LIMPOKOTO CKPHHUHIA, TIOCKOJBKY Y STHX NAIMEHTOB B PaBHOH
CTETEHU BO3MOXKHBI U JIpyrue MeTaboIruecKue nporeccs [7].

Yto KacaeTcs MaToOJIOIMYECKUX 3HAYEHHUH, TO Hanboyee HH-
(dopmaruBHOI siBisieTcs xkupHas kuciora C26:0. Y OonbiuH-
cTBa 00CIIENOBAaHHBIX ¢ CHHApoMOM llenbBerepa copepkaHue
»HUpHOH KUcTIoThl C26:0 paBHO 3—12 MKMOJIB/JI, YTO MPEBbIIIA-
eT sTanoHHble 3HaYeHus B 3—10 pa3. [l cpaBHEHUs: y My>KIUH
¢ X-AJIJl u npu anpenomuenoneBponatuu conaepxxkanue C26:0
COCTaBJISIET B OCHOBHOM 2—4 MKMOJIb/J1. JIO)KHOOTpHIIATEIbHBIC
Pe3yabTaThl y MY)KYMH C 3TUMH 3a00JICBAaHUSIMU YPE3BBIYAITHO
peaxu B otnmune ot coxepkanns C26:0 y xenmua ¢ X-AJI/,
KOTOpBIi BapeupyeT ot 1,1 10 2,9 MKMOIB/T U, TAKUM 00pa3oMm,
COBIIAJIACT C HOPMAJIBHBIM.

B cnyuae xupHo# kuciorel C24:0 HaOmonaeTcs 3HaYNTEIb-
HOE TEePEKPhIBaHIE MEXKIY COAEPIKaHUEM TON KHCIOTHI y O0Ib-
HBIX U HOPMaJbHBIM YPOBHEM B KOHTPOJIBHOM oOpasie. B 1o xe
Bpemst otHoterune C24:C22, 3HaueHrne KOTOPOro B KOHTPOIHLHOM
oOpastie cocrapisier MeHee 0,92, sBsieTcst n30BITOYHBIM ITPAKTH-
YECKH y BCEX ManueHToB U paBHO 1,06, HO y sxeHmmH ¢ X-AJIJ]
O0HO MOXeT ObITh HIke (10 0,8). OxHoro ananmmuza JAIDKK Heno-
CTaTOYHO IS TOTO, YTOOBI MOJHOCTHIO UCKIOUNTh X-AJIJ]; TOU-
HBI pe3yabTaT TecTa Ha 9T0 3a00IeBaHne MOXKET OBITH MOTyUYeH
TOJBKO B CIIy4Yae, €CiIM 9TOT aHAJIHM3 CONPOBOXKIACTCS aHAIU30M
JHK.

IMauunents! ¢ Gonesznsto Pedcyma MOryT UMETh KpaiiHe BbI-
COKHil ypoBeHb (PUTaHOBON KHCIOTHI (10 1500 MKMOIB/IT) U TipH
9TOM OYEHb HU3KUN YPOBEHb MPHCTAHOBOW KHCIOTHI (MeHee |
MKMOJIB/J) BcieAcTBUe neduimra ¢uraHomi-KoA-ruapomnassl.
MeHee BBIpaXEHHOE MOBBINICHUE YPOBHS (DPUTAHOBOI KHCIOTBI
HaOmromaercs y nmauueHtoB ¢ PTOX]] nepBoro tumna. 3HauCHHS
MoryT MeHsAThCst 0T 200 10 900 MKMOITB/I1.

B Hacrosmiee BpeMsi 00CYKIAIOTCS CIy4au IOSIBICHUS H3-
ObITKa PUTAHOBOM KHUCIIOTHI 1pH Kiaccuyeckoit PTOX]] y HoBo-
poxneHHbIX. B maboparopuu aBTopos [11], 3aHUMAOLIMXCS ATH-
MU CJIydasiMH, ObLJIO yCTAHOBJIEHO 3HAYEHUE HOPMAJIbHOE YPOBHS
(bUTaHOBOI KHCIIOTHI B IUTa3Me MAMEHTOB B BO3pacTe MeHee |
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men (0,7-5,8 MKkMOMB/T). Y HallMeHTOB B Bo3pacTe OT 2 10 3 Hejl
3TOT Mokasaresib noseiiieH: 9,1-13,2 mxmons/n. Kak npasuio, y
MAKUESHTOB B JIIOOOM BO3pacTe HEBO3MOKHO OIPEICTUTh YPOBCHD
IUTa3MOTeHa dPUTPOLUTOB. B HEKOTOPHIX ciydasx HaOIomaeTcs
HEOOJIBIIIOE MOBBIIIICHHE YPOBHS (PUTAHOBOU KHCIOTHI (70 15-35
MKMOJIB/1T). HecMoTpsi Ha netanbHOe u3ydeHue (HudpobdiIacToB
Y HECKOJBbKHUX MAalMeHTOB, OOBSICHEHHUS dTOMY SIBICHUIO IO CHX
mop He ObUTO HaiieHo. [T0CKOIbKY ypOBEHb (PUTAHOBOW KHCIIO-
ThI 3aBUCHUT OT MUTAaHUs, BO3SMOKHO KOHTPOJIMPOBATH €ro 3a CYHET
JIMETHI, YTO B COYECTAHHMH C ITazMadepe3oM y ManUueHToB ¢ 00-
ne3ubpio Pedycyma mo3BoisieT JOCTHYb NPaKTHYECKH HOPMaJIbHO-
TO YpOBHSI.

3axniouenue. Y MalEHTOB ¢ HACIECAYEMBIMH HapyLIICHHSIMHI
HEPOKCHCOMHON (DYHKIIMU MOBBIMIEHO KaK COAEPIKaHHUE KUPHOU
kucaorel C26:0, Tak u coorHomenne C24:C22. IloBbllieHue
Tonpko cozepkanust C26:0 peako MpUBOAUT K MPaBUILHON Jua-
rHoctuke. K coxaneHuio, mepokCHcOMHast AUCQYHKIHS He BCET-
Ja MOXeT OBITh JUAarHOCTHUPOBAHA C HCIIONB30BAHHEM TOJIBKO
aHajM3a ma3Mbl. HekoTopele aBTOPHI ONMUCAH CIyyad Hapylle-
HUsI OMOTreHe3a MepoKcucoM, Aeduiura D-OudyHKIIMOHATBHBIX
6enkoB u annn-KoA-okcuaassl y MalMeHTOB, Y KOTOPBIX aHAJIN3
riasMbl He BbIsIBHI OTKiIOHeHui ypoBHst IIKK, ¢uraHoBoii,
MPUCTAHOBOM MJIM KETYHBIX KHCIOT. OueBHIHO, IIO03PEHNE HA
MEePOKCHCOMHBIE HapyIICHUS BCETa CIeAyeT MOATBEPKAATh UC-
cienoBaHueM (GrOpOOIACTOB BHE 3aBHCHMOCTH OT PE3yJIBTaTOB
aHaJIM3a MJIa3MBl.
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