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PEMEPAT Mps1 cpaBHuin nposisiaenusi penmnareronypun (PRY) y n1Byx roMo3nroTHbIX HOCUTEJIEN PEAKOIT My -
Tanuu p.R155H — 6paTa u cecTpsbl, AeTeil OAHNX U TEX 3Ke POAUTEIel, MoIydaBIInX pasjandHoe Jedenne. Takue
MaMEeHTHI MPEJCTABJISIIOT CO00i1 YHUKAJBHYIO MOEJIb, IO3BOJIAIOINYI0 OLEHITh KaK CTeleHb (DEHOTUMIYECKOTO
MPOSBJIEHNsI MyTanum, Tak u 3pdexTurnocts repamm. PRY, 00yciaoBiaennas myranusamMm ¢ J0CTaTOYHOI OCTA-
TOYHOI AKTUBHOCTHIO (PEHILIATAHIMHITPOKCILIA3HL, 3a9aCTYI0 HE BBIABJISIETCS, €CJIN AVAarH03 OCHOBAH MCKJIIOYN-
TEJIbHO Ha KOHIeHTpanuu peHiagsanngaa B KpoBiL Ilogo0nas ommnbka Oblia JomyIeHa B cjrydae OJHOro n3 Ha-
mnX nanueHTos. J[Jifg yMeHbIIIeHIIs1 BEPOSITHOCTH OIINOOK MbI IpeJlaraeM IcIoJIb30BaTh Ui JUATHOCTUKY Dojiee
TOYHBIE METO/bI, HAIPIIME], MaCC-CIEKTPOMETPUIECKUIT aHAJIN3 META00JMTOB KPOBIL, 3P(heKTUBHOCTH KOTOPOTo
MMOKa3aHa B JJaHHOI1 padore.

KJTFOYEBbLIE CJIOBA p.R155H, runepdenniaiannaeMnsa, KApHUTUH B KPOBIL, MaCC-CIEKTPOMETPIS, My Talusd, cpe-
HILIAJIAHNH B KPOBHU, (DEHUJIKE TOHY PUSL.

CMUCOK COKPALLLEHUHA DRY — denunkeronypus; ®PAT — penmnananuaruapokcmiasza; IIHC — nenrpanbaas

"epeHas cucrema; C0 — ceoboaubiit kapunTun; C2—C18 — anpikapHUTHHBL

BBEOEHME

Ddennnrkeronypusa tumna I (kaaccuueckasn) (PRY; MIM
261600) — ayTOCOMHOE perecCuBHO HacjgemyemMmoe 3a00-
JieBaHIe, 00yCJIOBJIEHHOE HEJOCTATOYHOM aKTUBHOCTHIO
penmnanannarnaporcuaassl (PAT; [KD 1.14.16.1]) [1,
2]. HegocraTok pepMeHTAaTUBHOI aKTUBHOCTY OOBIYHO
00yCJIOBJIEH MyTallUAMM B reHe (PeHUJIaJIaHNHTUIPOK-
cuna3ssbl [1]. HenmosHoe npeBpalienne peHMUIATaAHN-
Ha B TMPO3UH M3-3a HEJAOCTATOYHON akTuBHOCT DPAT
NPUBOJUT K HAKOILJIEHUIO B TKAHAX U OMOJOTMIECKUX
JKUAKOCTAX (PeHMJIaJaHNMHA Y TOKCUYHBIX IIPOJYK-
TOB aJIbTEePHATUBHBIX IIyTell ero merabosamama, Ta-
KUX, KaKk (peHMJInmmMpyBaT, BUHMJIAIETAT, PEeHNIJIaKTaT
1 PeHnJIANEeTUITIIy TaMIUH, YTO IPUBOIUT K Pa3BUTUIO
CUMIITOMOB 3aboJsieBaHMsA, B 4ACTHOCTHU cJaboymus.
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PacnpocrpaneHHbIMY TpU3HAKaMU (PEHUIKETOHYPUN
TaKsKe FABJIAITCA YMEHbIIEHNE KOHI[EHTPAI[UN TUPO-
3JHA ¥ M3MeHeHNe DaslaHca aMMHOKMCIIOT B O10JIormde-
CKUX JKUIKOCTAX. [JoBCEMeCTHO ncrnoab3yeMas KJac-
cuduranua crenesn npoasiaerna PKY, ocHoBanHaa
Ha KOHIeHTpaumu PeHnJIaJIaHMHa B KPOBH, ObLIIa Ipel-
aoskena C.R. Scriver u S. Kaufman [3]. Corsracuo N. Blau
1 coasrT. [4] PKY paccmarpuBaeTca Kak KJacCUUeCcKasd
(TAXKeJIas) IpY KOHI[EHTpAIUM (PeHMIIAJIaHNHA B KPOBU
o neueHud bosgee 1200 mxM; kak PRY cpenneii Taxe-
CTM — IPU KOHIIEHTPAIUM (peHnJIalaHMHa B IIpeesax
900—1200 mxM; kak Jerkasa popma — Ipu KOHI[EHTpPA-
nuu 600—900 mxM; kornenTpanuu meHee 600 mxM
JI0 JIeUeHMA pacCMaTpPUBAIOTCA KakK IunepgeHnIaIanm-
HEeMIUA.
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HeonaTanbpHBIN 6M1OXMMIUYECKUI aHAJIUS ABJAETCHA
HauboJiee MIVIPOKO MICIIOJIb3yEeMbIM B HACTOAIlEe BpeMSA
METOAOM paHHell AMAarHOCTUKY reHeTUYEeCKUX 3aboJe-
BaHUII 1 IPeJOTBPAIIEHNA UX I0oCJeACTBUIL BeeMupHasn
OpraHmM3aId 3APaBOOXPAHEHN OIIPeIeJINIIa COMAIb-
HBIE 11 DKOHOMMYECKNE IIPEIIIOCHIIKN AJIA BKIIYEHNUA
3aboJeBaHMA B HAIMOHAJbHbIE IPOTPAMMBI HEOHA-
TAJILHON AuarHocTuky [5]. B HacToAllee BpeMsa HeOHa-
TaJbHas nuarHoctuka @KV, kak oguoro us Haubosee
pacupocTpaHeHHBIX reHeTUYeCKMX 3aboseBaHmii (da-
crora or 1 : 10000 mo 1 : 25000 cpenu eBpoIeonoB
[6]), mpoBomuTCA B GosbIiMHCTBE cTpaH. B Poccuiickoii
Depepanun Takad qUarHOCTUKA IIpeayCcMaTpUBaeT He-
CKOJIBKO M3MEpPEHUII YPOBHA (PeHUIaJaHMHA B I1JIa3Me
KPOBH, IIEPBOE 113 KOTOPBIX IIPOBOANTCA Ha 4 1y b IeHb
rocJie poskaenusi. Ecom oOHapyKMBaeTCs IOBbIIIIEHHbIN
YPOBEHB, TO M3MEpPEHNE TPOBOANUTCA MTOBTOPHO. OZHAKO
IMATHOCTMKA, OCHOBAHHAA TOJIBKO Ha YPOBHe (peHMIIa-
JIAaHMHA B KPOBU, MOKET ObITb HEIOCTOBEPHOI, 0COOEHHO
IpY IOTPaHNYHBIX YPOBHAX. [lJIA TOYHON AMArHOCTU-
kM TpebyroTcsa Oojiee coBepIlIeHHbIE METOABI, 0COOEHHO
B CJIydae MyTallii ¢ OTHOCUTEJIBHO BBICOKOJ OCTATOYHOM
axkTuBHOCTBI0O DAT, Ipy KOTOPBIX YPOBEeHb (peHmIaa-
HMHA B KPOBMU IIOBBIIIIAE€TCA HE3HAYUTEIHLHO, OCTaBasACh
meHee 500 mxM, 4TO HELOCTATOYHO AJIA OJHOIHAYHOIM
JuarHocTurm. Macc-crieKkTpoMeTpuiecKuii aHaJu3 Me-
TabOJMTOB KPOBU MOKET 00eClednThb ITOCTAHOBKY 00-
Jlee TOYHOTO IMarHo3a, OCHOBAHHOTO Ha OIleHKe KOHITeH-
Tpauuy He TOJbKO (PeHNJIaJIaHMHA, HO TaKiKe TUPO3UHA
U IPYTUX aMUHOKNCJIOT, 4YTO, B YaCTHOCTH, [I03BOJIAET
OIpeneanTb COOTHOIIIeHe (DEHNIIAJIAHMHA U TUPO3MHA.
OcHOBaHHBIN Ha YPOBHE MeTa0OJIMTOB IMATHO3 JOJIKEH
MOATBEPIKAATHCA TeHeTUYEeCKYM aHaJIM30M C UIeHTH-
duranueit myraunii resa @Al 1 xapakTepa X HacJe-
AOBaHNA ITPY IIOMOIIM OIIpeneJieHN A HyRKJIeOTUAHBIX I10-
CJIeJIOBATEJIbHOCTEN COOTBETCTBYIOIINX JIOKYCOB.

B macrodlee BpeMa OCHOBHBIM U HamboJiee mMmpo-
KO MCIIOJIb3YEMBIM MeToZoM Koppekuunu @KY apiger-
ca guerorepanusda [7, 8], HanpaBJeHHAA Ipeskie BCce-
ro Ha IpeJoTBpallleHNe TOBPEeKAeHUI [IeHTPAJIbHON!
HepBHOM cucteMsl (ITHC), Begymmx K gerpaganmum yM-
CTBEHHBIX criocobHocTelt. JJisd TOCTIKeHNA 9TO 11eJI
IyeToTepanusa NOoJKHA HauMHATHLCA He I03Hee He-
CKOJIbKIX HeJeJb II0CJIe POKAeHNA. Byay4u B 11ej10M
JOCTaTOYHO 3(p(PeKTUBHOI, Takad A1eTa OTpaHnYnBa-
eT rorpebiieHne 6€JKOB KUBOTHOI'O IPOVICXOXKIEHNA,
YTO MOMKET IIPUBECTY K YMEHBIIIEHNIO KOHIIEHTPAIINMIL
cBobomuoro kapuutuHa (C0) n anmakapanTuHoB (C2—
C18), u, kak cjencTBUe, K HAPYIIEeHUAM MeTaboan3ma
¥ PYHKIVOHVPOBAHUA MUTOXOHAPUI Y HEKOTOPHIX IIa-
1eHToB [9].

B pmannoit pabore MbI onipenienAau ypoBHM MeTab0-
JIMITOB B KPOBU IIPY HAJUYNM U OTCYTCTBUM IMETOTe-
panuu y IByX POACTBEHHBIX FOMO3UTOTHBIX HOCUTEJIEN

accorumposBanHoil ¢ PRY myranym p.R155H rena OAT"
C MCIIOJIb30BAHMEM MaCC-CIIEKTPOMETPIYECKOTO aHA V-
3a BBICYILIEHHBIX 00pas1[oB KpoBu. BaM3KOPOACTBEHHBIX
TOMO3UTOTHBIX ITAIMEHTOB C PAB3JIMYHBIMY MICTOPUAMNI
MCIIOJIb30BAHUA AMETOTEPAIINI MOXKHO PaCcCMaTpPUBATh
KaK YHMKaJBHYIO MOZEJIb IJIA UCCJIEeNOBAHNA KaK (PeHO-
TUMINYECKOTO ITPOABJIEHNA MYyTalUM, TAK U 3(PPeKTUB-
HOCTY TepPaInuiL

SKCMEPUMEHTAJIbHASY YACTDb

Ob6a manueHTa ABJAITCA JEeTbMM OITHUX U TeX Ke Po-
nureseit. Y neBouku (1), posxkmennoir B uione 2009 roga
B Poccun, @KV BrIABJIEHA B Ipollecce HEOHATAJBHOM
OMOXMMMUYECKON QUMAarHOCTUKMY, M OHA IloJIydaJtia Jue-
Ty C OTPaHUYEHHBIM COAepKaHmneM (PeHnJIaTaHNHa CO
BTOPOTO MeCAIA $KMU3HU. Y MaJbuuKa (2), posKIeHHO-
ro B utoge 2001 roga B Y3bekucrane, HeoHaTaJbHasd
IuarHocTuka He BblABuia PRY, 1 Kk HeMy He npu-
MeHANU nuetorepanun. O6pasibl KpoBU AJIA Macc-
CIIEKTPOMETPUUECKOr0 aHaumaa Obay B3ATH B 2010
roJy, IIPUMEPHO Yepes roJ [oCje HavaJlia AMEeTOTEPAIIA
y manyenTa 1. B 5o ske Bpema npoBeieHa OlleHKa PuU3u-
geckoro passutud u craryca ITHC nmanmeHToB, KOTOpas
He BbIABUJIA KAKUX-JIMO0 CYII[eCTBEHHBIX OTKJIOHEHMUIL
VlccnenoBaHne TpOBOAMIIM B COOTBETCTBUM € TpeboBa-
HUAMM KOMUTEeTa 10 MeauIMHCKOo 3Tuke VIXBDPM CO
PAH.

B mporecce HeoHaTaJNbHONM OUarHOCTUKM 0Opas-
1IbI KPOBU cOOMpaJI, UCIONIb3YA OyMasKHbIe (PUIbTPBI
(Perkin Elmer, ®uHnaaaamA), KOHLIEHTPALMIO (PeHMIa -
JIAaHMHA B KPOBU OINIPENEeJIAN C CIOJb30BAHMEM aHa-
ausatopa Delfia/Victor u mzabopa peakTuBOB mpoms-
Bogutensa (Wallac Oy, ®unnaunnusa). emomuyro JTHK
BBIJIEJIAJN U3 KPOBU KaK onucaHo paree [10]. Myramyn
B rete QA nneHTNPUIMPOBAIIN, OIIPENeJIAsa MEeTOIOM
Courepa no asym nenam JHK mykigeoTnnHable mocie-
IoBaTeJbHOCTY MPORyKTOB ITITP-amnimndpuranmum 06-
JacTell BCeX DK30HOB U IPUJIIEKAINNX PaioOHOB MH-
TpoHOB reHa PAI" ¢ ucnonb3oBanneM Habopa BigDye
Terminator Cycle Sequencing Kit v.3.1 u rensoro
anasmaaTtopa ABI 3130x1 (Applied Biosystems, CIITA)
B IIKII «I'enomuka» VIXBPM CO PAH. Hykaeotunabie
nocieposareabHocT JHK obGoux mainmeHTOB OBLIN
UAEHTUYHBIMY ¥ COOTBETCTBOBAJIM U3BECTHBIM IIOCJIe-
JoBaTeJbHOCTAM reHa PAI 3a UCKJIIOUEHNEM MyTaluM
p-R155H. HykmeoTuaHble I0CTIEL0BATEIBEHOCTU POTUTE-
JIeii ManyeHTOB IT03BOJINIIM ITIOATBEPIUTD HACJIeJOBAHIE
myTtanuy p.R155H. Macc-cnekTpoMeTpruecKnii aHaIN3
comepsKaHusA (peHMNaJaHMHa, TUPO3MHA U aIUJIKaPHU-
TuHOB IpoBoauau B ITKII Macc-crieKTpoMeTpudecKoro
anasmsa VIXB®PM CO PAH c ncrnonb30BaHNEM CTaH-
JapTHOI npoueaypsl [11]. VMicnosb3oBaanu peakTUBbI
LIS TIOATOTOBKM 00pasIloB ¥ BHYTPEHHNE CTAHIAPTHI
u3 Habopa AJA AUMaTHOCTUKY HOBOPOYKIAEHHBIX Amino
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acids and acylcarnitines kit # 55000 (Chromsystems
Instruments & Chemicals, 'epmanusa), o0pasiger ro-
TOBWJIV COTJIACHO IIPOTOKOJIY ITPOM3BOAUTENA Habopa.
AHau3 IPOBOANIIN C UCIIOJIb30BAHNEM CUCTEMbBI TaH-
zeMHOro macc-cruekrpomerpa Agilent 6410 QQQ ¢ cu-
cremoit nounadanum ESI, 00 beIMHEHHOTO C CUCTEMOIL
JKUAKOCTHOM xpomaTorpacdgun Agilent 1200 (Agilent
Technologies, CIITA). KosyecTBeHHBIN aHAJIN3 TPOBO-
VI B PEsKVIME MOHUTOPYIHTA MHOYKECTBEHHbBIX PeaKIINi
(MRM) c obunm BpemeneM aHasnsa 2.5 MmuH. CursaJ
PErMCTPUPOBAJN U aHAJMIUPOBAJIN C UCIIOJIb30BAHMEM
nporpammbl MassHunter v.1.3.

PE3YJIbTATbl U OBCYXXOEHMUE

Toueunaa mytanusa p.R155H apnaerca 3amenon G Ha A
B CTPYKTYype 3K30Ha 5 rera DAL, mpuBoAAIIeil K 3aMeHe
apTrMHMHA B KaTaJautudeckom gomene @AT Ha TUCTUIMH.
OcTaTo4yHaA aKTUBHOCTH (PEPMEHTa, COLEPIKAIIIETO My-
TAIVIO, OCTAETCS JJOCTATOYHO BBICOKOI, TpuMepHO 44%
OT MICXOJIHOVA, corJiacHO JaHHBIM http://www.biopku.org
[12]. IToaTomy myTanusa p.R155H cunraercsa acconmmpo-
BaHHOM ¢ runepdeHnJaaHMHEMIEN ¢ OTHOCUTETbHBIM
K03 PULIMEHTOM KOPPEeAINY I'eHOTuIIa U peHoTumna 8
1o mkaJie, npexpsoskenHoi Guldberg u coaBt. [1]. OTa
penkasa MyTaluA paHee Oblia OIMCaHa JUIIb B OJJHOM
ciaydae B codeTaHuu ¢ myranuen p.D143G y manuenra
¢ nuarHosoMm runepdgennnanannaemud [13]. Hamu us-
Y4eHBI IBa POKIEHHBIX OT OJHUX POAUTEJEN roMO3U-
TOTHBIX HocuTesdsa myTaunuyu p.R155H, oqun 13 KOTOPBIX
[I0JIBEPraJICA AMeTOTePalN, B TO BpeMA KaK JIPYroi —

HeT. Byy4u roMO3UTOTHBIMIM HOCUTEJIAMI MYy Tal[i, Ta-
KJ€e NaIeHThl Jal0T YHUKAJIbHYIO BO3MOYKHOCTb HEIIO-
CPEeJCTBEHHO M3YYNUTh CTEIEHb IPOABJIEHUA MYTAlUN
Ha ypoBHe (peHOTHUIIA, B TO BpeMA KaK CylleCTBEHHbIE
pasanunsa B IPMMeHABIIIelicA Tepanny II03BOJA0T Olle-
HUTDb €e CPaBHUTEJIBHYIO 3(P(PEKTIBHOCTS.
ITepBoHaYaJIBbHOE (PEHOTUNNYECKOE IIPOABJIEHNE MY -
raruy p.R155H y nanyeHTOoB 1 1 2 HECKOJIBKO pa3inda-
JIOCh, HECMOTPS Ha OJIMHAKOBBI T€HOTMUII I10 JIOKyCy DAL’
7 0011YI0 POOCIIOBHYIO. KoHIIeHTpanya peHnIaJaHHa
B KPOBY B MOMEHT HEOHATAJIbHOM NMArHOCTUKN y ITaly-
enra 1 cocraBuisa 1100 MM, Ha OCHOBaHUM Yero OBLI
nocraJieH auario3 PKY cpenneil TakecT u npes-
nucaHa guerorepanus. Y nauuenta 2 @KV He Oblia
JMarHOCTMPOBaHa B IIpOllecce HEOHATAJIbHOM AMarHo-
CTUKMU, IpoBOoauBIIelica B Pecniybauke Y30ekucras,
BO3MOKHO, B CMJIY Pa3HbIX CPOKOB I CTAHZIAPTOB JMa-
rgoctuky. B 2010 rony ypoBeHb (peHMIJIAIAHMHA B KPO-
BU DTOTO IaimenTa coctaBui 497 = 13 mxM (mabauya),
YTO COOTBETCTBYET MaKCUMyM runepdeHnIasaHHe-
vy, Taxum 06pas3oM, Ipy UCIIOIB30BAHNM B KaYECTBE
KPUTEPUA TOJBKO YPOBHA (DEHNJIAJIAHNHA KPOBU MO~
HO 3aKJ0UNTh, 4To reHotur p.R155H/p.R155H mosxker
IIPOABJIATLCSA JOCTATOYHO IIMPOKUM CIIEKTPOM CUMIITO-
MOB — OT cJ1ab0 BBIpaYKeHHOII ruepgeHnIaiaHHe MU
o DRV cpenneit TaAKeCcTM, B 3aBUCUMOCTY OT IPYTUX
OMOXMMMUYECKUX 0CODEHHOCTEl TTalMeHTa, aCCoOIUNPO-
BAHHBIX, HAIIPMMED, C II0JIOM, COCTABOM IIMTAHNA B HE-
OHaTaJbHBIN Nepuol 1 T.II. IIpu 3ToM HeoOHaTaJbHAA
JIMarHOCTUKA, OCHOBaHHAadA Ha KOHIeHTpaIuu peHu-

KoHueHTpauym meTabonuToB KPOBH MO AaHHBIM MacC-CMEeKTPOMETPHM

M Konnenrpanns merabosmra, MEN MeauaHHOe 3HAUEHIE Y 3I0POBBIX JeTeit
eTabouT gy
manuent 1 HaIMeHT 2 (5-11—95-11 mpouerTNaN), MEM (110 mauHBIM [14])
DeHnnaIaHNH 298 =10 497 £ 13 45 (32—64)
Tuposun 43 £ 2 86 =2 84 (48—159)
Dennnananns / Tuposux 6.9=+03 5.8 +0.1
Csobopubiit kapanTu (C0) 31.7+04 440=1.1 15.5 (9.2—26.4)
AnerunrapanTtus (C2) 104 = 0.7 11.9+0.3 17.3 (10.1-29.4)
ITpormmonnnrapunTuH (C3) 1.48 = 0.04 2.68 0.2 1.42 (0.81—-2.56)
Byrupnnrapuutns (C4) 0.11 = 0.02 0.15 = 0.02 0.19 (0.12—0.30)
VlzoBanepunrapunTus (CH) 0.11 =0.01 0.11+0.01 0.09 (0.06—-0.17)
T'excanonnkapuantyuH (C6) 0.04 = 0.01 0.09 = 0.002 0.05 (0.02—0.10)
OxranounkapHUTHH (C8) 0.02 = 0.002 0.06 = 0.02 0.05 (0.03—0.08)
JerxanomarapauTtus (C10) 0.02 = 0.002 0.07 = 0.002 0.07 (0.04—0.13)
HonexanomnakapuutyH (C12) 0.03 =0.02 0.09 = 0.002 0.08 (0.04-0.19)
TerpanexkanonakapanTyH (C14) 0.06 = 0.003 0.07 = 0.002 0.18 (0.11-0.31)
T'exkcanexanonakapuutns (C16) 0.56 = 0.02 0.53 =0.02 2.93 (1.65—4.76)
OxraneraHomakapHuTyH (C18) 0.34 =0.01 0.32 = 0.01 0.86 (0.52—1.43)

anMe‘-IaHMe. npeﬂ,CTaBneHbl cpenHue 3Ha4YeHna + CTaHOQapTHas owmbka cpepHero nNaTtm 1nnu LecTm M3mepeHm71.
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JaJlaHVHAa B KPOBJY, MOYKET He BBIABUTH 3aboJsieBaHMeE,
YTO M IIPOM3OLILIIO C TTAIMEHTOM 2.

O P eKTUBHOE UCIIONB30BaHNE MACC-CIIEKTPOMETPUA
1A To4uHOI nuarnoctuky @KY, ocoberHo npu npome-
JKYTOYHBIX KOHIIEHTpaIMAX (peHnJIaJaHHa B KPOBI,
omucaHo B paborax Chace u coasr. [15, 16]. B kauecTBe
60J1ee TOYHOTO ¥ CEeJIEKTUBHOIO KPUTEPUA JUATHOCTN -
KM BMECTO KOHIIeHTpauun peHuJIaaHHa OHU IIpe-
JIOYKUJIM MCIIOJb30BaTh OTHOIIEHNME KOHIeHTpaluu
dheHMIIANIaHNHEA ¥ TUPO3MHA, IIOCKOJBKY TP 3TOM KOP-
PEKRTUPYIOTCA M3MEHEHM 00I11er0 YPOBHA aMIHOKMCJIOT.
OrTHoIlIeHrEe KOHIIEHTPAaIit peHnIa aHMHa U TUPO3MHA
B KPOBU B HOpMe HaxoauTcs B Auanazone oT 0.49 no 0.93,
MOBBIIIASACH 10 3HaUYeHui1 ot 1.3 1o 14.3 y 6osbHbIX PKY
[15, 16]. MBI 3aperucTpmupoBajy BbICOKME 3HAUEHUA DTO-
ro mapamMeTpa, ABHO ¥ OJJHO3HAYHO COOTBETCTBYIOIIVIE
DKY kak y mammenta 1 (6.9 = 0.3), Tak 1 y maimeHra 2
(5.8 = 0.1) (mabauya). B To ke BpeMsa ponuTesn mauy-
€HTOB — reTe€PO3UTOTHbIE HOCUTEJIV My TalN, UMeJIN OT-
HOLIEHVA, XapaKTepHbIe JJId 300p0BbIX Jiogeii: 0.9 = 0.1
(matp) 1 0.7 = 0.02 (oTern).

Mpbr Takske onpeniesniy yPOBHM KapPHUTUHOB B KPO-
BJ IIAIIVIEHTOB (Mabauya) ¥ CPaBHUIIM UX C faHHbIMU 20
310poBBIX feteli [17]. Panee ObL10 TOKa3aHO, YTO YPOB-
HI KapPHUTUHOB MOTYT OBITH IOJIE3HBIM KPUTEPUEM
IpY UAEHTUPUKAIM BPOXKIEHHBIX cOoeB MeTaboam3-
Ma, ¥ OHM CYILIECTBEHHO MEHAIOTCHA PV Pa3JIMUYHbIX
MmeTabosnmdecknx HapymeHnuax [18]. Takske oTMedeHo,
4TO KOHLIEHTPaIMM KapHUTMHOB 3HAUNTEJIBLHO ITOHMKA -
I0TCA B KpoBU nanyeHToB ¢ @RY nocie nuetorepanun
C IIOHMIKEHHBIM COZepKaHueM (peHuIaNaHNHa, eCIIN
OHa He JomoJiHAeTcA KapHuTuHaMu [19]. Y Hammx mna-
LJIEeHTOB BBIABJIEHO He3HAUNTEJIbHOE CHIIMKEeHNe 00IIe-
ro ypoBHA KapHUTUHOB (44.9 MM y nanmenTta 1 u 55.2
MKM y narmeHnTa 2) OTHOCUTEJIBHO HOPMAJIbHBIX YPOB-
Helt, KoTopble cocTaByAT 60—100 mxM [20]. OCmne
ypOoBHM anuarkapHUTUHOB (13.2 MxkM y namuenrta 1
n 13.9 MM y nanmenTa 2) IOJHOCTBIO COOTBETCTBOBAJIN
HOpMe. Bo3MOKHBI fepUINT KapHUTIHOB MbI OIIpeie-
JIAJIM 110 OTHOLIEHMIO KOHIEHTPpaluil aluJIKa pHUTIMHOB
¥ CBOOOIHBIX KapPHUTHHOB. 3HaueHuA (0.42 y manyeHTa
1 n 0.33 y narnmenTa 2) ObLIM 3HAYUTEJILHO HIUYKE BEPX-
Hero npegesa HopMel (0.6), 4TO cBUIETEILCTBYET O JO-

CTaTOYHBIX YPOBHAX CBOOOHOTO KAPHUTMHA, & TaKKe
0 COOTBETCTBYIOIIIE} HOPME JI0JIe CBA3aHHBIX (DOPM Kap-
HuTYHA. TakuM 06pa3oM, KOHIIEHT AN alMJIKa PHUTH-
HOB y HaIlIX TOMO3UTOTHBIX HOocuTesei p.R155H 6b1amn
B IIpejiesiaX HOPMBI, HECMOTPSA Ha TO, YTO PAJ MCCIEe0-
BaHMii [21, 22] cCBUAETENBCTBYIOT O 3HAYUTEJIbHBIX OT-
JMUNAX KOHIIEeHTPaii aliuIKapHUTIHOB y MalIeHTOB
¢ kyaccuaeckoit PKY ot HOpMEL

BbiBOAbI
Mer1 o6cnenoBasu IByX 0JIM3KOPOACTBEHHBIX TOMO3UTOT -
HBIX HOCcuTesael mytauun p.R155H, accoumnpoBauHoit
¢ @KY, ¢ pa3iInYIHbIMM UCTOPUAMHU TEPATINI: OAVIH IO~
BepraJjicsA IMeTOTepanni, a Pyroii JIeueHna He T0JTyda L
B cayuae ncnosb30BaHMA KOHIIEHTPAIUY (peHMIaTaH-
Ha B KPOBM B Ka4eCTBE €AVHCTBEHHOTO JMarHOCTUYECKO-
ro kpurepusa @PKY cocTosHMe OTHOTO MAlVIEHTa CJIeNy-
eT KJaccu(uUIMpoBaTh Kak runepdeHniajaHMHe MU,
a gpyroro — kak @PRY cpernueii TaxecTu. B To ske BpeMsa
JCIIOJIb30BaHME OTHOIIIEHNA KOHIIEHTPAIMil peHnIaa-
HMHA ¥ TUPO3VHA B KAYECTBE KPUTEPIA ITIO3BOJIAET J10-
CTOBepHO muarHocTupoBaTb PKRY y 000ux maimeHTOB.
Takxum 06pa3oM, ypoBeHb (peHUIaJIaHHA B KPOBU CaM
110 cebe He MOJKeT CJIYKUTH JOCTOBEPHBIM KPUTEPUEM
nuarHocTuky PRY Bo Bcex cirydaax U He JOJIXKEH JC-
[10JIb30BATHCA B KAYECTBE €AVMHCTBEHHOTO JUAarHOCTH-
JecKoro Kpurepus. Hamm naHHbIe TOATBEPIKIAIOT BO3-
MOXKHOCTbD MCIIOJIb30BaHNA COOTHOIIEHA KOHIIEHTPAIIi
peHMNIATAHNHEA U TUPO3MHA B KauecTBe 00Jiee TOYHOTO
¥ JOCTOBEPHOTO KPUTEPUA NPU HEOHATAJBHON IMarHo-
cTuke. Mbl TakiKe [I0Ka3aJi BOBMOKHOCTD MCIIOJIb30-
BaHMA MacC-CIIEKTPOMETPUYECKOr0 aHAIN3a B KAUeCTBe
OCHOBHOTO MeTOJla HEOHATAJIbHOI nuarHoctury ORY.
OnpenesieHHble HAMM KOHIIEHTpaluyu CBOOOIHOI
U CBA3aHHBIX (POPM KaPHUTMHOB B KPOBU CBUJIETEIb-
CTBYIOT O TOM, 9YTO 'OMO3UTOTHBIE HOCUTEJIM MyTallN
p-R155H, BepoATHO, HE UCHBITHIBAIOT CYI[€CTBEHHBIX
OTpaHNYEHNI YHEPTeTUIeCKOro 0OMeHa B KJIeTKaX, B OT-
JI4ye OT HalleHTOB ¢ KJjaccudeckoii PRY nan OKY
cpenHel TAMXKEeCTH. @

Paboma svinoarena npu noddepiicke npoexmos
I'3(Ne 0309-2019-0020 w 0309-2019-0007 ).
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