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KIIMHUYECKAYA 3HAYUMOCTDb

Okoo 60% HaceneHUs MMpa UCMbITbIBAET TPYAHOCTM B NepeBapuBaHUM Nak-
TO3bl — AMCaxapuaa, COAEPIKALLErocs B MOSIOYHbIX MPOAYKTaX. DTOT MokKa3aTesb
BapbMpyeTca oT 28% B €BponencKmnx nonynaumax o 70% Ha bamxkHem BocToke
[1]. HemepeHoOCMMOCTb NaKTO3bl — KAMHUYECKM MPOABAAIOLAACA BPOXAeHHad
MM npuobpeTeHHaa HecrnocoBbHOCTb paclUenaTb akTo3y BCNeACTBME CHU-
YXEHUSA aKTMBHOCTM depMeHTa NakKTasbl (1aKTa3HOM HeOooCTaTo4HOCTWM). Henme-
peBapeHHaa fakTo3a 06M1afaeT OCMOTUYECKOW aKTMBHOCTBIO, YTO MPUBOAUT K
MOBbILLEHUNIO OCMOTUYECKOTO AaBNEHMS B TOHKOM KULLEYHUMKE W YCKOPAET Nepu-
CTanbTUKY. MpKY NonagaHMKM NakTo3bl B TONCTbIN KMLLWEYHMK OHa pacluenaaeTcs
6aKTeEPUAMMU, UTO COMPOBOXKAAETCH MPOoAyKLIMen BOMbLLIOIro KOMmM4YecTBa KOpOTKO-
LLeMOYEUHbIX YXMPHbIX KUCMOT M ra3oB, BK/ItOYasaA MOTOYHYIO KMCIOTY, MeTaH, BOLO-
pon U yrneKucnbln ras. MMeHHO OHU BbI3blBAtOT KIMHWUYECKME CUMMTOMbI: 6011
B XXMBOTE, TOLLUHOTY, AMapeto U METEOPU3M [2].

MpW 3TOM B HEKOTOPbIX CydYasax HeCNoCObHOCTb pacllennaTb aKTo3y npoTe-
KaeT 6eCCMMMNTOMHO, a 3a60MeBaHNEM CYUTAKOTCH TONMbKO MaHW@ECTHble cry4vam
c GopMUPOBaAHMEM BTOPUUHbBIX METaboNMMYECKMX HapyLLeHW, 3a0eP KoM pas-
BUTUS U/UNU BANAIOLLME Ha COLMANbHYIO akTUBHOCTb.

KnuHuuyeckas kKnaccudukaums JlakTa3zHOM HepgocTaTouyHocTuU [3]:

BpoykaeHHad naktasHaa  OTHocuUTeNbHO peakoe 3aboneBaHWe, 0ByCcnoBneHHoe MyTa-

HEeOOCTaTOYHOCTb LumMein B reHe nakrasbl (LCT), NpoaBastoLLeecs C NepBbiX AHEN
YKU3HKM pebeHKa. MoXeT COnpoBOXOaTbCa MeETaboTMYECKMM
aLUMO030M BCMeACTBME AMapeun U rmnepkKanbumeMmei

TpaH3uTOopHaa NakTasHaa HabnogaeTca y HeJOHOLWEHHbIX AeTel U XapaKTepusyeTcsa

HEe[OOCTaTOYHOCTb HU3KOM aKTUBHOCTbIO NTaKTa3bl — HE3PeNocTblo hepMeHTa-
TUBHbIX CUCTEM MPU POXAEHWU. B nepBble Heaenu MuUsHm
pebeHKa NnakTasHaa akTMBHOCTb HOPMasM3yeTca

NepBMYHaa NakTasHasa LLInpoKo pacnpocTpaHeHHoe cocToaHMe, obycroBneHHoe
HegoCTaTOYHOCTb reHeTUYeCKMMM MoONMMOPPU3IMaMKM B SHXaHCEPE reHa NaK-
Ta3bl, PACroOIOXXeHHOM B reHe MCM6. B nepBble MecsALbl
YKU3HU pebeHKa aKTUMBHOCTb JlakTa3bl BbiCOKad, Mocre 3a-
BeEpLUeHMa nepuopa rpyaHoro BCKapMAMBaHUG MPOUCXO-
OUT ee CHMKeHMe nNpu MopdONOrMYecK COXPaHHbIX dHTe-
pouunTax. Hacnegyertca no ayTOCOMHO-PeLLECCUBHOMY TUMY

BTopunyHas naxkrasHagqa CHWMXEHUE aKTUBHOCTM flaKTasbl, CBA3aHHOE C rnoBpexae-

He[oCTaTOYHOCTb HUEM 3HTEPOLIMTOB, BO3MOXXHO MPU MHPEKLIMOHHbBIX (KM-
LweyHaa UHDEKLNA), UMMYHHbIX (HEMepeHOCUMOCTb BeNKoB
KOPOBbEro MOOKa), BOCManmTeNbHbIX MPOoLLeccax B KMLLEY-
HUKe, @ TaKXKe NPU aTPOPUUECKMX MIMEHEHUAX (MPK Lenu-
aKMK, nocre ONnTeNbHOro nepmoaa NonHOro napeHTepanb-
HOMO MUTaHUA U AP.) U HegocTaTKe TpodUYecKmx GakTopoB
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MeToabl ANAarHOCTUKM JlTaKTa3HOM HeJoCTaTOYHOCTM [4]:

® [1MarHoCTUKa Mo U3MeHeHUIo AueTbl npeanosaraeT Hafmyme CoOoOTBETCTBY-
oLen CUMMNTOMAaTUKM MPU YNoTPebneHn Cofepyallx NakTo3y MNpoayKToB
M yMeHblUeHre CUMMTOMOB MpK Nepexone Ha 6e3/1aKTo3Hyo AUETY UAN UC-
Mosb30BaHUK depMeHTa NaKTasbl.

® JlabopaTopHble aHanu3bl Kana MoryT BK/toUYaTb onpeaerneHme obLero co-
OepyKaHua yrneBoOoB B Kane v onpedeneHne pH kana. OnpeneneHne o6-
Lero cofepykaHusa yrneBoOoB He nosBonaeT anddepeHLUMpoBaTh pPasimy-
Hble BMObl AMCaxapuaasHoM HeAOCTaTOUHOCTU (3TO CTAaHOBUTCA BO3MOXKHbIM
MpPUW BbINOMHEHWIM XPpOoMaTorpadMUecKoro aHanmsa yrneBonoB Kana), ogHaKo
COBMECTHO C KITMHUYECKUMU AaHHbIMU BMOSIHE AOCTAaTOYHO ANA CKPUHMHTA
M KOHTPONS NpaBuibHOCTK Nogbopa ameTbl. OnpeneneHue pH kana (8 HopmMe
5,5 1 Bbille) OTpaaeT MpoLecChl BPOXEHUA B KULLIEUHMKE: MPU NaKTasHOM
HEeOOCTaTOYHOCTM PH CHUYKaeTcs.

® OnpepeneHue copep)XaHUA BoaopoAa, MeTaHa unu MeyeHHoro “C CO,
B BblAbIXxaeMOM Bo3ayxe. MeTofbl MO3BOAAT KOCBEHHO OLLEHUTb aKTUB-
HOCTb MUKpPOdAOPbI MO depMeHTaLMM NaKkTo3bl. ONpenenarTb KOHLEHTPaLMIO
ra3oB LenecoobpasHo rnocrne 4o3MpoBaHHOM Harpy3sKm 06bIYHON MU Mede-
HOWM NaKTO30M.

® [NIMKeMUUYECKUIN Harpy3o4HbI TECT C NAKTO30M. YPOBEHb MMMKEMUUN, PETn-
CTPUPYEMbIM 00 U NOC/e HarpysKmM NakTo30M, OTpaXKaeT CyMMapHbI pe3yrb-
TaT pacllennieHns 1 BcacbiBaHWS NaKTO3bl B TOHKOM KULLIKE.

® OnpepeneHMe aKTUBHOCTU NaKTasbl B 6MonTaTax C/IM3UCTON O6GOJIOUKU
TOHKOWM KULUKW. /IHBa3MBHOCTb, CJTIOXHOCTb M BbICOKasi CTOMMOCTb MeToa or-
PaHUUYMBAIOT €ro NpMMeHeHMe B MoBCeAHEeBHOM MpaKTuke. KpomMe Toro, 4yeT-
KON KOpPenaumm Mexay CTerneHblo CHUMXEHWS NTaKTasbl B KULIEYHUKE U KNU-
HUYECKOM KapTUHOW HET, Ha MoslydeHHble pe3ynbTaTbl MOXET BMUATb MEeCTo
B34TMA BMonTaTa.

® [eHeTHn4YecKoe uccregoBaHME MOXHO MCMONb30BaTb 419 OAMATHOCTUKM re-
HEeTNYeCKnX CbOpM HenepeHoOCMMOCTU JTaKTO3bl — BpO)-K,EI,eHHOﬁ 4 I'IepBl/I‘-lHOlZ
NTAKTa3HOM HeJOoCTaTOUHOCTU.

MNepBMYHaa NakTasHasg HeaOCTaTOYHOCTb acCoLMMPOBaHa C NoanmMopdraMamMm
B perynatopHoi obnacTy reHa fakTasbl, PacnooXeHHoM B reHe MCM6. B eB-
porenckmx nonynaumax Hawmbonee pacrnpocTpaHeHbl ABa nonaMMopdusma:
-13910 T>C n -22108 G>A MCME:

MepcucteHums nakTasbl JlakTa3zHaa HeaoCTaTOYHOCTb
-13910 T>C TT,CT cC
-22108 G>A AA, GA GG
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Mexny reHotunamm -13910 T>C 1 -22018 G>A oTMedaeTca koppenauma. CornacHo
nccnenoBaHMAM, NPoBedeHHbIM B lNonblue, y 42,4% ntogen ¢ reHoTunom -13910CC
HabntogaeTca BapmaHT -22018GG. Mpur 3ToM y Bcex nuL, ¢ -22018GG 6bin BbiaBNEH
reHoTunn -13910CC, Ho He Hao6oPOT [5]. YKazaHHble reHOTUNbI LLIMPOKO pacnpocTpa-
HeHbl B EBpone 1 B Poccuinckom denepaumm [6].

[eHeTnUeckoe TeCcTMpoOBaHWe ONa onpefeeHna pUcka HenepeHOCUMOCTU JlaK-
TO3bl, OCHOBaHHOE Ha BbIABNEHUN TOMbKO NonmMopdmama -13910 T>C, asnqaeTtcq
6onee NHGOPMATUBHbBIM U MO3BOMAET CHU3UTb CTOMMOCTb MCCNefoBaHMUS.

HeobxooMMo y4nTbiBaTh, YTO Hanmume reHotmna -13910CC He Bcerma cornpoBo-
YKOQEeTCa HEeMepPeHOCMMOCTbIO M1aKTO3bl. Ha pasBuUTUE KIMHUYECKOW KapTUHbI
OKa3blBalOT BAVSAHME TaKMe GakTopbl, KakK KOMMYeCcTBO MoTpebnaemMomn nakTosbl,
MPUCYTCTBME B KULLEYHOM MUKPOBMOTE CMOCOBHbIX K depMeHTaL MM NaKTo3bl
bakTepui ponos Lactobacillus v Bifidobacterium, BpeMa NpoaBUyKeHUa ML
no XXKT v gpyrmne dakropsbl [7].

Habop peareHToB «[eHeTUKa MeTaboNM3Ma NakTo3bl» MpeaHasHadeH anga onpe-
neneHmnsa nonmmMmopdmamMa -13910 T>C B reHe MCM6, acCOLMMPOBAHHOIoO C Hene-
PEHOCMMOCTbIO NaKTO3bl, METOAOM [1LP B pexxmme peanbHOro BpeMeHu.

NCCJIEAOBAHUE PEKOMEHAYETCH

% ON9 ONAarHoOCTUPOBaHMS MM NMPOrHO3MPOBaHWA BO3HMKHOBEH WS 1aKTas3-
@ HOWM HeJoCTaTOYHOCTW, CBA3aHHOM C MoinMopdr3MaMm reHa MCM6

UCCNEQYEMbIA MATEPUAN

® LlenbHada Nnepudepmyeckas KpoBb
® cyxue NaTHa KPoBM
® OyKKalbHbIN 3NUTENNN

OCOBEHHOCTU HABOPA PEATEHTOB

® MynbTUnNeKcHbIn dopMaT — B OHOM MPobKpKe OAHOBPEMEHHO onpeae-
NaTCca HecKosibko OHK-MuLeHen.

® BHYTPEHHUN KOHTPOJIb — OLleHKa KayecTBa BblaeneHmna JHK v npoTekaHua
MoIMMePasHoOM LLernHoOM peakumn.

® ABTOMaTUUYeckoe popMUpOBaHUE 61aHKa pe3ynbTaToB MPW UCMOMb30Ba-
HUM peKoMeHayeMbIX aMmnndukaTopos cepum OT 1 MO RealTime_PCR.

® Hanwuuwme ¢oai4'|nos C napamMeTpaMm TECTOB /19 aBTOMaTUYECKOM YCTaHOBKMU
HeobXxoanMbIX HaCTpPOEeK 1N pacyeTa pe3y/1bTaToB.
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XAPAKTEPUCTUKUN HABOPA PEATEHTOB

CocTaB Habopa peareHToB:
cMecb anga amnnmndumkaumm: MCMe: -13910 T>C

nonmmMepasa TexHolTag MAX
MuP-6ydep
MUHepanbHOe Macno

KOHTPO/bHbIM 06pa3eL, (HacTag roMO3MroTa) — TOMbKO B KOMMeKTaLmm N2 2
KOHTPOMbHbIN 0bBpa3el] (peakad roMo3UroTa) — TONMbKO B KOMMNEKTaLmm N2 2

Habop peareHTOB paccunTaH Ha 48 onpeneneHuni, BKItoYasa NoMoyKUTENbHbIN

nortpnuarten bHbIN KOHTPO/J1bHbIE o6|oa3u.b|.

@

Bpemsa npoBeneHus aHanusa
(6e3 yueTa NnpobonoaroToBKM): oT 1,5 Yacos

KAHAbI QETEKUUUN NPOAYKTOB AMIVTTIMOUKALNN:

Monnmopounsm KaHanb! geTekumm annenbHbIX BAPUAHTOB U BHYTPEHHEro KOHTPONS
(HanmeHoBaHue
CMecK Ans amnin- Fam Hex Rox Cy5 Cy5.5
dukauunn)
MCM6: -13910 T>C C T — BK* —

* CucTtema BHyTpeHHero KoHTpona (BK) npencrasnaeTt cob6om cucteMy amnnmbukaumm
reHoMHoM [IHK yenoBeka, mo3BondaeT oUueHUTb Hanunume JHK B aMnamndmKaLMoHHOM
NpPobUpPKe N NCKTIOYNTL OLLUMOKM FreHOTUMMPOBAHMA.

AHanuTn4yeckas
UYBCTBUTENIbHOCTb

He MeHee 1,0 Hr HK yenoBeka Ha aMMAMOUKALUMOHHYO
npobupky (300 konumin OHK)

PEKOMEHAYEMDIE MATEPUATJIbI U OBOPYOJOBAHUE

s N
Ha6opbl peareHTOB
ANS BblAeNeHNA HYK/IEUHOBbIX KUCNOT AeTekTupylolyme amnanpukarope
= [1POBA-TC-TEHETUKA = [OTnpanm
= T[1POBA-PAMNO-TEHETUKA = OTnawt
= TPOBA-LIMTO CM « 1T-96
= [POBA-MY MAKC
= [1POBA-OMNTUMA
= [IPOBA-OMNMTUMA MAKC
L 000 «HIMO AHK-TexHonormnsa» )
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NMPOrPAMMHOE OBECIEYEHUE

® [10 RealTime_PCR (G~ EEgrmorme |
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YUeT U MHTEPMNPETALMA PE3Y/1bTaTOB PeaKLMKM OCYLLEeCTBAIOTCA aBTOMaTUYECKM
ana npubopos cepun «OT» npoussoactea OO0 «HMO OHK-TexHonorma» npu
mcrnonbloBaHum MO RealTime_PCR.

NMPUMEP BJ1IAHKA PE3YJIbTATOB

4 1\
OnpegeneHue nonumopoduama -13910 T>C B reHe MCMG,
accoUuMMNPOBaAHHOIO C HEMNEPEHOCUMOCTbIO JTAKTO3bl,
MeTonom lMLUP B pexxuMe peanibHOro BpeMeHu
(feHeTnKa MeTabonamMa NaKTo3bl)
HaTa:
Homep npobupku:
d. N. O. naumneHTa:
Mon:
BospacT: JNoroTtun
OpraHusauuns:
Bpau:
I‘IpMMeanme: MHdopmaums o nabopaTtopum
MoeHTnodmkaTop obpasua:
Pe3synbratbl
HanmeHoBaHMe nccnegoBaHus
feHotnn
MCMBE6: -13910 T>C C|T
MccnegoBaHMe BbIMOMHUIL Oarta:
Moanuce:
\_ J

BnaHk pesynbraTos NLLP-aHanmsa nony4veH ¢ UCMNoib30BaHMEM OETEKTUPYIOLLMX
aMMInPUKaTopoB cepuin «T» U NPOorpaMMHOro obecredyeHma.
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TPAHCIMOPTUPOBAHUE N XPAHEHUE

* TpaHcnopTUpoBaHMe Habopa peareHTOB OCYLLECTBAAT B TEPMOKOH-
: TeMHepax C X/1afo31IeMeHTaMU NpuU TeMrnepaType BHYTPU KOHTeMHepa
oT 2°C 0o 25 °C He 6ornee NATU CYyTOK.

Bce KOMMoOHeHTbl Habopa, 3a MCKoUYeHMeM nonuMepasbl TexHoTag
MAX, cnefyeT XpaHUTb B XONOAUMbHUKE MU XONOOUNbHOW KaMepe Mnpu
TeMnepaType oT 2 °C no 8 °C B TeHeHMe BCEro CpoKa rogHOCTU.

MonnmMepasy TexHoTaq MAX cnegyeT XpaHWTb B MOPO3UTbHOM KamMepe
npwv temnepatype ot -18 °C go -22 °C B Te4eHuMe BCero cpoka rogHoCcTu.
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