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PaGounii mpoTOKOJ MO0 TUAarHOCTUKE W JieUe-
HUIO JIaKTa3HOW HEJOCTaTOYHOCTH Y JeTeH,
MPUHATHIA OOMIECTBOM JETCKUX TacTPOIHTEPO-
JIOTOB, HYTPUIIHOJIOTOB U TemnaroioroB Poccun,
OTIpeNleNIsIeT JIaKTa3HyI0 HenocTarodHocTh (JIH)
KaK BPOXKJICHHO€ WJIM MPUOOPETEHHOE COCTOs-
HHE, XapaKTepu3yrolleecs CHIKCHUEM aKTHB-
HOCTH PACIIETUIAIONIETO MOJOYHBIN caxap Jak-
TO3y (pepMeHTa JIaKTa3bl B TOHKOW KHIIKE U TIPO-
TeKaroIee CKPhITO Wi ManudectHo [1].

MexayHapoaHasi TEPMUHOJIOTHS TIPU OIHCA-
HUY JTAaKTa3HOW HEJIOCTATOYHOCTH IMPEeayCMaTpH-
BaeT CIEeAYIONIMe MOHATHS:

JlakTaszHast HEMOCTaTOUHOCTE (Qeuyum 1aKma-
3v1) umu Lactase Deficiency (LD) —yMeHbIIICHHE
(hepMEHTATHBHOW AaKTHBHOCTH KHIIICYHOW JIAKTa3bI
o reHetnaeckuM (LNP) mmm mo0bIM BTOPUIHBIM
MIPUYMHAM H3-32 3a00JICBaHUI CITM3UCTON 00O0JIOUKH
MIPOKCUMAJIBHOTO OT/IeNIa TOHKOM KUIIIKH.

ManpaurecTisi  JTaKTO3BI, MalbabcopOoITus
nakto3bl i Lactose Maldigestion (LM) —ne-
CITOCOOHOCTH YCBAaWBATh JIAKTO3Y I10 JTFO00H mpH-
guHe nepBuaHor (LNP) mnm BTOpHMUYHOH, B pe-
3ylIbTaTe 4ero HerepeBapeHHas JIAKT03a JOCTH-
raer TOJICTON KUIIKH.

Heneprnocumocts JjakTo3pl WM Lactose
Intolerance (LI) — cUMIITOMBI, BO3HUKAIOIIHE
[P TIpreMe BHYTPb JIAKTO3BI, BKITIOUAIOIIUE Me-
TeopusM, (IIATTYICHIINIO, ClIa3MaTH4YecKrue 00Iu,
UApero M PEeIKo PBOTY. B To e Bpemst BBIIIEO-
MMACaHHbIE CUMMTOMBI JIOJDKHBI OTCYTCTBOBATh
IIPU TIpHEeMe HHEPTHOTO Ti1ane6o.

JlakTo3Hasi 4yBCTBUTENBHOCTh WIM Lactose
Sensitivity (LS) — HaTu4ne CUCTEMHBIX CHMIITO-

MOB Ha ()OHE TIPHEMa JIAKTO30COIEePIKAIINX MTPO-
IyKTOB ¢ HanmuueMm wiu 6e3 LI (mempeccus, ro-
JIOBHAs 0OJb, yCTAIOCTB).

JlakrazHass  ycroduuBocTh WIM  Lactase
Persistent (LP) — nOMWHaHTHas TeHETHYECKas
0COOEHHOCTH JIeTel CTapIero Bo3pacra u B3poc-
JIBIX, COXPaHSIONINX CIIOCOOHOCTh NIEpPeBaprUBaTh
JIAKTO3y B TE€UEHWE B3POCIIOH )KU3HU.

CHmXeHne JaKTa3HOW ycroWdmBocTH (TIep-
BHYHAs TeHeTHUCCKas ) uiu Lactase Non Peristent
(LNP) — BpOXIEHHOE CHWXCHHE KHIIECYHON
(TKaHEBOH) JTaKTa3HOH aKTUBHOCTH 10 <10 MKT, B
pe3yibTaTe 4ero crmocoOHOCTh B3POCIBIX IepeBa-
pUBaTh JAKTO3Yy OCTAETCS MUHUMAJIbHOM [2].

[Tockonbky nmakTa3Hast HEIOCTATOYHOCTh U HE-
MIEPEHOCHMOCTbD JIAKTO3BI HE SIBIISIOTCS WICHTHY-
HBIMHU TIOHSATHSMH, TO OIIEHUTH YaCTOTY JIAKTa3HOU
HEIOCTaTOYHOCTH I10 YaCTOTE BOSHUKHOBEHHUS Ka-
700 Tocie ynorpeOineHHus JakTo3bl Henb3s. Hu
OJTHO W3 MICCJIE/IOBAaHUM, TIPEICTABICHHBIX B JIUTE-
parype He HUCIONIB3yeT aJIeKBaTHOE OMpEIeTICHHE
HENEepEeHOCUMOCTH JIAKTO3bI; HEKOTOPHIE MCCIIE/I0-
BaHUs OIIEHUBAJIN TOJILKO TEHETUIECKYIO TIpe/ipac-
MTOJIOKEHHOCTh K THIIOJAKTa3WH y B3POCIBIX 0Oe3
OIIEHKU MaibaOCOpPOIINK JTAKTO3bl. DTH HCCIIEI0Ba-
HUS TIPOJTUBAIOT HEKOTOPBI CBET Ha JITHIEMHOIIO-
THIO HENePeHOCHMOCTH JIakTo3bl: 1. KimmHndeckas
HETePEeHOCHMOCTh JIAKTO3bI BCTPEUAETCS Peke BO
BCEX ATHUYECKUX TPyNIax, 4eM MalibaOcopOmms
JIAKTO3bI, OITpeIesseMast IbIXaTeIbHBIM TECTOM WIIH
CHIDKEHHEM  JIaKTa3HOH  yCTOWYMBOCTH,  OII-
PENeNeHHOe C TTOMOIIBI0 OMOTICHH I TE€HEeTHYe-
CKOTO TeCTHpOBaHUs. HemepeHocnMOCTh JTaKTO3bl,
MaTbabCOpOIHsT JTAKTO3bI M CHIDKEHUE JIAKTa3HOU
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AKTUBHOCTH Pa3/IMYalOTCs 110 PACOBBIM M 3THHYE-
ckum rpymmam.: Lserws, Hanus — 3%, OunisH-
mus, LlBetimapus — 16%, Anrms — 20-30%,
Opannus — 42%, crpansl FOro-Boctounoit Asnw,
appoamepuranisl CHIA — 80-100%, eBponeii-
ckast yactb Poccun — 16—18%. O600mas murepa-
TypHbIE JaHHBIE, TIOJIy4aeTCsl, YTO CPEIHUI IIOKa3a-
tenb JIH mo Mupy B pa3HbIX BO3PACTHBIX IPyIIax
MoxeT nocturarh 1wdp B 70%. Jlaktasnas Hemo-
CTAaTOYHOCTH HAOIIONAETCS HOUYTH Y 4 MIIpA. 4eso-
Bek BO BceM mupe. [1, 3, 4]. HanGomburyro 3Ha4m-
MOCTb IIpO0JIeMa UMEET U1l HOBOPOXKAEHHBIX U Jie-
Tel pPaHHEro BO3PACTA, IIOCKOJIBKY MOJIOYHBIE
IIPOAYKTBI HAa IEPBOM IOy >KU3HU SIBIISIIOTCS OC-
HOBHBIM IIPOAYKTOM NuTaHus. HenepeHocumocTh
JIAKTO3bl M ManbaOCOpOLMsl JIAKTO3bI HU3KA y Ma-
JICHBKHUX J€Tel, HO YBEJIMYMBACTCS C BO3PACTOM,
JIOCTHUrasi CBoero nuka B Bo3pacre ot 10 g0 16 ser.
EnuHnyHble AaHHBIE CBUIETEIBCTBYIOT O TOM, YTO
HETIEPEHOCUMOCTb JIAKTO3bI BO3PACTAET Y MOXKHIIBIX
Jrofei. OTH TeHICHIMU JAOJKHBI OBITh IPOBEPEHBI
PeIpe3eHTaTUBHBIMH TOIMYJISILMOHHBIMUA HCCIEN0-
BaHUSIMU C HCHOJIB30BAHUEM COBPEMEHHBIX OIpe-
JeJICHUH HEeMEePEHOCHUMOCTH JIAKTO3BL.

ComnacHo knaccu(pUKalUM, BBIACHSIOT: JakK-
ta3Hyro HenoctarouHocTs (MKB X E73) wactud-
HyI0 (THIIOJIAKTa3Usl — CHIKCHHE KOJIMYEeCTBa
nakta3el (Menee 17-20 1U/g), sxcripeccupoBan-
HOTO Ha IIETOYHOM KaliMe SHTEepPOLUTa) UITH MOJI-
HYIO (aJaKTasus).

HepBuunas JIH — BpoXIEHHOE CHUXEHUE
AKTUBHOCTHU JIAKTa3bl MPH MOPQOIOTHUECKU CO-
xpanHoM sHrtepouute. IlepBuunas JIH moxer
OBITH:

1. BpoxneHHast (reHETHYECKH OOYyCIIOBIICH-
Has, cemeiinas) JIH. MKb: E73.0;

2. Tpan3utopHas JIH HEJOHOILIEHHBIX
U He3pelbIX K MOMeHTY poxaenus nereil. MKb:
E73.8;

3. JIH B3pocnoro tuma (KOHCTUTYIHOHAIb-
Has JIH).

Bropuunas JIH cBsizana ¢ moBpexaeHUEM
SHTEPOLNTA, MPUBOASIIUM K CHMKCHHIO AKTHB-
Hoctu nakto3sl. MKB 10: E73.1 [1, 3].

Y HOBOPOXIEHHBIX BCTPEUAIOTCS BCE BapHaH-
ThI JIJAKTa3HOM HEZOCTATOYHOCTH.

JlakTa3Hasi HEJOCTATOYHOCTD CBSI3aHA C HU3KOH
aKTUBHOCTBIO JIaKTa3bl (J1akTaza-(IopH3HuH THAPO-
na3el, LPH, E.C. 3.2.1.108) — numepa, UMEOIIero
2 HH3MMATHYECKHE aKTUBHOCTH: PACILEIIIIET [VIH-
ko3ubl (hrropesuH U dumopernin (mko3min N-are-
THIC(UHTO3MHIITIOKOTHIponasa) glu-1273 u b-ra-
JIAKTO3UABI, B T.4. JIakTo3y (Oera-D-ramakro3uaru-
nponasza) glu-1749. Pacmerienue  ¢nopusnHa
HEoOXOIMMO ISl BCAChIBAHUSI MOHOCAXapoB, 00pa-
3YIOLIMXCS B pe3y/bTaTe IMAponn3a Jakro3bl. Cie-
JyeT TaKKe OTMETUTb, 4TO (MIOPETHI SIBISETCS
MOIITHBIM THa0eTOTeHHBIM (hakTopoM [5, 6].

JlakTasy KOAupyer reH LCT
(MIM603202NG_008104), obmamarommii pazme-
poM oxono 50 kO u cocrosimuii w3 17 SK30HOB,
PACIIONIOKEHHBIM Ha AJIMHHOM Iuieye 2-i XpoMo-
coMbl (2q21-22). TpaHCKpHUIIIUS TeHa OCYIIECT-
Bisiercs Ha m-PHK, komupyromeit 1927-amuno-
KHCJIOTHYI0  MOCJeJ0BaTeJbHOCTL [7, 8].
B nanbueiimem ¢epMeHT mpereprieBaeT psa Io-
CJIeIOBATENIbHBIX U3MEHEHUH B HJOIUIA3MaTHye-
CKOM peTukynyMe (c oOpazoBaHueM MpodepMeH-
Ta) u KomIuiekce lonpku (¢ dopMupoBaHueM
3-MepHOH CTPYKTYpBbI, XapaKTEPHOMN s «3perno-
ro» ¢epmenTa). 3peinblii GEpMEHT TPAHCIIOPTHPY-
eTcs Ha MeMOpaHy LIECTOYHOM KaiiMbl SHTEPOLIHTA.
IIpu sTOoM N-TepMHHAIBHBIN KOHEL MOJIEKYJIbI
pacrionaraercsi CHapy>kKu KJIETOUHOH MeMOpaHbl, a
C-TepMUHAIBHBIN KOHEL — B 1IuTO30:1¢€ [7].

Bpoxaennbiit  pepunut maktazel  (MKD:
E73.0) — ouens peaxas (onucano okoio 40 ciy-
yaeB; yacTota Bcrpedaemoctu 1:60 000) u Tsxe-
nasi opma JIaKTa3HOW HEAOCTATOYHOCTH, TNPHU
KOTOPOI aKTUBHOCTB JIaKTa3bl OYEHb HU3Kasl NN
OTCYTCTBYeT OT poxkiaenus [9]. HdesTenbHOCTU
IpYTUX Jucaxapuja3s U TMCTOJOTHYECKOE CTPO-
€HHUE JIUTENNs] TOHKOW KHIIKU SIBISIOTCS HOP-
ManbHbIMU [10]. BonbmuHCTBO ciydaeB ObLIN
onucanbl B Gunnsiaauu [11], Gone3Hp nepenaet-
Csl ayTOCOMHO-PELECCUBHO, OONCI0T Juna 000-
ero nosa. /lokazano, 4ro npu BpoxaeHHoi JIH
MPOMCXOAUT HApYIIEHNE MEXaHW3Ma aKTUBAILUU
(depMeHTa U KCIIPECCHH €0 Ha MeMOpaHe U ero
MpEeAIIECTBEHHUK HAKAIJIMUBAETCS B KOMILJIEKCE
lonppxu. B Hacrosmee Bpems omnucansl 11pas-
HOOOpa3Hbix nedexros rena LCT [10-13]. Ha
pucyHke 1 mpeacTaBieHbl HEKOTOpbIE MyTaluu
reHa LCT, koTopble CONPOBOXKIAIOTCSA BPOXKACH-
HOM JTaKTa3HOM HEAOCTATOUHOCTEIO.

WHorga BpoXkIEHHYIO JTaKTa3HYI0 HEAOCTAaTO4-
HOCTB Pa3/IeJisIIoT Ha THIIbI, COMIACHO MEPBBIM KJIH-
HUYECKUM OIMCAHUAM: HMHTOJEPAHTHOCTh THIIA
Durand u tumna Holzel. CeroaHs u3BeCTHO, UTO THUII
Durand — >xu3Heyrpoaromiee COCTOsIHUE, KOTO-
pO€ XapaKTepu3yeTcsl BBIPAKEHHOW CHUMIITOMAaTH-
KOM C IIEPBBIX JHEW KU3HU, CEMEHHBIM aHAMHE30M
HEMEepPeHOCUMOCTH MOJIOUHBIX IPOAYKTOB, HOP-
MaJIbHOW aKTUBHOCTBIO JIAKTa3bl M IOBBIIIEHHON
MIPOHULIAEMOCTBIO KUIIIEYHOW CTEHKH JISl JIAKTO3BI.
YV GonbHBIX pa3BUBAETCS PBOTA, 3aTsDKHAS TUapes,
OTCTaBaHUE B Pa3BUTHH, JJAKTO3YpHsl, TUIIEPAMUHO-
anuaypust, aua03, TpoMoouTo3. MHorna BeIsBIIS-
ercs katapakra [14]. Bpoxxnennas JIH tuna Holzel
npoTeKaeT Oojee OIaronpusTHO, XapaKTepU3yeTCst
MOSIBJIEHUEM JIUCIETICHUECKUX pPaccTpoiCTB B Te-
pHO/ie HOBOPOXKIEHHOCTHU TIPU COXPAHHOM amIeTH-
T U MEHee TSHKEJIOM, ueM npu tune Durand oOriem
cocrostHuu [15].

W3BecTHO, 4TO pacnpenieiaeHue JaKkTa3bl BIOIb
OCH BOpCHHKa-KpUITa HepaBHOMepHoe [16]. Jlak-
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Puc. 1. Hexoropsie myTaruu resa LCT,
KOTOPBIE COIIPOBOXKJAIOTCS BPOXKIAEHHOM JIAKTa3HON HENOCTAaTOUHOCThIO [10].
S — pernoH, KOTOPBIi KOAUPYET CUTHAIBHBIA NETTH] JIAKTa3bl; A — PETHOH, KOIUPYIOLTHIA
MeM6paHHLII>’I SAKOPb JIAKTa3bl; C— PETUOH, KOTOpLIﬁ Koaupyer HHTOHJ’[a?:MaTH'—[eCKI/Iﬁ XBOCT JIaKTa3bI

Ta3a METOYHON KailMbl, IO CPABHEHHUIO C JIPYTH-
MH IHCaxapuia3aMi, PacroiIokKeHa OJImxKe K Bep-
ITUHE BOPCUH, 0COOEHHO B ABEHAIATUTIEPCTHON
kumke [17]. Kaxasle 5—6 CyTOK TPOHCXOIHUT
CMEHa KJIETOK JIHTeNns. BRICOKYI0 aKTUBHOCTH
nucaxapuaas 00ecreYMBal0T WMEHHO 3peible
KJIETKH, PacIIOJIO’KEHHBIE OJIMKe K BEPIINHE BOP-
cuH [18]. B pa3HBIX OTAEIaX TOHKON KHIIKH aK-
TUBHOCTD JIAKTa3bl TAK)Ke HEOJIMHAKOBA — MaK-
cCUMallbHA OHA B JBEHAAIATHUIEPCTHON KHIIKE
W TACTATBHBIX OTHeax Tomed kumku [19]. Jlak-
Taza oOHapykuBaeTcs y miona ¢ 10—12 nex re-
cranuu. B HOpMe akTHBHOCTH JTaKTa3bl HAYMHAET
MOBBIIIATHCS ¢ 24 HeneaHw TecTaluu, ¢ 28-i 110
34-10 HEZENU recTalluU €€ aKTUBHOCTh COCTABJISI-
et 30% oT ee MaKCUMaJILHOI'O YPOBHS K POXKJIE-
HuI0 [20]. DTUM 0OBSICHSACTCS TPaH3UTOPHAS TH-
MOJIAKTA3US HEJOHOIIEHHBIX 1eTe. AKTUBHOCTD
CUHTE3a JIaKTa3bl 3aBUCHUT OT BIUSHHUS HEKOTO-
PBIX TOPMOHOB M IUTOKMHOB (TabI. 1).
CHIXeHWe aKTUBHOCTH JIAKTa3bl BO3HUKAET
IocJie TIEPBOTO TO/Ia KU3HH peOeHKa, 0 5 JeT
€e YpPOBEeHb CTa0WIJIEH, a Tocje 5 JIeT MPOUCXo-
JIUT BBIPAXKCHHOE CHUKEHHE aKTHUBHOCTU [19].
Ha BpIpa®oOTKy nakTasbl y B3pOCHBIX BIHSIET
nonumopdusm 13910 C/T rena nakraser (LPH).
BrisBiena acconmanusi MepCUCTEHIIUN JTAKTA3HI

Y B3pOCIHBIX C HOCHTENbCTBOM ajiens T momiu-
Mopduoro sokyca C/T-13910, pacronoxeHHO-
ro mepen reHom naktasbl, u 100% accoumamms
TUTIONIAKTa3UH ¢ HOCUTENhCTBOM TeHoTumna C/C.
CriocoOHOCTB K MTEPCUCTEHITUH JIAKTa3bl Y B3pOC-
JBIX ETEPMUHUPOBaHA T€HETHYECKH U HACTIE Y-
€TCs KaK MOHOI'CHHBI JOMHHAHTHBIM MpHU3HAK,
a COOTBETCTBYIOIIMM JOMUHAHTHBIA aJlIeib
obozHavaeTcss LAC*P (mepcucteHIns JakTa-
3b1). Y JUI[ C HEJOCTATOYHOCTHIO JIAKTa3bl, Ha-
OJfo/1aeTCd TOMO3UTOTHOCTh MO PEIECCHBHOMY
anmnmento LAC*R (lactase restriction). Ilpum JIH
B3pOCIIOr0 THIA, Kak W Tpu BpoxaeHHou JIH
MIPOMCXOAUT HAPYyIIEHWe MeXaHu3Ma aKTUBAIUU
(hepMeHTa W 3KCIpPEcCHU ero Ha MeMmOpaHne [22,
23]. Jlakraznas nepcuctennus (MIM # 223100)
BCTPEUAETCS TOJBKO Yy JIOACH, HACIEIyeTCs II0
ayTOCOMHO-IOMUHAHTHOMY THUITY, U XapaKTepH-
3yeTcs CIMOCOOHOCTHIO TIOAIEPKUBATH TPOIYK-
nuio (epMeHTa JaKTa3bl-(GJIOPU3NH THUPOIA3HI
Ha MPOTSDKEHUHW BCel )XU3HU. B HemaBHeM 0030-
pe A.E. Abaryposa u coast. 2015 r. [24] npuBo-
IATCS. TAaHHBIE 10 TEHETUYECKUM OCOOEHHOCTSIM
JINII C IEPCUCTUPOBAHUEM T€HA JIAKTA3bI: «B XOJIe
€CTEeCTBEHHOT'0 0TOOpa y OMpeneseHHBIX TPy
HaceJIeHUsI 3eMHOTO Iapa 3aKpenuiach croco0-
HOCTH K PacCIIeIIeHUIO JaKTO3bI Ha MPOTSIKEHUN

Tabruya 1

BausiHue ropMOHOB M HMTOKMHOB HA MeTa00IU3M JaKTa3bl [21]

rOpMOHLI Y HUTOKHWHBI

Bnusane

['mroxokopTHKOCTEPOUABI, THPOKCUH, TPUHOATUPOHUH

CHIDKAIOT aKTUBHOCTH TPAHCKPHITIIUHU I'€HA JIAKTA3bI B
HEJIAKTOTPO(HBIH TIEPHO/I, YBEINYMBAIOT CKOPOCTh JICIICHHS
OHTECPOLIUTOB, yBeHI/IqI/IBalOT AKTUBHOCTD JIAKTa3bl BO BPEMA
OCpPEeMEHHOCTH

CoMaTOTpOIHbII TOPMOH

VYBeau4rBaceT KOJIHUECTBO 3pECIIbIX DHTCPOLMUTOB

Wucynun

VBenuuuBaeT aKTUBHOCTD JIAKTa3bl BO BpeMA 6CpeM€HHOCTI/I

[Mentunnsre gakTops! pocTta

VBenmnuuBaroT CKOPOCTD ACJICHUSA U CO3PEBAHNS SHTCPOLUTOB

Tpancdopmupyromue Gpakropsl pocra o 1 f3,
SMHUAEPMATBHBI (aKTOp pocTa

VYBeIMUMBAIOT CKOPOCTH JEJICHUS KJICTOK KUILIEYHOTO
SMUTENNS, B YACTHOCTH KPHIIT, H3MEHSIOT ()OpMy MEMOpaHbI
LIETOYHON KaliMBbl U 3KCIIPECCHIO HA HEeH Jucaxapuias

Wncynunonono6HbIe GpakTops! pocTa 1 U 2, HyKICOTH B,
OGHOTeHHbIE aMHHBI, KOPOTKOIIETIOUEYHBIE KHPHBIE KHCIIO-
Tbl, aMUHOKHUCJIOTHI (ApTUHKUH, OPHUTHH, ITyTAMUH)

CTUMyYIHPYIOT aKTHBHOCTB JIAKTA3bI
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BCEH KU3HU. YCTAHOBJICHO, YTO YPOBEHb TPaHC-
kpunuuu reHa LCT KOHTPOIHMPYETCS Pacioiio-
JKEHHBIM PAJIOM CiS PETryJIATOPHBIM 3JIEMEHTOM
MCM6 (minichromosome maintenance complex
component 6) [25]. Bckope OblT 0OHapy KCHBI
JIBa OCHOBHBIX BapraHTa MoauMop(hu3Ma IHXaH-
cepa MCM6, koTOpbl€ MOJHOCTBHIO acCOLMUPO-
BAJUCh C OHOXMMHYECKH BEPHPHUIIHPOBAHHON
HETIepEHOCUMOCTBIO JTaKTO36I [26]. OnuH U3 HUX
MpeCTaBIsAET COOOH 3aMeHy ITMTO3WHA Ha TH-
MHUAUH B mojoxeHnn — 13910, mpuOIu3nTeh-
HO 3a 14 kb ot nokyca LCT, uto criocoOCTByeT
NPOAYKIIMY JIAKTa3bl B TEUCHUE KU3HU. TOUHBIN
MOJIEKYJISIPHBIN MEXaHU3M COXPaHHOCTH JIAKTa3-
HOW aKTUBHOCTM HeusBecTeH. lIpeamnosaratort,
YTO NAaHHBIA MOIUMOP(PHU3M CIOCOOCTBYET CBA-
3BIBAHUIO (PAKTOPOB, YCUITMBAIOIINX TPAHCKPHUII-
MO TeHa JIAKTa3bl, C PETyJISITOPHOW 00JaCTHIO
13 000 mo 14 030 map ocHoBanui mepen LCT.
Bropoii nonumopduszm xkaptuposan Ha 8 kb Oim-
e K TeJIOMEPHOMY YYaCTKy XpOMOCOMBI — B TIO-
noxxeHun — 22 018; xapakTepusyeTcs 3aMEHOU
ryaHWHA Ha aJIeHUH W, B MEHBIIIEH CTEeTIeHH, aCcCO-
IUUPOBAH C TOJIEPAHTHOCTHIO K JTAKTO3€ y B3POC-
neIxX (puc. 2).

Bru10 IPOIEMOHCTPHUPOBAHO, YTO Y B3POCIBIX
¢ renorunioM T—13910/A-22018 ypoBeHs TpaHc-
kpunuuu naktazHod MPHK Ha mopsigok Bbiwe,
yem y yur ¢ reHotunom C—-13910/G-22018 [28,
29]. Ilpu obcnenoBanmu nereit OUHNSHANW, a
WMEHHO TaM BIIEpBbIE OBUIM OMHCaHBI CEMEHHBIC
CIy4a aJlakTa3ud, CPETHUH YPOBEHb aKTHBHOCTH
nakraspl ¢ regorunioM C/C cocrasisn 6,5 En/r, B
TO € BpeMs aKTUBHOCTH JIaKTa3bl MIPH TC€HOTHIIS
C/T Obna paBHa 29,9 En/r, a npu rerotumne T/T —
50 En/r [28]. I'erotumsr C/C-13910 wm G/G-
22018 KOppenupyrT C TPAKTUYECKH aOCOIIOT-
HBIM OTCYTCTBHEM aKTUBHOCTH JIaKTa3bl. | eHOTHIT

C/C-13910 obecrieunBacT HU3KHKA YPOBEHH JIaK-
Ta3HOW aKTUBHOCTH, OTBEYAET 3a HAMOOIBIIYIO
MIPEPACIIONOKEHHOCTh K PAa3BUTHIO BTOPUYHON
JIAKTa3HOW HEAOCTATOYHOCTH.

Bropuunas JIH y HOBOPOX/I€HHBIX BO3MOX-
Ha TIPH KHUIIEYHBIX WH(EKIUAX, TACTPOUHTECTH-
HaJIBHBIX (popMax auIepruu (HETIEPECHOCUMOCTD
Ociika KOpPOBBETO MOJIOKA), BOCIAIHTCIHBHOM
mporecce B KHUIIEYHHKE, (OTOTepanuu He-
OHATAIBHBIX KEITYX, aTPOPUIECKAX H3MEHEHH-
X (Tmocle TSDKEIBIX OMeparyii, MPUBOISIINX
K MIIeMUH Kumredauka) u ap. [1, 3]. Heneprocu-
MOCTb JIaKTO3bI HIK Lactose Intolerance y HOBO-
POXXIEHHBIX TPOSBISETCS CPHITMBAaHUEM WU
pBOTaMH, abIOMUHANBHON OO0JBIO, 00YCIIOBICH-
HOH B3AyTHEM KHIIEYHWKA W TIOBBIIIIEHHEM BHY-
TpHUOPIOIIHOTO JaBJICHUS, METECOpH3MOM, (rat-
TyJICHIMEH, ypUYaHUEM B JKUBOTE, BOISIHUCTOU
TIEHUCTON Auapeeit ¢ KucipIM 3amaxoM (pH kama
5,5 mpu HOpME 6,8); B peIKHUX CITydasx MOTYT Ha-
Omomarees 3amopsr [1].

Kpome cirydaeB BposkJIEHHOM JTaKTa3HOU HEA0-
CTaTOYHOCTH, KOT/Ia CHMITTOMBI ITOSIBIISIFOTCS Cpa-
3y MOCJIe POXKACHNUS, KIIMHUYeCKast KapTHHA 00bId-
HO TIposiBIsieTcs K 2—4 Hezerne XU3HHU, HA (oHE
KOPMJICHHUS «3PEJIBIM» MOJIOKOM C BBICOKHM CO-
JepKaHUeM JIaKTO3bl. THIMMYHO OeCIOKOMCTBO BO
BpeMs KOpMJICHHsI Ha (DOHE XOPOIIero anmneTHuTa.
[Ipu mUTEeTHPHOM COXpPaHEHWH CHMITTOMOB TIOSIB-
JISIETCS JIeTHIpaTalus, CHIDKCHHE almeTHTa, pas-
BHUBAaeTCs TUMIOTPO(HS, aHEMHSI, THITOBUTAMHHO3,
TIOSIBIISIEOTCSL  HEBPOJIOTHYECKHE HApYIICHUS B
BHJIE THIIEPBO30OYANMOCTH, Pa3apaKUTEILHOCTH,
TUTAKCHBOCTH, HapyIIeHUS CHa, CHMHIpPOMa Bere-
TO-BHCLEPAITBHBIX TUCHYHKIUN U 3aepPrKKa TICH-
xomortopHoro passutus [30]. B wactHoCTH, Cyno-
poru (BCIIEACTBHE THIOKAIBIIUEMHUU U JPYTHX
MIPUYUH) HEPEIKO SIBIISIOTCS OAHHM W3 TEPBBIX
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Puc 2. [Tonmumopdusmsl perynsitopaoro suxancepa MCM6 [27].

Crenens Tpanckpumimu reHa LCT 3aBucuT 0T ocoberHoctel saxacepa MCM6. OnHoHykIeoTHaHbIE TomuMopdu3Mel (SNP)
cis-peryisitopHoro snementa MCMO6, kotopble Xapakrepusytorcst 3ameHoi nurozuna (C) na TumuauH (T) B 13-M nHTpoHE
MCMG6 B mo3ummu 13 910 3a 14 kb ot nmokyca LCT wu B mosutwm 22 018 Ha 8 kb Oinmke K TeITOMEPHOMY y4acTKy XpOMOCO-
MbI — ryannHa (G) Ha azeHuH (A), 00yClIaBIMBAIOT BBICOKYIO IEHETPAHTHOCTD T'€HA JTaKTa3bl
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Tabnuya 2
JIMarHocTUKa JIAKTAa3HOH HEI0CTATOYHOCTH [24]
Harpysounsbrit TeneTneckoe JlakTa3Has akTUBHOCTH
PeneBantHOCTH Bonmoponusri o oIpeeacHue o
ZIOPOTIHE (TPOBOKALTMOHHBIH) pe B OMOTICHITHOM MaTepuaie
TecTa IIbIXaTeNbHBINA TECT " noauMopu3Ma
TECT C JIJAKTO30# TOHKOT'O KHMIIICYHHKA
reHa JIaKTa3bl
CyTb TecTa [oebuuenune H, Bo Boibixae- | [loBbiieHre ypoBHs Ornpenesienue depMeHTaTUBHAS JIAKTA3-
MOM BO3/yXa IOCJIE JIAKTO3- TJINKEMHH MOCIIE JIaK- 13910C/C Hasi aKTUBHOCTh MEHEEe
Holl Harpy3kH (1 r/kr) Gonmee | TO3HOU HArpy3KH MEHeEe xapaktepro as | 17-20 IU/g
10-20 pmm uepe3 3 yaca B 1,1 MMoJb/a yepe3 3 yaca | aJakTazuu
CpPaBHEHUH C TOIAKOBBIM
YpPOBHEM
JloxkHonono- ITpu nossimiennoi Moropuke | Ilpu nossienHoit Mmoto- | Penku (Menee | Penxu
JKUTEIbHBIE MUILEBAPUTEIEHOTO TPAKTA, pYIKE IHIIEBAPUTENBHOTO | 5%) y KaBKa3-
pe3ynbTaTsl nrcOno3e KUIIEYHNKA, B TpaKTa, HapyIICeHUH TOJe- |IIeB
MepUO/Ie HOBOPOXKICHHOCTH | PAHTHOCTH K YITIEBOIAM,
y 73% neteit HHCYJTHHOME
JloxxHOOTpHU- OrcyrcrBue Boienenus H, Komebanns rmukemun pu | Bee Bunp BTo- | Huskas skenpeccus
LaTelbHbIC u3-3a 0coOeHHOCTEH pepMeH- | caxapHoM auadere, cTpec- | puanoit JIH JIAKTa3bl
pe3ynbTaThl TaIMU MUKPOGIIOPBI TOJICTOTO | CE U T.J1.
KHUIICYHUKA
Juarnoctuue- | Henw3st moctoBepHo uckmo- | Henbsst qocroBepHO mc- Henp3s «30I10TOH cTaHAapT aua-
CKas 3HAYH- uuth JIH, kuneruka H, usmen- | kirounts JIH JIOCTOBEPHO THOCTHKH
MOCTh YKBa NpH JPYrux GpepMeHTo- uckmounts JIH
naTusax
KommenTtapun | CKpMHUHTOBBINA METOJ IS IIpumensiercs peaxo uz-3a | He mogxoaur ITo3BomsieT AMarHoCTU-
0TOOpA JIUII TIPY TIOIO3PEHUN | HU3KOI YyBCTBUTEIBHOCTH | JUIsl TUATHOCTH- | pOBaTh Bce BB JIH,
Ha JUcaxapuIa3Hylo HEOCTa- | U CIIeH()UIHOCTH KM BTOPUYHOW | IPW BTOPHYHOM BapHaHTE
TOYHOCTH JIH HeoOxoarMa OHUOIICHS U3
pa3HBIX OT/ENOB TOHKOTO
KHIIICYHUKA

cumnToMoB JIH, Hapsiy ¢ MBIILIEYHON TUITOTOHU-
eii m ButamuH-D-medunurHEIM paxuroMm. Ilpm
JiTeNbHO cyulecTByromei JIH B nanpHelinem
CPaBHHUTEIHHO YacTO BCTPEYAIOTCS HAPYIICHUS
MoBeIeHNs (PacCTPONCTBA ayTUCTHYECKOTO CIIEK-
Tpa, CHHIPOM Ae(pHUINTa BHUMAHUS C THUIEPaK-
tuBHOCTBIO ® 1p.) [30]. Hapymenue pacmieroie-
HUS JIAKTO3Bl TPUBOJAUT K DPa3BUTHIO CHHAPOMA
M30BITOYHOTO OAKTEPHAIBLHOTO POCTA, KOTOPBIMA
MOYKET WHHUIIUUPOBATH Pa3BUTHE THUCTOIOTHYE-
CKHAX M3MEHEHHU B CIM3UCTOH 00OJOYKE KHUIIEU-
HUKa [31], IMMYHOJIOrMYE€CKUE HApPYLIEHUs U Ta-
TOJIOTHYECKHH POCT 30JIOTUCTOTO CTa(HIOKOKKA,
BBIJICTISIIONIETO CYIIEPAHTUTEH — TPHUITEP aTOIH-
YecKoro Jepmaruta. Bee 3To crmocoOCTByIOT pas-
BUTHIO atonuu y aered ¢ JIH mocne nepuona Ho-
BOPOXKJIEHHOCTH [6].

Hunarnos «JlakrazHast HEJOCTaTOYHOCTH) CTa-
BUTCSI HA OCHOBAHUH XapaKTEPHOU KIMHUYECKOU
KapTUHBI, B TOM YHCIIC€ YMEHBIICHHS JUCIICTICH-
YECKMX CUMITOMOB IPH CHIKEHWUH KOJIMYECTBA
JIAKTO3bI B MUTAHWN PEOCHKA, Pe3ylIbTaTOB J1a0o-
PaTOPHBIX W WHCTPYMEHTAJIBHBIX METOMOB. s
MUATHOCTHKH  JIAKTa3HOM  HEIOCTAaTOYHOCTHU
MIpenyIararoTcs pa3IndHble MeTOAb! (Tabm. 2).

B knmuHUYECKO# MpakTHKe Y HOBOPOXKIEHHBIX
TaKk)ke MCTOIB3YIOTCSI METOJBI, 00Mamaromne 0o-
Jee HHU3KOW JTUArHOCTUYECKOH 3HAYMMOCTBIO:
ompezeneHue o0mero uiu GpaKImOHHOTO KOJH-
YeCTBa YIJIEBOOB B Kajie (B TPYJIHOM BO3pacTe He
6onee 0,25%, orcyTcTBHe ocie 1 rofga); onpene-
JIEHUE HKCKPEIMH KOPOTKOIETIOYEYHBIX KUPHBIX

KHCIIOT 1 peaknuu kana (pH menee 5,5); onpene-
JICHHE COOTHOUICHHUS JIAKTO3bl M JIAKTYJIO3bl B
MoOue TOCJIe HAarpy3KH JANcaxapuaaMu, MEYeHHBI-
MH U30TOTNIaMH YIJIepojia, OIpeielIeHne HOHHOTO
nedunura [32-34]. Haubosnee TOYHBIM METOJIOM
nuarHoctuku JIH sABnsieTcs onpeneneHue akTHB-
HOCTH JIaKTa3bl B Ononrarax CIu3UCcTON 000J04-
KU TOHKOM KHIIIKH, OJHAKO MHBAa3WBHBIN XapakTep
METOJ]a OTPAaHUYMBAET €TO MCIOJIB30BAaHUE Y HO-
BopoxaeHHbIX. [l muddepeHnmnanbHoro aua-
THO32 Y HOBOPOXKJCHHBIX HCKIIOYAIOT OaKTepH-
aJbHBIC ¥ BUPYCHBIE KUIICYHbIE HHPEeKIuu [35],
HENEepeHOCUMOCTh Oeska KOPOBBETO MOJIOKA
u coeBoro Oenka [36, 37], BpoxXACHHBIC HapyIIIe-
HUus MeTtabonu3ma [38], BPOKICHHYIO XJIOPHJI-
Hyto auapero [39], HapymieHUs] IITHKO3UJIMPO-
BaHus [40], BpOXKACHHYIO ampopur MUKpogop-
cunok [41-43], BpoXXI€HHYIO0 HaTPUEBYIO TUAPEIO
[44], HacneACTBEHHYI0 HEAOCTAaTOYHOCTh TPUII-
CHHOI€Ha U SHTEPOKHHA3bl, NEPBUYHYIO THUIIO-
MarHMeMHUIo, MEePBUYHBIN UMMYHOJE(PUIUT, CUH-
npoM Menkeca [45], BpOKAeHHBIH TMTaHTOKJIe-
TOYHBIN Tenatut [46].

T.o. AMarHocTHKa JIaKTa3HOW HEZOCTAaTOYHO-
CTH Y HOBOPOXKJIEHHBIX TPeOyeT BCECTOPOHHEIO
oOcne0BaHUS M UCKITIOYEHUS APYTHX BO3MOXK-
HBIX PUYUH XPOHUYECKON ANapeH.
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