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Hsyuenue zenemuueckux Oemepmunanm axmueHOCMu @epmenmog-oucaxapuoas
OmKpvLI8aAEM HOBbLE NEPCNEKMUBHL Ol COBEPULEHCNBOBAHUS OUAZHOCTNUKY U 8bLO0PA
8paueOHOt MAKMUKU 8 2ACTPOIHMEPOJLO2UL.
Henv uccnedosanus — cucmemamusays OAHHLLX 0 POLU 2eHA CAXAPAZLL-UIOMATLL-
masot SI 6 pezyrsyuu memaborusma caxaposvl u exiade mymavuil SI 6 pacnpocmpa-
HeHNOCMb Hapyuenuil Yceoens cmoao8ozo caxapa (caxapasnoii anzumonamuu — C9)
U HEKOMOPHLY POPM IHMEPOI0ZUUECKOT NAMOL02UU 8 PA3IUUHBLY ZDYNNAX HACCLCHUSL.
Mamepuan u memoodvi. Ilouck peyeHsupyemoi HAyuUHOU Jumepamypol, NPeuMy-
wecmeenno npedcmasiennoi 6 6ase dannvix PubMed u snexmpounoti 6ubiuomexe
eLibrary, npogoduiu no Ki0uesviM CL0BAM: MAILAOCOPOUUS Y2le60008, caxapasd,
depuyum caxapasvi-usomanrvmasol, sucrase-isomaltase deficiency, zen caxapasvi-
usomanvmasol SI, sucrase-isomaltase SI gene. Inybuny noucxa ne sadasaiu, o ocoboe
gHuManue yoeieno nyoauxayusim nociednux iem. Taxice ucnoiv3osaiu 6a3y OannvLx
gnomAD (https.//www.ncbinlm.nih.gov/snp/rs781470490).
Pezynvmamot. /11537 us 150 ussecmmuvix mymavuii zena SInoomeepacoen 6xnao 6 chu-
HeeHue aKkmusHOCMU UIU 0Zpanuderue npodykyuu caxapasvl. Pacnpocmpanennocmo
moueunvix mymavui SI oyenusaemcs ¢ 0,0006%, 1o 6 epynnax Kopennozo naceienus
apxmuueckux pezuonos Bocmounoil Asuu u Amepuxu ouenv svicoxo (5—21%) nocu-
menvecmeo deneyuu SI delAG (rs781470490), npossasiroweiics y zomozuzom xax CO.
Meoduxo-zenemuueckue memoovl Uccied08aHUS NOBLIULAIOT MOUHOCY OUDPepentyu-
anvnoll duaznocmuku nepeuunoi u emopuunot CO u opyeux opm marvabcopbyuu
ou- u nonucaxapudos. Dopmuposanue 6a3 OAHHHLIX 0 PACIPOCMPAHEHHOCTNU 2EHEMU-
YECKUX OeMePMUNANM CAXAPAZ0-USOMALLMAZHOU HEJOCTAMOUHOCIU — NePCnex-
muenvLi nymuv Kk ymounenuio snudemuonozuu C9. Puck xaunuveckux nposieienuti C9
nogviuen (0,2—2,3%) y zomosuzomuvrx nocumenet mymayuu SI delAG ¢ nonyasyusx
Yyxomxu, Kamuamxu, Cesepnozo Ilpuoxomuvsi. Pexomendyemcs nposepxa coobujenuil
0 Menee BuLPaNCeHHOU CKIOHHOCU K HAPYULEHUAM JUNUIH020 0OMena y nocumeneil ST
delAG no cpasnenuio ¢ konmponvivimu (pedepenmuvimiu) 2pynnamu.
3akntouenue. [Iposisrenus mymanmmnolx eapuanmos SI e pernomune accoyuuposanul
C HAIUYUeM COnYmCcmeyouux 8apuanmos Maibabcopoyuu yziee0008 u 0co0eHHO-
cmamu muxpoouomot kuweunuxa. Bapuanm SI 15Phe (rs9290264) moxcem cnocob6cm-
808aMb PA3BUMUIO CUHOPOMA PAZOPANCEHHOZ0 KUWEUHUKA.
Kntoueswie cnosa: manvabcopoyus; yzneeodol; ducaxapuovl; caxapasa; 0eduuum
caxapasvi-uzomarvmasvl;, zen SI; cundpom pasopaxennozo
KUMWEUHUKA; 2eHeMUUeCKa st USMEHYUBOCTND

The study of the genetic determinants of the disaccharidase activity opens up new
prospects for improving diagnostics and choosing medical tactics in gastroenterology.
The aim of the study was to systematize the data on the role of the sucrase-isomaltase
gene (SI) in regulating sucrose metabolism and the contribution of SI mutations to the
prevalence of sucrose malabsorption disorders (sucrase-isomaltase deficiency, SID) and
certain forms of enterological pathology in different population groups.
Material and methods. A review of the peer-reviewed scientific literature, mainly in the
PubMed database (https;//pubmed.nchi.nlm.nih.gov) and eLibrary (https.//elibrary.ru),
was conducted using key words: carbohydrate malabsorption, sucrase, sucrase-isomaltase
deficiency, sucrase-isomaltase SI gene. The search depth was not specified, but particular
attention was paid to recent publications. The gnomAD database (https.//www.nchbi.nlm.
nih.gov/snp,/rs781470490) was also used.
Results. According to the review results, 37 out of 150 known SI gene mutations have been
confirmed to contribute to reduced sucrase activity or restricted sucrase production. The
prevalence of point mutations in the SI gene is estimated at 0.0006%, but carrier rates of
the SI delAG deletion (rs781470490), manifested as homozygosity in SID, are very high
(5-21%) in indigenous populations of Arctic regions in East Asia and America. Medical-
genetic research methods improve the accuracy of differential diagnosis of primary and
secondary SID and other forms of disaccharide and polysaccharide malabsorption. The
Jormation of databases on the prevalence of genetic determinants of sucrase-isomaltase
insufficiency is a promising way to refine the epidemiology of SID. There is an increased
(0.2-2.3%) risk of clinical manifestations of SID in homozygous carriers of the SI
delAG mutation in the Chukotka, Kamchatka, and Northern Priochotye populations.
Verification of reports on a less pronounced tendency to lipid metabolism disorders in ST
delAG carriers compared with the control group is recommended.
Conclusion. Manifestations of mutant SI variants in the phenotype are associated with
the presence of accompanying carbohydrate malabsorption variants and specific gut
microbiota. The SI 15Phe variant (rs9290264) may contribute to the development of
irritable bowel syndrome.
Keywords: malabsorption; carbohydrates; disaccharides; sucrase; sucrase-isomaltase
deficiency; SI gene; irritable bowel syndrome; genetic variation
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pumepHo y 20% HaceneHus B pasfinyHbIX BapuaHTax
NPOSABASAIOTCA HapyLeHUs YCBOEHUA HYTpueHToB [1],
npu4em y B3pocnbix B 70% cnyy4aeB OHW 0OYCNOBMEHbI
Manbabcopbumnen yrnesopoB [2]. 3HauuTenbHaa rpynna
3TUX NaTONOrnin 0BYCIOBNIEHA CHUXXEHWEM WM OTCYTCT-
BMEM aKTUBHOCTU (PEPMEHTOB, PaCLUENAIOLMX BXOAALLME
B COCTaB MULIEBbIX NMPOAYKTOB AMU- M nonucaxapvabl OO
MOHOCaxapuaoB — MPOCTbIX CaxapoB, CMOCOOGHbIX MPOHU-
KaTb 4epe3 CTeHKy KuweyHuka. OfHa n3 gucaxapvpasHbix
SH3MMONAaTUIN MPOSIBNAETCA B HapyLUeHUW pacLuensieHns
MONEKYsNbl caxapo3bl Ha MoHOcaxapuibl o-TfOKO3Yy
1 B-ppyKTO3y. DTY PYHKLMIO BbINONHSAET (DEPMEHT caxapasa-
n3omMansrasda — T[JIMKONPOTEUH KJIETOYHON MeMbpaHbl
BOPCUHOK TOHKOM KWLIKW. CornacHo COBpPEeMEHHbIM npes-
CTaBMEHUsIM, HOpMaslbHbIA Anana3oH akTMBHOCTU caxapasbl
BapbupyeT oT 25,8 go 55,0 eq. [3]. CuHTE3 caxapasbl-n30-
MarnbTasbl Ha4MHAETCs B 9HAOMIa3MaTUHECKOM PETUKYITYME,
NPOJO/MKaeTCcs BO BHYTPUKIIETOYHOM annaparte [onbaxwu
M 3aBepLuaeTcs B anukasbHbIX KNeTkax BOPCUMHOK. 34echb
noa BO3JAENCTBMEM MaHKpeaTUHecKux npoTeas MNpesH3uMm
JOEennTCS Ha KOHeYHble Cy6beanHMLbI — M30ManbsTasy 1 caxa-
pa3y. Caxapasa o6ecrne4mBaeT pacllenyieHne caxapos3bl,
MarnbTO3bl M KOPOTKUX ONIMFOMEPOB MOKO3bl HA CMOCO6GHbIE
abcopbmpoBaTbCHA CTEHKOM KULLIEYHMKA MOHOMEPbI, KOTOpPble
3areM BKo4aKTCa B NpoLecchbl obmeHa [4, 5].
HepacuwenneHHasa caxaposa, Kak u gpyrue naéexasLume
BO34ENCTBUA hepMeHTOB aucaxapuabl, 06nagaeTt BbICOKON
OCMONSIPHOCTbIO. B pesynbrate B npocBeTe KULLEeYHMKa
NPOVCXOANT HaKOMMeHe BOAbl U 3NEKTPONUTOB, NPUBOAS-
Lee K BoOAHUCTOM anapee. Becnepcteme nepepaboTku yrie-
BOOOB MWKPOMIOPOM B TONCTON KULLKE 06pal3ytoTcsa rasbl
(BOOOPOA, ABYOKMCH Yriepoga, MeTaH), Y4TO COMpoBOXAa-
eTcsl N36bITOYHLIM OTXOXAEHMEM ra3oB, B3LyTMEM U pac-
TSXKEHMeM XuBoTa, 6onsgMm B abgomMmHalibHOW 06nacTu.
3TV [aBHO U3BECTHbIE KITMHULMCTaM HapyLleHus paclle-
nneHns 1 BcacbiBaHusA (Manbabcopbuusi) caxaposbl MOryT
ObITb BbI3BaHbl pasfiMyHbIMK NpudmHamu [6]. NprnobpeTeHr-
Hasi (BTOpMYHasi) HeJOCTaTOYHOCTb caxapasbl pas3BuBa-
eTcsl NPy UCTOLLEHMU, aTPOdUN BOPCUHOK KULLEYHMKA NpU
uenuakun, cnpy, 6one3Hn KpoHa, B pe3ynbraTe MOBPEX-
OEHNS KULLIEYHOW CTEHKU Mocre MpOBEeAEeHUs XMMWO- WUIv
paguaunoHHon Tepanuu. K cxogHbIM NOCNeACTBUSIM MOTYT
NPVYBOAWTbL OCTPble FacTPOSHTEPUTHLI, Tponu4yeckas cnpy,
M36bITOYHbIN POCT KULLIEYHOW MukKpodnopbl. Hepocta-
To4yHas (yHKUMOHaNbHasA akTMBHOCTb caxapasbl MOXeT
NPosIBUTLCA MPWU pas3nuyHbix opMax KonumToB, GbICTPOM
OMOPOXHEHUN Xenyfaka, XPOHUYECKOW Hecneundundeckomn
onapee [3, 5, 7]. BTopuyHasa caxapasdHas 3H3umonaTtus
4acTO HOCUT NPEXOoaALLM XxapakTep, ocnabesas Unuv NOHO-
CTbIO MCYe3as Mocne NMKBMAALMUM BbI3BABLUMX €€ MPUYUH.
AKTUBHOCTb caxapasbl-u3omarnbTasbl TeHeTU4ecKu
OeTepMUHUPOBAHA, a UHAYKUMUA (PYHKLMOHMPOBAHMSA 3TOro
3H3MMa B HOPME MPOMUCXOQUT yXe B MpeHaTanbHOM nepwu-
oge. NoaTomy OTCYyTCTBME aKTUBHOCTU (DEPMEHTA Y HOBOPO-
XAEHHOMO paccmaTpuBaeTCsl Kak BpoXAeHHas (MepBu4YHas)
3H3MMonartus [8].
HapyweHunsa pa3nunyHbiXx 3BEeHbeB MeTabonvama caxa-
po3bl MOryT 6bITb BbI3BaHbl MyTaLUsIMX NTIOKaNIM30BaHHOIO

B XpomMocoMe 3 reHa caxapasbl-uaomanbstasbl (S/) [9].
M3BecTHO 6onee 150 MyTauui 3TOro reHa, 4acTb U3 HUX
06YCNOBMMBAET CHMXEHME aKTUBHOCTU UMW OrpaHu4eHve
NpoayKumMn Kopgupyemoro um depmenTta (https:/gnomad.
broadinstitute.org/). B nopgaBnsiowiem 6G0OMbLUMHCTBE CIy-
YaeB MNONMMMOPU3M CBA3aH C TOYEYHbIMW MyTaLUUAMM
(single-nucleotide polymorphism, SNP), 3atparusatoumm
NPeVMyLLIECTBEHHO PErynsaTopHylo, a He 6enoK-KoQupyto-
Lyt YacTb reHa. OnvcaH v gpyrov Tun MyTauui: geneuns
(BbINafeHune) napbl Hykneotugos AG B no3uuusx 273-274
reHa S/ (nokyc rs781470490) [10, 11].

Pa3Butne MeToaMK TWMMPOBAHWMA reHa caxapasbl-u30-
Manbtasbl (S/) U BbIIBNEHUS €ro annesibHbiIX BapuaHToB
pacwmpuno nepcnekTuUBbl MPaKTUHECKOro MpUMEHEeHUs
OaHHbIX MELOULUMHCKOW TFeHEeTUKU B UCCIe[oBaHMAX caxa-
pasHon sH3uMmonaTtun. BHegpeHne MeamKo-reHeTUHecKux
MEeTO[0B M MOMYYEHHbIX C UX MOMOLLbIO Pe3ynbTaToB Mo3-
BONUT pewnTb npobnembl auddepeHumanbHon guarHoc-
TUKM NPUOBPETEHHON N FEHETUYECKN OETEPMUHUPOBAHHON
HEJoCTaTO4YHOCTU caxapasbl, yTOYHUTbL MECTO caxapasHoMu
HEJOCTaTO4YHOCTU B MaToreHese pasfvyHbiX POPM HEeWH-
PEKLMOHHON KULLEYHOW MaToNiormm W, KOHEYHO, BbIABUTb
rpynnbl pycka (nonynsiuMu) C MOBbILLEHHOW HeyCBOSEMO-
CTbIO Caxaposbl.

Llenb 0630pa — cuctematmadaums gaHHbIX O PONU reHa
caxapasbl-u3omanbstasbl S/ B perynsumm meTtadonuama
avncaxapupa caxaposbl U BKnage MyTauuin reHa S/ B pac-
NPOCTPaHEHHOCTb HaPYLLIEHWIA YCBOEHUSI CTONIOBOrO caxapa
1N HEKOTOPbIX hOPM 3HTEpPasIbHOW MaToNorMn B pasnmyHbIX
rpynnax HaceneHus.

Matepuan n meTofbl

Mpepnaraemas crtatba npeactaeBnser cobor 0630p
pPELEH3NPYEMON Hay4yHOW nuTepatypbl, NpeumyLlecT-
BEHHO npepacTaBneHHon B 6a3e paHHbix PubMed (https:/
pubmed.ncbi.nlm.nih.gov). My6uHy noucka He 3apaBanu,
HO 0c060e BHUMaHVEe ypenanu nyonvkaumsMm mnocrefHnx
net. MNpu oT60pe nybnuvkauuMi ncnonb3oBanu cnepyroLimne
KItoYeBble cnosa: Manbabcopbuma yrneesonos, caxapasa,
BPOXAEHHbIM feduumT caxapasbl-n3omarnsrasbl, congenital
sucrase-isomaltase deficiency, reH caxapasbl-naomansrasbl
SI, sucrase-isomaltase S/ gene.

B kavecTBe UCTOYHMKA MHOPMALUN O MOMYNALMOHHBIX
yacToTax reHa S/ ncnofib3oBanu TakXxe 06LEenOoCTYMHYO
6a3y paHHbix gnomAD (https://www.ncbi.nlm.nih.gov/snp/
rs781470490).

OnarHocTuka caxapa3Hon aH3uMonaTum

Comartunyeckne nposiBNIEHUA HeJOCTaTOYHOCTU caxa-
pasbi-u3omansTtasbl (6011 B XUBOTE, METEOPU3M, Anapes,
conpoBoXxparLimecs y geten B Hambonee BblpaXKeHHbIX
crnyyasix 06e3BOXMBAHWEM W MOTEpPelr Macchl Tena) mano
cneunduyHbl U CXOXN Kak C CUMMNTOMATUKOM HapyLLUeHWN
YCBOEHMSA Opyrux AucaxapupoB, Tak U C (PYHKLMOHalb-
HbIMW paccTponcTBamMu, BKOHasa CUHAPOM pa3fpaxxeHHoro
kuweyHuka (CPK) [2, 3, 7, 12].
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Ta6nuya 1. Komnnekc nccnefoBanuit npu JUArHOCTUKE Caxapas3o-130ManbTa3Hoi HeflocTaTto4yHocTH ([2, 15], ¢ n3m.)

Table 1. A set of studies for diagnosing sucrase-isomaltase deficiency ([2, 15], with modifications)

Meton / Method Kpatkas xapaktepucTuka / Brief characteristics Orpanuyenns / Limitations
AHann3 aHaMHeCTUYeCKNX [pyn yKazaHum Ha 3H3UMONATUIO HOBOPOXAEHHOTO — | Manas cneyndu4yHOCTb CUMNTOMOB. Pa3nunyns
DaHHbIX noJj03PEHNE HA HaNNYMe FeHeTNYecKoro fedekTa B BbIP@XKEHHOCTI CUMNTOMATUKM Y AETEN 1 B3POCAbIX.

Harpyso4Hbln TECT € Caxapo3oi [TpocT B NPOBEAEHNI, HENHBA3MBEH

He BanuguposaH

BogopoaHo-MeTaHoBbIi

Hunskas cneunmu4yHocTb

[lbixaTenbHble TeCTbl , 3
C yrnepoaHoit meTkoit '°C

CneunduyHocTb 26,5-60%

OLeHKa akTUBHOCTM caxapasbl
B 6uonTaTax TOHKOM KNLIKN

PacueHunBaeTCs Kak «30710TON CTaHAAPT»

HBa3mBHOCTL Npu 3a6ope 06pasLos. ViccnenosaHue
NPOBOANTCA B CMELUANN3NPOBaHHON nabopaTopun

[eHeTnYecKumn TecT

Onpepaenexne nonnmopdna3moB reHa S/
B 6uomarepuane (CMblBax co ClM3ucTomn
nonocTyh pTa, 06pasuax CNoHbI MU KpOBH)

liccnenoBanne NnpOBOAMTCS B FEHETUYECKOM
nabéoparopuu

Apye nNpoABNATCA CUMMNTOMbI CaxapasHOW 3JH3umona-
TMM y OeTel Mnapliero Bo3pacTa, MOCKOMbKY Yy HWUX Mpu
CpaBHUTENbHO HEOOBLUOWN ASIMHE TOHKOW KULLKU HEBENUKU
N pe3epBHble BO3MOXHOCTW BCacChIBAKOLLEN MOBEPXHOCTU
BOpcuHOK [13]. COOTBETCTBEHHO, MO Mepe pocTa pebeHka
M YBENMYEHUs OOLUMX Pas3MepoB ero KULLIeYHUKa Bblpa-
XXEHHOCTb CMMMTOMOB MOXET CTUpaTbCs. [JONONHUTENbHbIE
CIIOXXHOCTU BO3HMKAIOT M3-3a YaCTOr0 COHETaHMsA caxapaso-
M30MasnbTa3HoOW HepJoCTaTO4HOCTM C JpyruMmn dopmamu
avcaxapupasHblX 3H3UmonaTui (Hanpumep, HepocTaTou-
HOCTbIO NaKTasbl Unu Tperanasel) [7, 14, 15], a Takxe 13-3a
3HAYUTENBHOrO BAMSAHUA KULLEYHON MUKPOMIOPbI, MacKu-
PYIOLLIEN KONMMYECTBEHHbIN NN OYHKLUNOHANbHbBIA HegocTa-
TOK hepmeHTa caxapasbl [10, 16—-18].

Cpenwu faBHO NPMMEHSIEMbIX MAarHOCTUHECKUX MPUEMOB —
HabniogeHne 3a cTaTycoMm naumeHTa nocne nosiHoro UCKJII-
YeHUs caxapo3sbl U3 OMETbl UMW CHUXEHMSA ee noTpebneHns
(Nfpy 3TOM yKas3blBanoCb, 4YTO0 B MEpPUOA WUCCrefoBaHuA
notpebreHne Kpaxmanocogepxalimx NPOAYyKTOB MOXHO
He orpaHunymnBarthb) [6]. PEKOMeEHOYIOTCA TakXe Harpy3o4Hble
npo6bl C pacTBOPOM caxapo3bl U3 pacyeTa 2,0 r caxapo3sbl
Ha Kunorpamm macchl Tena nauyneHTta. O HeoCTaTo4YHOCTU
hepMeHTa CBUAETENbCTBYET HapacTaHWe YPOBHS TTHOKO3bl
B CbIBOPOTKE KPOBW MOCSIe Harpy3ku meHee 4em Ha 20 mr/an
[12, 19]. Mpu npoBegeHUn Npobbl CNegyeT yumTbiBaTh TakXe
CTeneHb Pas3BUTUS MEPEeYUCIIEHHbIX paHee (U3NKaNbHbIX
CYMMTOMOB.

YrnybneHHoe o6cnefoBaHve BKJOYaeT NpoOBeAeHue
3HOOCKONUM [ABEeHafuaTunepCTHOM KULWIKKM € 6uoncuen
W nocnenylowmM rMCTONONMYECKUM U TMCTOXMMUYECKUM
aHanM3oM MaTepuana. OTOT MEeTOf, CHMTAEeTCs «30/10TbIM
CTaHgapToM» OMarHOCTUKM peduuuta caxapasbl [2], HO
ero NpMMeHeHue OrpaHMyeHo 13-3a UHBA3UBHOCTU MpoLe-
Jypbl 1 HEO6XOAMMOCTM NPOBEAEHUS CNeLnann3npoBaHHbIX
nabopaTopHbIX CCnefoBaHUN.

B kayecTBe HEMHBA3WBHbIX CKPMHUHI-METOLOB Masnbab-
copbunn caxapo3bl npegnaratTcsa Harpy304HbI BOAO-
POAHO-METAHOBLIN M M30TOMHbINA 2C-caxaposHblii Abixa-
TeslbHble TECTbI, KOTOPbIE MOXHO paccMaTpvBaTb kak 6onee
COBEpLUEHHbIE B TEXHOMOMMYECKOM MfiaHe BapuaHTbl Onu-
CaHHOro paHee Harpy3o4yHOro TecTa C OLEHKOW YpOBHS
rMIOKO3bl CbIBOPOTKM KPOBMU.

BopopofHbli  (BOLOPOAHO-METaHOBbLIN)  AblXaTesb-
HbIl TECT CcuMTaeTCsi BbICOKO YHUGMUMPOBaHHbIM [20].
OpHako, cornacHo peaynstatam uccneposanus C.L. Fris-
sora n S.C.S. Rao [2], npyn uccnepoBaHUsix caxapasHou
HeJoCTaTOYHOCTM OH He obecrnevymBaeT JOCTATOYHOW cre-
UMUYHOCTU, TaK KaK Ha pe3ynbTaT MOXEeT MOBNUATb
PS4 NPVYUH, BKOYas cneunduky akTUBHOCTU KULLEYHOW
MUKPOMIOpbl M CKOPOCTb TPaH3MTa Harpy3o4HOW nopummn
caxapo3sbl B KULLEYHUKE.

Mpn 3TOM cheunpu4HOCTbL NPOBOAMBLLEIOCA B TOW Xe
BbIGopke '2C-caxapo3HOro Tecta (MCMOMb30BaiM KOM-
Mep4eckKme pguarHocTuyeckme Habopbl) oueHeHa B 26,5%
Ha [OOKMMHMYECKOM ypoBHe U B 60% B nogrpynne nauu-
€HTOB, NpoLleAlnx yriny6reHHoe WuccrnefoBaHune, BKIIO-
YMBLUEE KIIMHMYECKoe HabnogeHne, 3aMeCcTUTENbHYH
hEepPMEHTHYIO Tepanuio Y KOPPEKLUMIO C MOMOLLbIO OUETHI.
B pesynbrate cneunduuHocTs '2C-caxaposHoro Tecta npu-
3HaHa npuemnemon [2].

YTOYHEHUE YyBCTBUTENBHOCTM M CNeunUYHOCTU Abixa-
TeNbHbIX TECTOB Ha caxapasHyl HeJoCTaTO4YHOCTb U UX
Banvaauma ocTalTCs akTyarnbHOW 3afaden, NOCKOMbKY 3Tu
HeVMHBa3MBHble METOAbl NPOCTbI, AeLleBbl U MPUrOOHbI ANA
CKPVHUHIOBbIX UCCNEfOBaHU.

[unarHocTuyeckne NoaxoAbl NPy UCCIe[oBaHUM caxapas-
HOW HEe[OCTaTOYHOCTM KpaTKO NpefcTasBfeHbl B Ta6s. 1.

Bonblias 4acTb pacCMOTPEHHbIX METOAOB, OLHAKO, He
nossonsieT AuddepeHUMpoBaTb BapuaHTbl FEHETUYECKU
OETEPMUHUPOBAHHOW (NEPBUYHOM) M NPUOBPETEHHON (BTO-
PUYHON) HEeJOCTaTOYHOCTU caxapasdbl. AHaMHecTuYeckue
JaHHble [al0T KOCBEHHYID W HEHaAeXHYl WHGOpMaLuio:
KaK y>Xe OTMe4asnocb, HanMyine BPOXAEHHON (NepBUYHOMN)
3H3MMONaTMM MOXHO Mpegnonarartb Npy OTCYTCTBUMN aKTUB-
HOCTW caxapasbl-u3omManbtasdbl y HOBOPOXAEHHOro [8].
[MepcneKkTMBHbBIM HanpaBlieHWEeM OCTaeTcs pas3BuUTue
MeOMKO-reHeTU4eCKMX NMOAXOAO0B K AMArHOCTMKe caxapas-
HOW 3H3MMoOnaTumn.

[aBHO nokas3aHo, 4YTO MyTauuu reHa caxapasbl-u3o-
Manstasbl S/ MOryT BECTU K HapyLUEHUSIM Pa3HbIX 3BEHLEB
MeTabonm3amMa caxapo3bl — pacLUeneHns B TOHKOW KULLKE,
MEXKeTOYHOro TpaHcnopTa, ycBoeHus [9]. CerogHsa Bknag,
B CHVXXEHWE aKTUBHOCTW UM OrpaHnyeHne NpoayKumm dep-
MeHTa NMOATBEPXAEH Kak MUHMMYM Ana 37 myTauyun [21],
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HO MX (PeHOTUMUYecKkne MpOsIBIIEHUS OTHACTWM COBMagaroT
N K TOMY Xe CXO[Hbl C CAMNTOMaMMu, BbI3bIBAEMbIMU BTOPUY-
HOW caxapasHon aH3umonartuen [5].

Y HOocuTenen 2 peLeCCUBHbLIX FOMO3UTOTHbIX UK COYeTaH-
HbIX FETEPO3UTrOTHBIX MyTaLuii reHa S/, AeTePMUHNPYIOLLINX
OTMEHY WU PEe3KOe CHUXEHWEe (epMeHTaTUBHOW aKTUB-
HOCTW, pa3BMBaETCH BPOXAEHHbIN AOeduunT caxapasbl-
nsomanbrasbl (congenital sucrase-isomaltase deficiency,
CSID) [22]. O6bI4HO OH NPOSIBRSIETCA B paHHEM Bo3pacTe,
HO (DEeHOTMN WU TSXKECTb CUMMTOMOB MOTYyT BapbupoBaTb
B 3aBMCUMOCTM OT Cneundmkn n nNonoxeHns (caxapasHoiii
MW M3oManbTasHbIn JOMeH) MyTauuin S/ 1 nx romosuroT-
HbIX WX FreTepo3UroTHbIX KOMOUHauunm [23].

Hanbonbliee BHMMaHME wnccnepoBaTefnien npuBrekaet
yyacTok (nokyc) rs781470490 reHa caxapasbl-u3omalsb-
Tasbl S/, B KOTOpOM Habnwogaetca geneuusa (Bbinage-
HMe) napbl HykneotTngoB AG B HyKNEOTMAHbIX MO3NLMAX
273-274. B pesynbrate peneuum Ha MecTe HOpMasibHOM
nocnegoBatensHocTn (AG)3, 1.6 AGAGAG, obpasyetcs
annenb ¢.273_274delAG c nocnegoatenbHOCThbiO (AG)2
(nanee — S/ delAG). ToMO3UroTHOE HOCUTENBLCTBO 3TOrO
BapvaHTa NpuBOAMUT K OCTaAHOBKE CUHTe3a epMeHTa
M noTepe CMocOBHOCTU paclLUennsaTb caxapol3y Ha COCTaB-
nawwme ee moHocaxapugsl [10, 11].

PacnpocTtpaHeHHOCTb HeOCTaTOYHOCTU caxapasbl:
KJIMHUKO-NabopaTopHble U FeHeTUYECKNE faHHble

OueHnTb pacnpoCcTpaHEHHOCTb HapyLUeHU akTUBHO-
CTM caxapasbl MO KIUHUYECKUM [OaHHbIM CIOXHO. OCHOB-
Has Mpu4MHa B TOM, YTO LeNeHanpaBfeHHbIX Monynauu-
OHHbIX MCCNefoBaHUn 4acToT caxapasHoW 3H3umonaTuu
He npegnpuHumManocb. COOTBETCTBEHHO, NopasnsioLLiee
OONBLUMHCTBO Ny6nMKaunm MNOCTPOEHO Ha Marepuanax
obcnefoBaHU NaUMEeHTOB C pasnnydHbiMn hopMamMm Xeny-
OOYHO-KULLIEYHbIX MOPaXEHWUI, Y KOTOPbIX HEAOCTATO4YHOCTb
caxapasbl MOXeT 6bITb JINLLb CUMITOMOM OCHOBHOIO 3a60-
neBaHus.

CornacHo gaHHbIM KITMHMKO-NabopaTopHbIX Habnto4eHu
B MONyNAUMAX YMEPEHHOro knumara mansabcopbumus caxa-
po3bl BCTpeyaeTcst peako (063opbl: [15, 24]). YV HaceneHus
CeBepHon EBponbl (3THM4YeCKMe gaTtvyaHe M (OUHHbLI) CHU-
)XEHHas aKTMBHOCTb caxapasbl gnarHoctuposaHa y 0,3%
o6cnenoBaHHbIX, y xutenen CLUA —y 0,2% o6cnefoBaHHbIX
(MEX3THUYECKMX Pasnuyni B KIIMHWUYECKMX MNPOSBIEHUAX
Manbabcopbumn caxapo3bl B €BPOMNeOouAHbIX MOMnynaumax
He BbIIBNEHO). EQMHWYHbIE cnyYan nepBUYHON (BPOXAEH-
HOW) Manbabcopbumm caxapo3bl OMNMCaHbl y MaLMeHTOB
n3 Kutasa n Typuumn.

EcTecTBeHHO, 4TO AedUUMT caxapasbl Halle BbISBNSAETCA
B BblOOpKax MauMeHTOB C racTPO3HTEPOSIOTMYECKON CUM-
nToMatvkon. B kadecTBe npumepa npuBefeM 2 OLEHKM,
Jamoollime pacxoxieHne B Heckonbko nopsigkoB. Caxapas-
Has 3H3MmonaTusa Obina obHapyxeHa y 21% u3 203 pe-
TEN C XPOHUYECKMMM xanobamm Ha 60am B obnactu
XmBota [25], HO nNpu aHanu3e 6MONTATOB TOHKOW KULLKW
30 334 naumeHTOB-geTEN C Pa3NINYHbIMW 3H3UMOMATUAMM
N30/IMpOBaHHaA HeJoCTaTOYHOCTb caxapasbl YCTaHOBeHa
Tonbko y 0,04% [10]. Cpeam 120 B3pocnbix € >xano6amu

3HTeponormnyeckoro xapaktepa y 0,8% O6bina noaTBepX-
[JeHa co4eTaHHas HeJoCTaTOYHOCTb caxapasbl, ManbTasbl
v nzomanstasbl, a 'y 9,2%, NoMMMO BCeX 3 NepeYmCcrieHHbIX
3H3MMoOnNaTun, — ewe 1 geduunT nakrtasel, T.e. NaHgucaxa-
pvaasHaa HegocTatovHocTh [14]. HepocTtatoyHOCThb caxa-
pasbl 6b11a o6HapyxeHa y 41 n3 82 naunmeHToB ¢ cumMnToMa-
TUKOW, BKJIIOYABLLEN KakK anapeto, Tak u 3anopsbl [26].

HecmoTps Ha manyl anngeMmonormyeckyto MHgopma-
TUBHOCTb MOJTy4EHHbIX B XOAe KIMHUKO-NabopaTopHbIX
06CnefoBaHUA raCTPOIHTEPONIOrMYECKNX BOSbHbBIX AaHHbIX,
OHW MO3BONUNU BbIABUTH MONYNAUMOHHYIO CNeunduKy.
Bbino 06HapyXeHo, YTO B HEKOTOPbIX apKTUYECKMX MOMy-
nAaumax aeduunt caxapasbl-u3oMansTadbl pacnpocTpaHeH
3HAYUTENbHO LUMPE, YEM Y HaCeneHWs YyMepeHHOW Knuma-
TUYECKOM 30Hbl. OH 6blN 0O6HApPYXeH Yy 5% rpeHnaHacKnx
3cKnumocoB [27] n y 6,9% wnHgenues CesepHot MaHUTOOGLI
(Kanapga) [28].

OTV OUEHKM, Jaxe ecnu NPeanosioKuMTb UX 3aBbILLEH-
HOCTb, C/IMLUKOM OT/IMYaNMCb OT MOJlyYEHHbIX B APYrunx
pernoHax, 4YTO MO3BOSMUIIO MPEAMOSIOKUTL Hanu4yme cne-
umMcmyeckon ansg apKTUHECKMX Monynauui npegpacnono-
XXEHHOCTU K caxapas3Hou aH3mmonatum [29]. NpoBepka aTomn
rmnoTesdbl cTana peasibHoM No Mepe HakonseHus nHopma-
LK O FTEHETUYECKNX AETEPMUHAHTAX NPOAYKLMMN caxapasbl-
n3omarnstasbl U BapmadensHocTu reHa S/ [5, 9].

MccnepoBaHuss B eBponeoupHbiX rpynnax (uUHcKue
BbIGOPKMN UCKJIIOYEHDbI 13-3a CMeunuduyHOCTN NOMYSALMOH-
HOW uctopumn reHodoHpa) panu gna 17 penkux ogHOHYK-
neotuaHebix nonumopduamoB (SNP) S/ yactotel ot 0,003
no 1,14%, a cymmapHo Ans BbIGOPKM €BPOMNenckoro rnpo-
nexoxpenns (n=33 370, no matepuanam OTKPbITOM 6a3bl
OaHHblx Exome Aggregation Consortium — ExAC) ponsi
HOCUTENEN PedKUX MYTaHTHbIX BapuaHToB S/ oueHeHa
B 2,78% [30]. Mo martepuanam UK Biobank Resource,
HOCUTENLCTBO PemKMx nonumopguamos S/ B BbIGOpKe
6eccMMMTOMHBIX foHOpoB (N=31 218) coctasuno 8,0% [31].
Kpome Toro, ans BapuaHTta S/ 15Phe (rs9290264), cuuta-
IOLLIErocsi OTHOCUTENBbHO pacrnpoCTpaHeHHbIM, MPUBOAUTCS
oueHka 1,84% [32]. MNogvyepkHeM, OfHAKO, YTO NPUBELEH-
Hble 4acTOTbl HOCUTENbCTBA asnfenei 3Ha4nTeNbHO BbIlLe
yucna KIMHUYECKUX BbISBISEMbIX CllydaeB caxapasHou
HefJocTaTtovyHOCTU. B heHOTMNE reHeTudeckn peTtepMuHu-
poBaHHble HapyLLUEeHWA YCBOEHUSI caxapo3bl MPOSBMAIOTCA
TONbKO B Cry4asix FOMO3UIrOTHOMO HOCUTENbCTBA COOTBET-
CTBYyHOLUMX annenen, npu4em gaxe Hambonee pacnpocTpa-
HEHHble (HOPMbI NOMMOPDM3MOB reHa S/ NposBNAOTCS Kak
MWHUMYM B 8 pa3Hbix BapuaHTax [19].

COOTBETCTBEHHO, COrMNacHO COBPEMEHHbIM [aHHbIM,
YacToTa HOCUTENbCTBA TOYEYHbIX MyTauuin reHa S/ (BHe
3aBUCUMOCTU OT TOrO, MPOSIBAAIOTCA NN OHW B (peHOoTUne)
oueHnBaetcsa B 0,0006% [8].

Ha atom ¢oHe cBoeobpas3HbiM BapuaHTOM SABMASETCA
peneumns Sl ¢.273_274delAG (kpaTkoe 0603Ha4yeHune
Sl delAG), B (heHOTUNE BbipaxkaroLlascs B yTepe Cnoco6Ho-
CTU K Npoaykuum cpepmenTa [10, 11]. B mmpoBom macwitabe
ee yacToTa BapbupyeT B npegenax 0,0018-0,0021% [8, 33],
HO, Kak MoKasaHO PSifOM MCCINefoBaHUA, B apKTUYECKUX
nonynauusx reHoTunbl, BKAvatowme annens Sl delAG,
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Ta6nuuya 2. Yactota feneumnn ¢.273_274delAG B reHe S/ (rs781470490) B BbIGOpKax HaceneHus CeBepHbIX pernoHoB Mpuypanss, Cubupu, JansHero
BocTtoka P®, Kanaab! v pennangnu ([24], ¢ nam.)

Table 2. Frequency of the ¢.273_274delAG deletion in the Sl gene (rs781470490) in samples of the population of the northern regions of the Urals, Siberia,
the Far East of the Russian Federation, Canada and Greenland ([24], with modifications)

YactoTa geneuuu, 8 npouentax / Deletion frequency, in percentages
I'Ionynm_mﬂ n BbISIBJIEHHAA YacToTa 95% noBepUTENbHbIA MHTEPBAN Mcrostink
Population h ; Source
revealed frequency 95% confidence interval

Pycckue Cubupn / Russians of Siberia 46 0,0 0,0-7,0 [24]
Komn / Komi 39 0,0 0,0-8,0 [37]
MaHcu / Mansi 48 0,0 0,0-6,0 [24]
XaHTbl / Khanty 42 0,0 0,0-7,0
Wopubl / Shors 119 0,0 0,0-3,0 [37]
HeHubl / Nenets 114 0,0 0,0-3,0 [38]
9IBeHKu / Evenks 65 0,0 0,0-5,0
9BeHbl / Evens 71 3,5 1,3-8,5 [34]
Kopsiku / Koryaks 55 7,3 3,4-14,3
Yykun / Chukchi 14 14,3 4,7-33,6
dckumockl Kanaabl / Inuit (Canada) 128 17,2 12,6-21,8 [11]
dckumochl Mpennananu / Inuit (Greenland) 263 20,0 19,0-21,1 [35]

BCTpeYalTcsa 3HauuTenbHo Yauwie: y 17-20% 3CKMMOCOB
(MHynToB) KaHagb! v MpeHnaHoun n 3,5-14,3% y OXOTCKUX
3BEHOB, KOPSKOB 1 vyk4yen [11, 34, 35].

B cooTBeTCTBUM C BbIABMHYTBHIMM paHee npennonoxe-
HUAMW O MOBLILLIEHHOM PUCKE MNPOSABMEHUA FEeHEeTUYECKU
OEeTepMUHUPOBAHHbIX [ucaxapuaasdHbiX 3H3MMonaTui
Yy KOPEHHOr0 HacefleHUs BbICOKOLUMPOTHBLIX PErmoHoOB
[29, 36], cBenn BOeAMHO pa3pO3HEHHble COO0OLLEeHUs
0 YacTtoTax BapumaHTa S/ delAG B pOCCUACKMX BbIGOpKax
[24, 34, 37, 38]. Pe3ynbtatel 06¢cnegosannin 613 npencraem-
Tenen 10 aTHn4eckmx rpynn Mpuypanss, Cuéupn n Cesepa
npepcrasfeHbl B Ta6n. 2.

Kak BugHO 13 Tab6bn. 2, geneuunnnt guHykneotupga AG
B noauvumsx 273_274 reHa caxapasbl-uaomanstasbl S/
(rs781470490) B BbIGOpPKax pasfMyHbIX FPYNMN HaceneHus
Mpepypanbs, 3anagHoin, tOxHoM n LieHTpanbHo Cubupu
(pycckue, KOMU, MaHCW, XaHTbl, LLOPLbl, HEHLbI, 3BEHKM) HE
06HapyXeHo. [1o0 Nony4YeHUsi HOBbIX AaHHbIX ANS HaceneHus
3TUX PEruoHOB HOCUTENbCTBO OWMHYKINEOTUOHOW Aeneumu
AG B reHe S/ (rs781470490) MOXHO YCNOBHO MpPMHMMATb
Ha ypOBHE cpegHux muposbix 4acTtoT 0,0018-0,0021%
[8, 33]. HocutenbCTBO p[OaHHOW peneuum o6HapPYXeHo
TONMbKO B BbIBOpKax KopeHHoro HacenexHua CesepHoro Mpu-
0xoTbsl, KamyaTkm 1 YyKOoTKM: Y 9BEHOB, KOPSAKOB U YyK4Yen
(cm. Tabn. 2, [34]). MogyepkHeM, YTO ynoMuHaHWe B Ny6u-
kaumm M. Andersen u coaBT. [35] 0 Hanuuun peneuun
Yy KOPeHHoro HaceneHus LleHTpansHon Cuéupmn om60o4Ho:
0aTCKue Konmern HeBepHO aTpubyTupoBanu reorpaduye-
CKYI0 fioKanusaunio o6cnefoBaHHbIX Hamu nonynauui [34].

AHanM3 UCTOpUM ICKMMOCOB (MHYWUTOB) M KOHTAKTMPO-
BaBLUMX C HUMW apKTUYECKUX HaApOZOB Mokasan, 4To BO3-
HUKHOBEHME MyTauuu B BUAE OVMHYKIIEOTWOHOW peneuuu
AG B nokyce rs781470490 reHa caxapasbl-u3omManbTasbl
SI, BeposiTHee BCero, 661510 eAMHOBPEMEHHbBIM YHUKANbHbIM
CcOo6bITMEM B NMOMYNSALMN HEOSCKMMOCOB B nepuog, 1,2—2 Tbic.

net Hasap [24]. JonroBpeMeHHas M30aaumMs MasnovymncreH-
HOWM rpynnbl B CO4ETaHMMN C OCOBEHHOCTAMN obpasa XMU3HN
W MUTaHUS UHYUTOB (B YaCTHOCTU, C AedMLUMTOM Aucaxa-
pvOoOB M Kpaxmana B pauuoHe OXOTHMKOB Ha MOPCKOro
3Bepsl) CNoco6GCTBOBANM COXPaAHEHWIO B WX TeHOgoHAae
HOCUTenbCTBa AaHHOW peneuun. B nepuopn akcnaHcum
3CKMMOCOB BapuaHT ¢.273_274delAG pacnpocTpaHuncs
B MONynauMsax ceBepHbix uHpernueB KaHagbl M AnAcku
M naneoasvaTtCckux HapofoB. VI3MeHeHus OMeTbl KOPEeHHbIX
CeBepsiH, SIpKO nposiBMBLUMECA BO BTOpon Tpetn XX B.,
Hen3b6eXxHO NpoBOLMPOBANN KIIMHUYECKME MNPOSBIEHUA
caxapaso-u3omasibTa3HOW 3JH3MMonaTuM Yy HocuTenemn
OaHHOW [eneumn, 4To 1 3acTaBuUIO NPaKTUHECKMX Bpaden
06paTUTb BHMMaHWE Ha Manbabcopbumio caxapo3bl Kak
Ha 3aboneBaHune, xapakTepHOE A1 HEKOTOPbIX apKTUHECKNX
nonynauum [24].

MOXHO 3aKnio4YnTb, YTO MOBbILIEHHbIE YaCTOTbl Bapwu-
aHTa S/ delAG o6HapyXuBatTCH TONMbKO B reHodoHpax
KOPEHHOr0 HacemneHus PervoHOB, BXOAUBLUMX B 06NnacTtb
OPEBHUX U COBPEMEHHBIX KOHTaKTOB HapodoB A3un n Ame-
pukun: YykoTku, KamyaTkm n CeepHoro MpuoxoTbs. Puck
PEHOTUMMYECKMX NPOSABEHUN caxapal3o-u3omMasibTa3Hom
3H3MMOMNaTMM B MONYNAUUSAX YKa3aHHbIX permoHoB Poccum
oueHeH B 0,4% npu 95% [poBepuUTENbHOM UWHTepBarne
0,2-2,3% [24, 34].

CBsiI3b caxapa3HOM HE[0CTaTOYHOCTHU
C pa3nu4HbiMn hopmMamm HEUH(PEKLIMOHHOMN
KULLEeYHOW naTonorun

CornacHo KNMHUYeCKUM AaHHbIM, ManbadbcopbLums caxa-
poO3bl 4acTO cCoYeTaeTCcss C HeJOCTAaTOYHOCTbI MarnbTasbl,
n3omManesTasbl, Tperanasbl W nakTasbl Kak B pasfnyHbIX
KOMOMHaUUSX, TaKk U B €OQMHOM KOMMJEeKce: MocnenHuin
BapuaHT 0603HavaloT Kak NaHcaxapuaasHyo SH3UMoNaTmo
[3, 7, 14, 15].
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CoyeTaHHass He[OCTaTOYHOCTb caxapasbl M n3oMansTasbl
MOXeT ObITb 06ycnoBfieHa MyTauuMenl OLHOro foKanm3o-
BaHHOrO B XpoOMOcCOMe 3 reHa caxapasbl-usomasnsrasbl S,
HO reHbl Opyrux gucaxapwpas, nakrasbl LCT n Tperanasbl
TREH HaxopsiTca B ApYrMx XpomMocomMax (COOTBETCTBEHHO
2 n 11). Mo3aToMy 06BACHATL (DEHOMEH MONN- U MaHcaxapu-
JasHblX 3H3MMONaTWiA crnepyeT He OfHOBPEMEHHbIM BO3-
HUKHOBEHMEM B reHome myTtaumii reHos SI, LCT v TREH,
a CnyYyanHbIM COBMajeHVeM HOCUTENbCTBA MX anenbHbIX
BapuaHToOB, AETEPMUHMPYIOLLIMX OFPaHUYEHHYI0 aKTUBHOCTb
COOTBETCTBYHIOLLMX Ancaxapvaas. BeposATHOCTb HacToT Takux
COBMafeHUn MOXeT BbITb OLleHeHa C MPUMEHEHNEM METOA0B
COBPEMEHHON OGUONHPOPMATUKN, HO CEerofHsA 3TOT BOMPOC,
HECMOTpPS Ha ero NoTeHLMasnbHYI0 BaXHOCTb AN NpakTuye-
CKOW racTpO3HTEPONIONMKN, OCTAETCA HE U3YHEHHBIM.

[o npoBefeHuns cneumanbHbIX UCCNE[OBaHUA U nonyye-
HWUA OOMONHUTENbHBIX OaHHbIX PE30HHO MPUHATH padouyto
rmnoTesy, COrnacHoOm KOTOPOW MONW- M NaHcaxapwupasHbie
3H3MMonaTtumn no 6onblUuelt YacTn ABNAAIOTCA NPOSBIEHNEM
BTOPUYHOW, MpuobpeTeHHON (epMeHTaTUBHOM HepocTa-
To4HOCTHM [3, 5, 7]. MNMoBpexaeHns TOHKOW KULLKW MOof4 BO3-
OEeNCTBMEM BHELIHUX (MH(EKUMOHHbIX, TpaBMaTU4eCcKnx
M T.M.) PaKTOpPOB MOTyT NPMBOAUTb K YMEHbLUEHUIO YMcna
HOpMarnbHO (PYHKLMOHMPYHOLLMX BOPCUHOK, @ COKpaLleHue
yucna anvKasbHbIX KIIETOK MOXET BEeCTUM K OTHOCUTEb-
HOV HefoCTaTO4YHOCTU MPOAyUMpyeMbIX UMK (DEPMEHTOB.
[MockonbKy BO3OENCTBME BHELUHMX areHToB Heusbupa-
TeNbHO, B TOM MW WHOWM CTENEHN 3aTPOHYTOW OKa3biBaeTCs
aKTMBHOCTb HECKOJIbKUX Ancaxapvaas.

C 3TMX NO3MLMIA NOTMYHBIMW BbIrMAAAT COOOLLEHUS O BO3-
MOXHOWM CBA3M MEXAYy caxapuga3HOW HepJoCTaTOYHOCTLHO
n CPK — cMMNTOMOKOMNMEKCOM, B NaTohmn3nonormm KoTo-
poro, BEPOSATHO, UrpatoT PoJib Kak cCpefoBble (PaKTopbl, Tak
N reHeTnyeckasn npegpacnonoXeHHocTb [15, 23, 39—-41].

Caxapaso-naomanbra3Hasi He[oOCTaTOYHOCTb OOHapy-
XeHa y 35% naumeHToB ¢ CPK, He cTpapatoLmx Lennakmen,
BOCMAaNUTENbHbIMA U  OHKONIOTMYECKUMU MOPaXeHUAMU
TOHKOW KULWKK [16]. pn 3TOM noka3aHo, 4TO K MaHuge-
ctaumm CPK npeppacnonaratoT (yHKUUOHANbHbLIE MOMNU-
Mopcmambl reHa S/ [26, 30]. CornacHo gaHHbIM npefnsa-
pUTENbHOro aHanuia, puck passutus CPK nosbiweH npu
COYeTaHWM ONpefeNieHHbIX FeHOTUMNOB S/, HEKOTOPbIX Bapu-
aHTOB MUKPOOUNOTbI KULLEYHNKA N OCOBEHHOCTEN YCBOEHUSA
nuwesbix yrnesonos [32]. Hanbonee o60CHOBaHHas To4ka
3pEeHnsa CBOAMTCH K TOMY, HTO MOBbILUEHHbIN PUCK Pa3BUTUS
CPK MoxeT 6biTb 06yCnoBfieH COYeTaHMEM HECKOSIbKMX
(kak MuHMUMYM 17) pepkux u 1 6onee pacnpocTpaHeH-
Horo (15Phe rs9290264) BapuaHTOB reHa S/, pns KOTOpbIX
in vitro noaTBEpPXAEeHa CHUXEHHas akTMBHOCTb [Aucaxapu-
gasbl [21, 23, 26, 30-32].

BeposTHO, (OEHOTUNMYECKUM MPOSABAEHUAM MYTaHT-
HbIX BapuaHToB S/ cnoco6CTBYEeT Hanu4mMe COMyTCTBYHO-
LWNX (OpraHnYecknx, B TEPMWUHOMOrMM aBTOPOB My6nu-
kaumm [31]) 3aboneBaHuii, B TOM YUCIe pasfivyHbIX Bapu-
aHTOB Masnbabcopbumm yrnesogoB. B 4acTHOCTWM, OYeHb
TwaTenbHoe Mo Au3aliHy M CTaTUCTMHECKOMY aHanuay
JaHHbIX uccneposanune L. Thingholm un coasT. [32] Bbis-
BUNO accoumaumm BapuaHTta S/ 15Phe (rs9290264) c 4yB-

CTBUTENBHOW K COCTaBy MULLUM MUKPOOMOTOM KULLIEYHMKA.
OTOT Xe O[HOHYKNeOTUAHbIN BapuaHT S/ BcTpedvaeTcs
y naumeHtoB ¢ CPK gocToBepHO valle, 4emM B nonynsumm
B uenom — vy 3,69 n 1,84% cootBeTcTBeHHO (p=0,044, OTHO-
LeHne puckos 2,04 [32]).

[MockonbKy ponb MUKPOOBUOTbI KMLLEYHUKA — MWL OOWH
13 3M1eMEHTOB Lenu (U3NOoNOorMYecKnx, naTonornyeckmnx
N HEBPOJIOTMYECKMX peakuuii, NpoBOLMPYOLWNX MaHude-
cTtaumto CPK [32], AcHO, 4To reHoTun S/ MOXeT urpatb onpe-
[EeNIeHHyI0, XOTA U He peLlaloLlylo pofib B pasBUTUM ITOM
naronoruv. MNoaTBepXAeHNEM TaKOW TOYKM 3PEHUS CIYXKUT
TOT (pakT, 4TO MpY UCCnefoBaHUAX 6OMbLION NONYNALMOH-
HOW KoropTbl U3 Benuko6putanum (n=71 557) B BbIGOPKe
nauneHToB ¢ gnarHo3om CPK, ycTaHOBNEHHbIM Ha OCHOBa-
HUWM OrpaHMyeHHoro Habopa AMarHOCTUHYECKUX KpUTEpueB
(Hanpumep, TONMbKO aHaMHECTUYECKUX AaHHbIX), CTaTUCTU-
YeCKM JOCTOBEPHbIX accoumaLlmnin ¢ reHoTUNom S/ He BbISB-
neHo. OgHako B moprpynne nauueHTOB C MOATBEPXAEH-
HbIM B cTaumoHape puarHo3om CPK ero cratucrtmyecku
3Ha4YMMas CBfiI3b MexXAy MposiBNEeHUs MU U reHotunamu S/
NoATBEpPAUNAch: OTHOLLEHNE PUCKOB (95% [OBEPUTENbHbIN
mHTepsan): 1,73 (1,10-2,27), p=0,009 [31].

HakonneHne gaHHbIX 0 BO3MOXHOW CBA3U NONMMopuma-
MoB S/ ¢ CPK BaxHO Nno AByM npuymHam.

B nnaHe cdyHOameHTanbHOM Haykm 3TU UCCNenoBaHUs
JatoT MaTepuan Ans OLEHKM BKnaga OTHOCUTENBbHO pelKuX,
HO pa3HO06pa3HbIX TOHEYHbIX MyTaumii reHa S/ B 06LLY0 Kap-
TUHY pacnpoCTPaHeHHOCTH ancaxapuaasHblX SH3UMONaTUi.

C npaKTM4ecKoW TOYKM 3PeHUss MOATBEPXAEHME ponuv
BapuaHToB S/ B pa3suTum CPK MoXeT fatb NpakTUKYIOLLEMY
Bpayy WHCTPYMEHT ONS BeAEeHUs MauueHTOB C MOMOLLbIO
OVETUHECKUX MOAMMMKALMIA, BO3MOXHO, AMETbI C MOHUXEH-
HbIM COAEepXaHMeM Kpaxmarna v caxapo3bl Win aHanoruy-
HbIX cneundunyecknx yrnesogHbix guet [16, 31].

Oco6eHHOCTU NPOSABNIEHUSA caxapa3Hon
Hel0CTaTO4YHOCTU Y apKTUYECKUX Hapo[oB

B uccnepoBaHuu ¢ yHacTneM MHymToB IpeHnaHamm noka-
3aHO, 4YTO B3POCSble FOMO3WUrOTHbIE HOCUTENW BapuaHTta
Sl delAG otnu4yaroTca OT rpynnbl CPaBHEHUS MEHbLLUMMU
3HA4YeHNAMM WMHOEeKca MaccChbl Tena, COAepXaHus XUpo-
BOV TKaHW, YPOBHSA TPUIMULEPUOOB B CbIBOPOTKE KPOBU
HaToLlaK M OCTATOYHOrO (PEMHAHTHOrO) xonecTepuHa (ans
Bcex nokasaTenen p<0,01) [12, 35]. JanbHenwunin aHanus
nokasarn, 4To 3TO, CKopee BCero, o6yCcnoBfieHo Kak 6onee
BbICOKVMMM YPOBHSAMW LIMPKYNMPYIOLLIEro B KPOBW aueTarta
Yy FOMO3WUrOTHbIX HOCUTENEN, Tak U, OTHACTW, CHUXXEHWEM
noTpebneHnsa caxaposbl, HO HE CHWXKEHNEeM KanopUAHOCTU
nuwimn. Mony4eHHble pe3ynbTaTtbl NOATBEPXAEHbI HA MbILIax
C HOKayTUpOBaHHbIM reHoM S/ (nuHus Sis-KO), koTopble
npu TOW Xe 3HepreTM4eckon LEHHOCTU NuLM Habupanu
Ha caxapocopepxallel uete MeHbLUY Maccy Tena, Yem
MbILLM OMKOro Tuna. B oTBeT Ha npuem caxaposbl MbILLN
nnHnn  Sis-KO pgemMoHCTpupoBanu 3Ha4uMTesnibHO 6onee
BbICOKMI YPOBEHb aLeTata U CHUXXEHHbIN YPOBEHb MIOKO3bI
B naa3mMe Kposwu. [pegnonaraeTtcs, 4TO Takon 6naronpusT-
HbIN AN NogAep>XXaHnsa 340poBbsA MeETabonMyYeckum adhexT
0OyCnOBfIEH YCWUNEHHOW 6akTepuanbHOW hepmeHTaumen
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HernepeBapeHHbIX YrNeBOAOB, B HACTHOCTM caxapo3bl U N30-
ManbTo3bl, M36eXaBLUMX pacLUensieHnss B TOHKOW KULLKe
1n3-3a NoTepu caxapasbl-udomanbstasdbl. YcuneHHasa 6akte-
puanbHasa hepMeHTaunsa 3TUX YrieBOAOB MOXET 06bSACHUTb
n 6onee BbICOKMI YPOBEHb UMPKYNMpYHOLLEro auerarta
y romMo3uroT no BapuaHty S/ delAG [12, 35]. Kak n3BecTHo,
auerart, Kak 1 nponuoHar, 6yTupaT U gpyrue KopoTkoLeno-
YeyHble XUPHbIE KUCNOTbI, ABMAAIOTCA BaXHEWLIUMU MeTa-
6onMTamm MMKPOBUOThI KULLEYHMKA, UrpatoLnuMm 60SbLLUYIO
ponb B o6ecneyeHun 300POBbS YeroBeka 3a CHeT CBOEero
NPOTUBOBOCMNANMUTENBHOIO, UMMYHOPEryNATOPHOro, NpPoTU-
BOOMA6ETMHECKOr0, KapAMOBE3NKYNSPHOro, renato- n Hem-
pPONPOTEKTUBHOIO AencTeus [42].

Mexgy Tem BOMPOC O TOM, HAaCKOMNbKO MONE3HO MOBbI-
LeHne YpOBHA auetaTa B KPOBW, OCTAETCs OTKPbITbIM.
O6Hapy>XeHO, B 4YaCTHOCTMW, YTO YBENU4YEHWEe NPOAYKUUMU
auertata y rpbi3yHOB MPUBOAUT K YCWUMEHWIO NMnoreHesa
1, BOBMOXHO, MHAYLMPYET METab0NMYecKuii cuHgpom [43].
C opyror CTOpOHbI, B aAanTUPOBaHHbIX K 06UTaHUIO B YCI10-
BUAX HU3KUX TemnepaTtyp Monynsaumax KOPEeHHOro Hacene-
HWS BbICOKOLLIMPOTHbBIX PErMOHOB 0COBGEHHO YacToO BCTpeya-
I0TCS BapuaHTbl «MeTaboNIMYeckn 3[0POBOr0 OXUPEHUS»,
T.e. M36bITOYHOM Macchl Tefnla, He conpoBoOXAarLlencs
NPOoSBAEHNAMN METaboNNYEeCKoro cuHgpoma [44].

[MocTaBneHHble B CUSly CBOEN FEHETUYECKOW M aHTPOmMo-
JIOTMHECKOM UCTOPUM B YCIOBUS «E€CTECTBEHHOrO 3KCne-
pUMeHTa» apKTU4Yeckue MonynauuyM YernoBeka NpefcTas-
NAOTCA O4YeHb MepCneKkTMBHbIMUM Ans 6onee peTanbHbIX
MCCNefoBaHUn BOMPOCOB O pONM COAepXaHusa auetaTta
B CbIBOPOTKE KpOBM, MOTPe6neHMM caxapo3bl C nuLien
1 0 MepcrnekTnBax y4yeTa reHotuna S/ B AMarHoCTUYECKUX U,
BO3MOXHO, B fie4ebHbIx uensx [12, 35].

B ckopomM BpeMeHUn oXuaarTcs pe3ynbrarbl OLEHKN BIU-
AHWUS OAUHYKEeoTUOHOM aeneummn B reHe S/ Ha meTabonunam,
nuLLiEBble MPUBBLIYKA UM NPEANOYTEHUS Y TPEHMaHOCKUX
3CKMMOCOB B PasfiMyHbIX rpynnax: y MHGUBMAYYMOB, FOMO-
3UrOTHBLIX MO BapuaHTy delAG, n B KOHTPOJIbHOM BbIGOPKE
C pyHKUMOHMPYOLWMM reHom S/ [41]. ABTOPbI OXMAAIOT, YTO
pasnuuna Mexgy 3TUMMU rpynnamu 6ygyT 3Ha4UTeNbHbIMU
npu eBponenckor (BeCTepHU3MpoOBaHHOW) OMeTe, HO cna-
6bIMW MPY TPAANLMOHHON FPEeHNaHACKON AneTe C BbICOKUM
cofepXaHnem 6enkoB 1 XMUPOB M OTCYTCTBUEM Caxapo3bl.
HyxpatoTca B nogo6HOro pofga uccnefoBaHusax v nonyns-
UMM KopeHHoro HaceneHusa CeBepo-BocToyHo Cubupw.
[Mony4yeHHble paHee pe3ynbTaTbl CKPUHUHIA YaCTOThl Bapu-
aHTa Sl delAG 6as3npoBanucbk Ha Bbl6OpKax He6GONbLLIOro
pa3mepa [34]. TOMO3UrOTHbIE HOCUTENU AWHYKNEOTUOHOMN
Jeneummn B U3yHeHHbIX BbIOOPKaX YyK4en, KOPSIKOB 1 3BEHOB
He 6bINM 06HapPY>XeHbI, OQHAKO CPEHAA OXMAaemas Jactora
roMo3uroT B nonynsaumsax Yykotku n CesepHoro MNproxoTbs
coctaBuna 0,4%, 4YTO HECKONbKO HWXE, YEM Y 3CKMMOCOB
KaHapgpbl v TpeHnaHgun — 2—-4% [12]. Tem He MeHee cpeam
kopeHHoro Hacenexuss Ceepo-Boctoka Cubupu romo-
3UroTHble HocuTenu BapuaHTa S/ delAG, no Bcel Bugu-
MOCTU, UMEKT HEKOTOpOe pacrnpocTpaHeHue, O0COBEHHO
Ha YykoTke, rge BCTpe4YaemMoCTb BPOXOEHHOro gedwuumrta
caxapasbl-usomansrasbl, CBA3aHHOMO C AWUHYKNEOTUOHOM
neneuven B reHe Sl, oxungaetcs Ha ypoBHe 2% [12].

CnepnyeT y4uTbiBaTb, YTO WHTEHCUBHblE MpPOLLECCHI
MEX3THUYECKOrO0 CMELLEHNS Ha MPOTSHXXEHUN MOCNeQHero
CTONMeTUss U MPUTOK TFEeHOB OT APYrux HapofoB BemyT
K BbIMbIBaHUIO HOCUTenbCTBa pAeneuun c.273_274delAG
N3 reHooHOoB 3CKMMOCOB W naneoasunaTtoB. Ha Teppu-
Topun MpeHnaHaumM 3TO HarnNsgHO MPOSBASETCA MpU cpas-
HEHVWM MOTOMKOB OT MOHO3THUYHBIX (MHYUT-UHYUTCKUX)
6pakoB M BbIGOPKM «FpeHnaHpueB», BKIOYNBLUEN BbIXOA-
LUEeB KaK M3 MHYWUTCKUX, TaK U U3 3THUYECKM CMeLUaHHbIX
cemein. B nepBomM cny4ae 4actota BapuaHTa S/ delAG
coctaBuna 20,0%, Bo BTOpoM — 14,2% (p<0,05) [35].
[MockonbKy LuUenblin pag wMccnefoBaHUA NoOATBepXAaeT
N3MEeHeHUss reHooHpoB abopureHoB CesepHoro [Mpu-
0xoTbsl, KamyaTku 1 YyKoTkuM B pe3ynbraTe NpuUToKa reHoB
Kak M3 cocegHUX CUOUPCKMX HapodoB, Tak U OT Mpu-
LLUNIOro, B OCHOBHOM CNaBAHCKOr0, HaceneHus, Mbl CHUTaeM
aKTyasnbHOM 3ajavel paclumpeHne Meguko-reHeTu4eckmnx
nccnepoBaHuii 3NUMAEMMONOrUM caxapas3o-u3omanbras-
HOM HepoCTaTOYHOCTM B MOMyNAUMAX BOCTOYHO-CUMOUP-
CKMX M [anbHEeBOCTO4YHbIX pernoHoB Poccun. B 4yacTHo-
CTW, CYLLEeCTBYeT BEpPOATHOCTb HOCWUTENbCTBa BapuaHTa
Sl delAG B nonynsiunsx 3BeHKOB, UTENIbLMEHOB, OKarnpos,
aneyToB, HUBXOB [24].

KomMnnekcHble nccnenoBaHns MHOAUBMAOB C FrEHETUYECKM
0eTepMYHUPOBAHHON caxapa30-u3oManbTa3HOW 3SH3MMO-
naTmen BaXkHbl A9 YACHEHUS (PU3NOSIOTMYECKON OYHKLNK
dhepMeHTa U MOHUMAaHUA KPaTKOCPOYHbIX W OONrocpoy-
HbIX NOCNEeACTBUIA, OOYCMOBJIEHHbLIX yTepen Cnoco6HOCTU
ycBaMBaTb caxapo3y W Kpaxman B TOHKOM KuULlke. Takum
06pa3oM, «apKTU4EeCKnin» BapuaHT reHa S/ umeeT 605bLLON
noteHuman ana 6onee rny60Koro NOHUMaHUA MexaHU3MOB
perynsauun Mmetabonuama yrneBonoB.

3akntoyenue

HapyweHunsa ycBoeHus Hambonee pacrnpoCTpaHEHHOro
nULLEBOro Aucaxapuaa, caxaposbl, Yalle Bcero o6ycnoB-
NeHbl BHELLUHUMU NPUYMHaAMU, MPUBOASALLMMU K HAPYLLEHMIO
YHKUMM anuKasnbHbIX KETOK BOPCUHOK TOHKOW KMWLLIKM.
Bonee pegkui BaprvaHT — nepBuYHasn, reHeTU4eCcKn getep-
MUHMPOBaHHAaA 3H3UMoONaTusA, pa3BMBaloLLlaacs B pe3yrb-
TaTe MyTauuii reHa caxapasbl-uaomansrasbl S.

[o HepaBHero BpeMEHM MOXHO OblIIO0 CyauTb O pac-
NPOCTPaAHEHHOCTN caxapasHOoW 3H3MMonaTvv Mo AaHHbIM
KJIMHNYECKNUX 06CnefoBaHnin MauneHToOB racTPO3HTEPO-
normyeckoro npoduns. OTcyTCTBME MONYNAUMOHHBIX WK
CKPVHUHIOBbIX UCCNeAoBaHWI 3aTPYAHANO OLEHKY pacnpo-
CTPaAHEHHOCTM [aHHOW NaTosiorMyM B Pasfn4HbIX rpynnax
HaceneHus. lMepcnekTvBbl AN YTOYHEHWUS 3NMAEMUONO-
rMn caxapasHoW 3H3UMOMNaTUWM OTKPbIBAIOT METOAbl Meau-
LMHCKOM TEeHETMKN N BO3MOXHOCTb MCMONb30BaHusA 6a3
HOaHHbIX PacrnpoCTPaHEHHOCTU FEHETUHECKUX OeTEPMUHAHT
caxapaso-n3omarnbsTa3Hon HepgocTaTto4HoCcTu. Kpome TOro,
MeOWKO-reHeTU4eckme MeToAbl UCCNefoBaHnsa MOBbILIAKT
TOYHOCTb AuddepeHumanbHOi OUArHOCTUKM NepBUYHON
N BTOPUYHOW caxapal3HOM 3H3MMonaTum u [pyrux copm
HapyLUEeHU yCBOEHMA OW- 1 Monncaxapupos.
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FTMrMEHA NMUTAHNA

CeropHsa n3BecTtHo okono 150 myTtauun reHa SI, gns 37
N3 HUX NOATBEPXAEH BKNaL B CHUXEHME aKTUBHOCTU UM
orpaHuyeHne NpoayKumum caxapasbl (ONMcaHo Kak MUHUMYM
8 BapmaHToB (DEHOTUMMYECKMX MPOosiBNEeHU). PacnpocTpa-
HEHHOCTb To4YeyHbiX MyTauui S/ oueHnaetcs B 0,0006%,
HO B NOMNYyNAUUSX KOPEHHOIO HaceneHns apkTUHECKUX peru-
oHOB BocTtoyHom A3uun, Amepukn n [peHnaHoum O4YeHb
BbICOKO (5—21%) HOCUTENbCTBO TakoW cneundu4eckon
MyTaumm, kak geneumsa Sl delAG (rs781470490). MNpu romo3un-
rotHom HocutenbcTee S/ delAG npMBOANT K HECMOCOBGHOCTM
pacLienneHuns caxapo3bl B TOHKON KuLke. CornacHo nMmeto-
LLIMMCS OLleHKaMm, 06ycroBneHHbIn Hocutenbcteom S/ delAG

CsepeHus 06 aBTopax

PUCK KITMHUYECKMX MPOSIBIIEHUI caxapa3HoW 3H3MMonaTum
y npeacrtaBuTenen KOpeHHoro HaceneHua Yykotkun, Kam-
yatkn n CesepHoro MNprnoxoTbsa BapbupyeT oT 0,2 go 2,3%.
PekomeHayeTcs npoBepka COOOLLEHNA O MEHEE BbIPaXEH-
HOW CKJIOHHOCTM K HapyLLUEHUsM NMNUAHOro obMeHa y Hocu-
Tenen Sl delAG no cpaBHEHWUIO C rPYMMON CPpaBHEHUS.
HepaBHue uvccnepoBaHus nokasanu, YTO MNPOSABEHUN
MYTaHTHbIX BapuaHToB S/ B (heHOTMNEe accoLMMpOBaHbI
C HanMynem conyTCcTByOLLMX hOpM Manbabcopbuun yrne-
BOJOB (N1aKTO3bl, Tperanosbl) U OCOOEHHOCTAMU MUKPO-
61oTbl Kuwe4vHmka. Cooblaetcs, 4to BapuaHt S/ 15Phe
(rs9290264) moxeT cnocobcTBOBaTh passntmio CPK.

Kosanos Angpevi Uropesund (Andrey |. Kozlov) — BOKTOp 6MOMOrMYeCcKnX Hayk, BegyLLmid HayYHbld COTPYAHUK nabéopaTtopum
aHTponoakonorun HAN n Mysesa antpononorum um. A.H. AnydmnHa ®IreOY BO MI'Y umenun M.B. JlomoHocoBa, BegyLui
Hay4HbI cOTpyAHUK MexayHapoaHown nabopaTopun nccnefoBaHuii counanbHon naterpauun ®rs0yY BO HUY BLUD, rnae-
HbI Hay4HbIN coTpyaHuk OIBHY «MIHL» (Mocksa, Poccuiickas ®epepauus)

E-mail: dr.kozlov@gmail.com
https://orcid.org/0000-0002-6710-4862

Mansipdyk bopmnc Apkageesuy (Boris A. Malyarchuk) — [OKTOp 6MONOrMYECKMX HayK, MMaBHbIN Hay4HbIA COTPYAHMK, PYKO-
BoauTenb naéopatopum reHeTnkn ®rEYH NHCTUTYT 6nonorndeckux npobnem Cesepa OBO PAH (MarapaH, Poccuiickas

®depepaums)
E-mail: malbor@mail.ru
https://orcid.org/0000-0002-0304-0652

Jluteparypa

1. Tuck C.J., Biesiekierski J.R., Schmid-Grendelmeier P., Pohl D.
Food intolerances // Nutrients. 2019. Vol. 11, N 7. Article ID 1684.
DOI: https://doi.org/10.3390/nul11071684

2. Frissora C.L., Rao S.S.C. Sucrose intolerance in adults with common
functional gastrointestinal symptoms // Proc. (Bayl. Univ. Med. Cent.).
2022. Vol. 35, N 6. P. 790—793. DOI: https://doi.org/10.1080/08998
280.2022.2114070

3. Deb C., Campion S., Derrick V., Ruiz V., Abomoelak B., Avdella A.
et al. Sucrase-isomaltase gene variants in patients with abnormal
sucrase activity and functional gastrointestinal disorders // J. Pediatr.
Gastroenterol. Nutr. 2021. Vol. 72, N 1. P. 29-35. DOI: https://doi.
org/10.1097/MPG.0000000000002852

4. Hauri H.P., Roth J., Sterchi E.E., Lentze M.J. Transport to cell surface
of intestinal sucrase-isomaltase is blocked in the Golgi apparatus in
a patient with congenital sucrase-isomaltase deficiency // Proc. Natl
Acad. Sci. USA. 1985. Vol. 82, N 13. P. 4423—4427. DOI: https://doi.
org/10.1073/pnas.82.13.4423

5. Cohen S.A. The clinical consequences of sucrase-isomaltase defi-
ciency // Mol. Cell. Pediatr. 2016. Vol. 3, N 1. P. 5. DOI: https://doi.
org/10.1186/s40348-015-0028-0

6. Sucrose malabsorption // Br. Med. J. 1977. Vol. 1, N 6076. P. 1558—1559.
PMID: 871663; PMCID: PMC1607373.

7. DbarS., Akhmadullina O., Sabelnikova E., Belostotskiy N., Parfenov A.,
Bykova S. et al. Patients with functional bowel disorder have disac-
charidase deficiency: a single-center study from Russia // World J. Clin.
Cases. 2021. Vol. 9, N 17. P. 4178—4187. DOI: https://doi.org/10.12998/
wjcc.v9.i17.4178

8. De Leusse C., Roman C., Roquelaure B., Fabre A. Estimating the prev-
alence of congenital disaccharidase deficiencies using allele frequen-
cies from gnomAD // Arch. Pediatr. 2022. Vol. 29, N 8. P. 599—603.
DOI: https://doi.org/10.1016/j.arcped.2022.08.005

9. Naim H.Y., Roth J., Sterchi E.E., Lentze M., Milla P., Schmitz J.,
Hauri H.P. Sucrase-isomaltase deficiency in humans. Different muta-
tions disrupt intracellular transport, processing, and function of an
intestinal brush border enzyme // J. Clin. Invest. 1988. Vol. 82, N 2.
P. 667—679. DOL: https://doi.org/10.1172/JC1113646

10.  Nichols B.L.Jr, Adams B., Roach C.M., Ma C.X., Baker S.S. Frequency
of sucrase deficiency in mucosal biopsies // J. Pediatr. Gastroen-
terol. Nutr. 2012. Vol. 55, suppl. 2. P. S28—S30. DOI: https://doi.
org/10.1097/01.mpg.0000421405.42386.64

1. Marcadier J.L., Boland M., Scott C.R., Issa K., Wu Z., McIntyre A.D.
et al. Congenital sucrase-isomaltase deficiency: identification of
a common Inuit founder mutation // Can. Med. Assoc. J. 2015. Vol. 187,
N 2. P. 102—107. DOTI: https://doi.org/10.1503/cmaj.140657

12.  Senftleber N.K., Ramne S., Moltke I., Jorgensen M.E., Albrechtsen A.,
Hansen T. et al. Genetic loss of sucrase-isomaltase function: mecha-
nisms, implications, and future perspectives // Appl. Clin. Genet. 2023.
Vol. 16. P. 31-39. DOLI: https://doi.org/10.2147/TACG.S401712

13.  Treem W.R. Clinical aspects and treatment of congenital sucrase-
isomaltase deficiency // J. Pediatr. Gastroenterol. Nutr. 2012. Vol. 55,
suppl. 2. P. S7-S13. DOI: https://doi.org/10.1097/01.mpg.00004214
01.57633.90

14.  Viswanathan L., Rao S.S.C., Kennedy K., Sharma A., Yan Y., Jime-
nez E. Prevalence of disaccharidase deficiency in adults with unex-
plained gastrointestinal symptoms // J. Neurogastroenterol. Motil.
2020. Vol. 26, N 3. P. 384—390. DOI: https://doi.org/10.5056/
jnm19167

15.  Viswanathan L., Rao S.S. Intestinal disaccharidase deficiency in adults:
evaluation and treatment // Curr. Gastroenterol. Rep. 2023. Vol. 25,
N 6. P. 134—139. DOI: https://doi.org/10.1007/s11894-023-00870-z

16. Kim S.B., Calmet F.H., Garrido J., Garcia-Buitrago M.T., Mos-
hiree B. Sucrase-isomaltase deficiency as a potential masquerader in
irritable bowel syndrome // Dig. Dis. Sci. 2020. Vol. 65, N 2. P. 534—540.
DOI: https://doi.org/10.1007/s10620-019-05780-7

17. Nichols B.L., Avery S.E., Karnsakul W., Jahoor F., Sen P., Swal-
low D.M. et al. Congenital maltase-glucoamylase deficiency associated
with lactase and sucrase deficiencies // J. Pediatr. Gastroenterol. Nutr.
2002. Vol. 35, N 4. P. 573—579. DOI: https://doi.org/10.1097/00005176-
200210000-00022

18.  Smith H., Romero B., Flood E., Boney A. The patient journey to
diagnosis and treatment of congenital sucrase-isomaltase deficiency //
Qual. Life Res. 2021. Vol. 30, N 8. P. 2329-2338. DOI: https://doi.
org/10.1007/s11136-021-02819-z

19. Naim H.Y., Heine M., Zimmer K.P. Congenital sucrase-isomaltase
deficiency: heterogeneity of inheritance, trafficking, and function
of an intestinal enzyme complex // J. Pediatr. Gastroenterol. Nutr.
2012. Vol. 55, suppl. 2. P. S13—S20. DOI: https://doi.org/10.1097/01.
mpg.0000421402.57633.4b

20. Gasbarrini A., Corazza G.R., Gasbarrini G., Montalto M., Di Stefa-
no M., Basilisco G. et al.; 1st Rome H2-Breath Testing Consensus

60

Bonpochkl nutaHusa. Tom 93, Ne 2, 2024



Kosnos A.l., Mansipuyk b.A.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

Conference Working Group. Methodology and indications of H2-breath
testing in gastrointestinal diseases: the Rome Consensus Confer-
ence // Aliment. Pharmacol. Ther. 2009. Vol. 29, suppl. 1. P. 1-49.
DOI: https://doi.org/10.1111/j.1365-2036.2009.03951.x

Chumpitazi B.P., Lewis J., Cooper D., D’Amato M., Lim J., Gupta S.
et al. Hypomorphic SI genetic variants are associated with childhood
chronic loose stools // PLoS One. 2020. Vol. 15, N 5. Article ID
¢0231891. DOI: https://doi.org/10.1371/journal.pone.023189

Gericke B., Amiri M., Scott C.R., Naim H.Y. Molecular pathogenicity
of novel sucrase-isomaltase mutations found in congenital sucrase-
isomaltase deficiency patients // Biochim. Biophys. Acta Mol. Basis
Dis. 2017. Vol. 1863, N 3. P. 817—826. DOI: https://doi.org/10.1016/j.
bbadis.2016.12.017

Camilleri M., Zhernakova A., Bozzarelli 1., D’Amato M. Genetics
of irritable bowel syndrome: shifting gear via biobank-scale studies //
Nat. Rev. Gastroenterol. Hepatol. 2022. Vol. 19, N 11. P. 689-702.
DOIL: https://doi.org/10.1038/s41575-022-00662-2

Kosnos A.U., Manspuyk B.A., Jlagpsmiuna M.B., Bepuy6ekas I'.T.
Hapyuienust ycBoeHusi caxapo3bl MOATBEpPXKIAOT CBoeoOpasue
FeHEeTUYECKOIl HCTOpPUU 3CKUMOCOB // BecTHuk MOCKOBCKOro
yuusepcutera. Cepus 23: Antponoinorusi. 2023. Ne 2. C. 82-91.
DOI: https://doi.org/10.32521/2074-8132.2023.2.082-091
El-Chammas K., Williams S.E., Miranda A. Disaccharidase deficien-
cies in children with chronic abdominal pain // JPEN J. Parenter.
Enteral Nutr. 2017. Vol. 41, N 3. P. 463—469. DOI: https://doi.
org/10.1177/0148607115594675

Henstrom M., Diekmann L., Bonfiglio F., Hadizadeh F., Kuech E.M.,
von Kockritz-Blickwede M. et al. Functional variants in the sucrase—
isomaltase gene associate with increased risk of irritable bowel
syndrome // Gut. 2018. Vol. 67, N 2. P. 263—270. DOI: https://doi.
org/10.1136/gutjnl-2016-312456

Gudmand-Hoyer E., Fenger H.J., Kern-Hansen P., Madsen P.R.
Sucrase deficiency in Greenland. Incidence and genetic aspects //
Scand. J. Gastroenterol. 1987. Vol. 22, N 1. P. 24—-28. DOI: https://doi.
org/10.3109/00365528708991851

Ellestad-Sayed J.J., Haworth J.C. Disaccharide consumption and
malabsorption in Canadian Indians // Am. J. Clin. Nutr. 1977. Vol. 30,
N 5. P. 698—703. DOI: https://doi.org/10.1093/ajcn/30.5.698

Kozlov A., Vershubsky G., Borinskaya S., Sokolova M., Nuvano V.
Activity of disaccharidases in Arctic populations: evolutionary aspects //
J. Physiol. Anthropol. 2005. Vol. 24, N 4. P. 473—476. DOI: https://doi.
org/10.2114/jpa.24.473

Garcia-Etxebarria K., Zheng T., Bonfiglio F., Bujanda L., Dlugosz A.,
Lindberg G. et al. Increased prevalence of rare sucrase-isomaltase
pathogenic variants in irritable bowel syndrome patients // Clin.
Gastroenterol. Hepatol. 2018. Vol. 16, N 10. P. 1673—1676. DOL: https://
doi.org/10.1016/j.cgh.2018.01.047

Zheng T., Camargo-Tavares L., Bonfiglio F., Marques F.Z., Naim H.Y.,
D’Amato M. Rare hypomorphic sucrase isomaltase variants in relation
to irritable bowel syndrome risk in UK Biobank // Gastroenterology.
2021. Vol. 161, N 5. P. 1712—1714. DOI: https://doi.org/10.1053/
j.gastro.2021.06.063

Thingholm L., Rithlemann M., Wang J., Hiibenthal M., Lieb W., Laudes
M. et al. Sucrase-isomaltase 15Phe IBS risk variant in relation to dietary
carbohydrates and faecal microbiota composition // Gut. 2019. Vol. 68.
P. 177—178. DOI: https://doi.org/10.1136/gutjnl-2017-315841

References

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44.

Karczewski K.J., Francioli L.C., Tiao G., Cummings B.B., Alf6ldi J.,
Wang Q. et al. The mutational constraint spectrum quantified from
variation in 141,456 humans // Nature. 2020. Vol. 581, N 7809.
P. 434—443. DOL: https://doi.org/https://doi.org/10.1038/s41586-020-
2308-7 PMID: 32461654; PMCID: PMC7334197.

Manspuyk B.A., lepenko M.B., lenucosa . A. YacToTa HeaKTUBHOTO
BapMaHTa caxapa3bl-U30MaJibTa3bl y KOpeHHOTO HacesteHust CeBepo-
Bocrounoit Asuu // Tenermka. 2017. T. 53, Ne 9. C. 1109-1111.
DOI: https://doi.org/10.7868/S0016675817090090

Andersen M., Skotte L., Jorsboe E., Polito R., Staeger F.F., Aldiss P.
et al. Loss of sucrase-isomaltase function increases acetate levels and
improves metabolic health in Greenlandic cohorts // Gastroenterology.
2022. Vol. 162, N 4. P. 1171-1182.¢3. DOI: https://doi.org/10.1053/
j.gastro.2021.12.236

Kosnos A.U. CBsizaHHBIE C MOTPEOJIEHUEM YTICBOAHBIX MPOIYKTOB
HYTPULIMOJIOTMYECKUE U TeHETUYEeCKe PUCKU Pa3BUTHUS OXKUPEHUS
y KOpeHHBIX ceBepsiH // Borpocst nutanust. 2019. T. 88, Ne 1. C. 5-16.
DOI: https://doi.org/10.24411/0042-8833-2019-10001

Kosnos A.U., Bepmyocekas I.I., Jlagpsitiura M.B., Octpoyxosa M.0.
OTpaxeHre 0COOCHHOCTE TPAAUIIMOHHOTO TUTAHUS B TeHOGDOHIAX
HapOJIOB C JIECO-TAa&XHBIM TUIIOM IPUPOIONOIb30BaHus // BecTHUK
Mockosckoro yHuBepcuteta. Cepust XXIII. Autpononorust, 2020.
Ne 3. C. 46-56. DOI: https://doi.org/10.32521/2074-8132.2020.3.
046-056

Kosnos A.U., JlaBpsitinna M.b., Bepiy6ckas I.T., bananosckas E.B.
CBoeobOpasue Cy0ITHMYECKUX TPYIMI HEHIEB IO TeHETHYECKUM
neTepMUHAHTaM MeTaboaM3Ma caxapo3bl, TPErajio3bl M JIaKTO3bl //
BectHuk Mockosckoro yuusepcutera. Cepust XXIII. AnTtpononorus.
2022. Ne 3. C. 63-71. DOI: https://doi.org/10.32521/2074-8132.2022.
3.063-071

Chiruvella V., Cheema A., Arshad H.M.S., Chan J.T., Yap J.E.L.
Sucrase-isomaltase deficiency causing persistent bloating and diarrhea
in an adult female // Cureus. 2021. Vol. 13, N 4. Article ID e14349.
DOI: https://doi.org/10.7759/cureus.14349

Foley A., Halmos E.P., Husein D.M., Fehily S.R., Loscher B.S., Fran-
ke A. et al. Adult sucrase-isomaltase deficiency masquerading as IBS //
Gut. 2022. Vol. 71, N 6. P. 1237—-1238. DOI: https://doi.org/10.1136/
gutjnl-2021-326153

Senftleber N.K., Pedersen K.S., Jorgensen C.S., Pedersen H., Chris-
tensen M.M.B., Madsen E.K. et al. The effect of sucrase-isomaltase
deficiency on metabolism, food intake and preferences: protocol for a
dietary intervention study // Int. J. Circumpolar Health. 2023. Vol. 82,
N 1. Article ID 2178067. DOI: https://doi.org/10.1080/22423982.2023.2
178067

Xiong R.-G., Zhou D.-D., Wu S.-X., Huang S.-Y., Saimaiti A., Yang Z.J.
et al. Health benefits and side effects of short-chain fatty acids // Foods.
2022. Vol. 11, N 18. Article ID 2863. DOI: https://doi.org/10.3390/
foods11182863

Perry R., Peng L., Barry N.A., Cline G.W., Zhang D., Cardone R.L.
et al. Acetate mediates a microbiome-brain-f-cell axis to promote
metabolic syndrome // Nature. 2016. Vol. 534, N 7606. P. 213-217.
DOIL: https://doi.org/10.1038/nature18309

Ocobock C., Niclou A. Commentary — fat but fit...and cold? Poten-
tial evolutionary and environmental drivers of metabolically healthy
obesity // Evol. Med. Public Health. 2022. Vol. 10, N 1. P. 400—408.
DOI: https://doi.org/10.1093/emph/eoac030

Tuck C.J., Biesiekierski J.R., Schmid-Grendelmeier P., Pohl D.
Food intolerances. Nutrients. 2019; 11 (7): 1684. DOI: https://doi.
org/10.3390/nul1071684

Frissora C.L., Rao S.S.C. Sucrose intolerance in adults with common
functional gastrointestinal symptoms. Proc (Bayl Univ Med Cent).
2022; 35 (6): 790—3. DOI: https://doi.org/10.1080/08998280.2022.2114
070

Deb C., Campion S., Derrick V., Ruiz V., Abomoelak B., Avdel-
la A., et al. Sucrase-isomaltase gene variants in patients with abnormal
sucrase activity and functional gastrointestinal disorders. J Pediatr
Gastroenterol Nutr. 2021; 72 (1): 29—35. DOI: https://doi.org/10.1097/
MPG.0000000000002852

Hauri H.P., Roth J., Sterchi E.E., Lentze M.J. Transport to cell surface
of intestinal sucrase-isomaltase is blocked in the Golgi apparatus in
a patient with congenital sucrase-isomaltase deficiency. Proc Natl
Acad Sci USA. 1985; 82 (13): 4423—7. DOI: https://doi.org/10.1073/
pnas.82.13.4423

Cohen S.A. The clinical consequences of sucrase-isomaltase deficiency.
Mol Cell Pediatr. 2016; 3 (1): 5. DOI: https://doi.org/10.1186/s40348-
015-0028-0

Sucrose malabsorption. Br Med J. 1977; 1 (6076): 1558—9. PMID:
871663; PMCID: PMC1607373.

Dbar S., Akhmadullina O., Sabelnikova E., Belostotskiy N., Parfe-
nov A., Bykova S., et al. Patients with functional bowel disorder have
disaccharidase deficiency: a single-center study from Russia. World J
Clin Cases. 2021; 9 (17): 4178—87. DOI: https://doi.org/10.12998/wjcc.
v9.i17.4178

De Leusse C., Roman C., Roquelaure B., Fabre A. Estimating the prev-
alence of congenital disaccharidase deficiencies using allele frequencies
from gnomAD. Arch Pediatr. 2022; 29 (8): 599—603. DOI: https://doi.
org/10.1016/j.arcped.2022.08.005

Naim H.Y., Roth J., Sterchi E.E., Lentze M., Milla P., Schmitz J.,
Hauri H.P. Sucrase-isomaltase deficiency in humans. Different muta-
tions disrupt intracellular transport, processing, and function of an
intestinal brush border enzyme. J Clin Invest. 1988; 82 (2): 667—79.
DOI: https://doi.org/10.1172/JCI113646

Nichols B.L. Jr, Adams B., Roach C.M., Ma C.X., Baker S.S. Frequency
of sucrase deficiency in mucosal biopsies. J Pediatr Gastroenterol
Nutr. 2012; 55 (suppl 2): S28-30. DOI: https://doi.org/10.1097/01.
mpg.0000421405.42386.64

Marcadier J.L., Boland M., Scott C.R., Issa K., Wu Z., Mcln-
tyre A.D., et al. Congenital sucrase-isomaltase deficiency: identifica-
tion of a common Inuit founder mutation. Can Med Assoc J. 2015; 187
(2): 102—7. DOI: https://doi.org/10.1503/cma;j.140657

Bonpocbl nutaHusa. Tom 93, Ne 2, 2024

61



FTMrMEHA NMUTAHNA

17.

20.

21.

22.

23.

24.

25.

26.

27.

28.

Senftleber N.K., Ramne S., Moltke 1., Jorgensen M.E., Albrechtsen A.,
Hansen T., et al. Genetic loss of sucrase-isomaltase function: mecha-
nisms, implications, and future perspectives. Appl Clin Genet. 2023; 16:
31-9. DOLI: https://doi.org/10.2147/TACG.S401712

Treem W.R. Clinical aspects and treatment of congenital sucrase-
isomaltase deficiency. J Pediatr Gastroenterol Nutr. 2012; 55 (suppl 2):
S7—13. DOI: https://doi.org/10.1097/01.mpg.0000421401.57633.90
Viswanathan L., Rao S.S.C., Kennedy K., Sharma A., Yan Y., Jime-
nez E. Prevalence of disaccharidase deficiency in adults with unex-
plained gastrointestinal symptoms. J Neurogastroenterol Motil. 2020;
26 (3): 384—90. DOI: https://doi.org/10.5056/jnm19167

Viswanathan L., Rao S.S. Intestinal disaccharidase deficiency in adults:
evaluation and treatment. Curr Gastroenterol Rep. 2023; 25 (6): 134-9.
DOI: https://doi.org/10.1007/s11894-023-00870-z

Kim S.B., Calmet F.H., Garrido J., Garcia-Buitrago M.T., Moshi-
ree B. Sucrase-isomaltase deficiency as a potential masquerader in irri-
table bowel syndrome. Dig Dis Sci. 2020; 65 (2): 534—40. DOI: https://
doi.org/10.1007/s10620-019-05780-7

Nichols B.L., Avery S.E., Karnsakul W., Jahoor F., Sen P., Swal-
low D.M., et al. Congenital maltase-glucoamylase deficiency associ-
ated with lactase and sucrase deficiencies. J Pediatr Gastroenterol
Nutr. 2002; 35 (4): 573—9. DOI: https://doi.org/10.1097/00005176-
200210000-00022

Smith H., Romero B., Flood E., Boney A. The patient journey to diag-
nosis and treatment of congenital sucrase-isomaltase deficiency. Qual
Life Res. 2021; 30 (8): 2329—38. DOI: https://doi.org/10.1007/s11136-
021-02819-z

Naim H.Y., Heine M., Zimmer K.P. Congenital sucrase-isomaltase
deficiency: heterogeneity of inheritance, trafficking, and function of
an intestinal enzyme complex. J Pediatr Gastroenterol Nutr. 2012; 55
(suppl 2): S13-20. DOI: https://doi.org/10.1097/01.mpg.0000421402.
57633.4b

Gasbarrini A., Corazza G.R., Gasbarrini G., Montalto M., Di Stefa-
no M., Basilisco G., et al.; 1st Rome H2-Breath Testing Consensus
Conference Working Group. Methodology and indications of H2-breath
testing in gastrointestinal diseases: the Rome Consensus Conference.
Aliment Pharmacol Ther. 2009; 29 (suppl 1): 1—49. DOI: https://doi.
org/10.1111/j.1365-2036.2009.03951.x

Chumpitazi B.P., Lewis J., Cooper D., D’Amato M., Lim J., Gupta S.,
et al. Hypomorphic SI genetic variants are associated with childhood
chronic loose stools. PLoS One. 2020; 15 (5): ¢0231891. DOI: https://
doi.org/10.1371/journal.pone.023189

Gericke B., Amiri M., Scott C.R., Naim H.Y. Molecular pathoge-
nicity of novel sucrase-isomaltase mutations found in congenital
sucrase-isomaltase deficiency patients. Biochim Biophys Acta Mol
Basis Dis. 2017; 1863 (3): 817—26. DOI: https://doi.org/10.1016/j.
bbadis.2016.12.017

Camilleri M., Zhernakova A., Bozzarelli I., D’Amato M. Genetics of
irritable bowel syndrome: shifting gear via biobank-scale studies. Nat
Rev Gastroenterol Hepatol. 2022; 19 (11): 689—702. DOI: https://doi.
org/10.1038/s41575-022-00662-2

Kozlov A.l., Malyarchuk B.A., Lavryashina M.B., Vershubskaya G.G.
Sucrose malabsorption confirms the distinctive genetic history of the
Inuit. Vestnik Moskovskogo Universiteta. Seriya 23: Antropologiya
[Bulletin of Moscow University. Series 23. Anthropology]. 2023; (2):
82—91. DOI: https://doi.org/10.32521/2074-8132.2023.2.082-091 (in
Russian)

El-ChammasK., WilliamsS.E., Miranda A. Disaccharidase deficiencies
in children with chronic abdominal pain. JPEN J Parenter Enteral Nutr.
2017; 41 (3): 463—9. DOI: https://doi.org/10.1177/0148607115594675
Henstrom M., Diekmann L., Bonfiglio F., Hadizadeh F., Kuech E.M.,
von Kockritz-Blickwede M., et al. Functional variants in the sucrase—
isomaltase gene associate with increased risk of irritable bowel
syndrome. Gut. 2018; 67 (2): 263—70. DOI: https://doi.org/10.1136/
gutjnl-2016-312456

Gudmand-Hoyer E., Fenger H.J., Kern-Hansen P., Madsen P.R.
Sucrase deficiency in Greenland. Incidence and genetic aspects. Scand
J Gastroenterol. 1987; 22 (1): 24—8. DOI: https://doi.org/10.3109/
00365528708991851

Ellestad-Sayed J.J., Haworth J.C. Disaccharide consumption and
malabsorption in Canadian Indians. Am J Clin Nutr. 1977; 30 (5):
698—703. DOI: https://doi.org/10.1093/ajcn/30.5.698

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

Kozlov A., Vershubsky G., Borinskaya S., Sokolova M., Nuvano V.
Activity of disaccharidases in Arctic populations: evolutionary aspects.
J Physiol Anthropol. 2005; 24 (4): 473—6. DOI: https://doi.org/10.2114/
jpa.24.473

Garcia-Etxebarria K., Zheng T., Bonfiglio F., Bujanda L., Dlugosz A.,
Lindberg G., et al. Increased prevalence of rare sucrase-isomaltase
pathogenic variants in irritable bowel syndrome patients. Clin Gastro-
enterol Hepatol. 2018; 16 (10): 1673—6. DOI: https://doi.org/10.1016/j.
cgh.2018.01.047
ZhengT.,Camargo-TavaresL., BonfiglioF., MarquesF.Z.,Naim H.Y.,
D’Amato M. Rare hypomorphic sucrase isomaltase variants in relation
toirritable bowel syndrome risk in UK Biobank. Gastroenterology. 2021;
161 (5): 1712—4. DOI: https://doi.org/10.1053/j.gastro.2021.06.063
Thingholm L., Rihlemann M., Wang J., Hiibenthal M., Lieb W.,
Laudes M., et al. Sucrase-isomaltase 15Phe IBS risk variant in relation
to dietary carbohydrates and faecal microbiota composition. Gut. 2019;
68: 177—8. DOI: https://doi.org/10.1136/gutjnl-2017-315841
Karczewski K.J., Francioli L.C., Tiao G., Cummings B.B., AIf6l-
di J., Wang Q., et al. The mutational constraint spectrum quantified
from variation in 141,456 humans. Nature. 2020; 581 (7809): 434—43.
DOI: https://doi.org/https://doi.org/10.1038/s41586-020-2308-7
PMID: 32461654; PMCID: PMC7334197.

Malyarchuk B.A., Derenko M.V., Denisova G.A. The frequency of inac-
tive sucrase-isomaltase variant in indigenous populations of Northeast
Asia. Genetika [Genetics]. 2017; 53 (9): 1109—1111. DOI: https://doi.
org/10.7868/S0016675817090090 (in Russian)

Andersen M., Skotte L., Jorsboe E., Polito R., Staeger F.F., Aldiss P.,
et al. Loss of sucrase-isomaltase function increases acetate levels
and improves metabolic health in Greenlandic cohorts. Gastroen-
terology. 2022; 162 (4): 1171-82.e3. DOI: https://doi.org/10.1053/j.
gastro.2021.12.236

Kozlov A.I. Nutritional and genetic risks of obesity development in
indigenous northerners associated with the consumption of carbo-
hydrate products. Voprosy pitaniya [Problems of Nutrition]. 2019; 88
(1): 5—16. DOI: https://doi.org/10.24411/0042-8833-2019-10001 (in
Russian)

Kozlov A.I., Vershubskaya G.G., Lavryashina M.B., Ostroukhova I.0.
The features of traditional nutrition in the gene pools of peoples
with a forest-taiga type of nature management. Vestnik Moskovskogo
universiteta. Seriya XXIII. Antropologiya [Bulletin of Moscow Univer-
sity. Series 23. Anthropology]. 2020; (3): 46—56. DOI: https://doi.
org/10.32521/2074-8132.2020.3.046-056 (in Russian)

Kozlov A.I., Lavryashina M.B., Vershubskaya G.G., Balanovskaya E.V.
The peculiarity of sub-ethnic groups of Nenets in genetic determi-
nants of the metabolism of sucrose, trehalose and lactose. Vestnik
Moskovskogo universiteta. Seriya XXIII. Antropologiya [Bulletin
of Moscow University. Series 23. Anthropology]. 2022; (3): 63-71.
DOI: https://doi.org/10.32521/2074-8132.2022.3.063-071 (in Russian)
Chiruvella V., Cheema A., Arshad H.M.S., Chan J.T., Yap J.E.L.
Sucrase-isomaltase deficiency causing persistent bloating and diar-
rhea in an adult female. Cureus. 2021; 13 (4): e14349. DOI: https://doi.
org/10.7759/cureus.14349

Foley A., Halmos E.P., Husein D.M., Fehily S.R., Loscher B.S., Franke A.,
et al. Adult sucrase-isomaltase deficiency masquerading as IBS. Gut.
2022; 71 (6): 1237—8. DOI: https://doi.org/10.1136/gutjnl-2021-326153
Senftleber N.K., Pedersen K.S., Jorgensen C.S., Pedersen H., Chris-
tensen M.M.B., Madsen E.K., et al. The effect of sucrase-isomaltase
deficiency on metabolism, food intake and preferences: protocol for
a dietary intervention study. Int J Circumpolar Health. 2023; 82 (1):
2178067. DOI: https://doi.org/10.1080/22423982.2023.2178067

Xiong R.-G., Zhou D.-D., Wu S.-X., Huang S.-Y., Saimaiti A.,
Yang Z.J., et al. Health benefits and side effects of short-chain fatty acids.
Foods. 2022; 11 (18): 2863. DOI: https://doi.org/10.3390/foods11182863
Perry R., Peng L., Barry N.A., Cline G.W., Zhang D., Cardone R.L.,
et al. Acetate mediates a microbiome-brain-f-cell axis to promote
metabolic syndrome. Nature. 2016; 534 (7606): 213—7. DOI: https://doi.
org/10.1038/nature18309

Ocobock C., Niclou A. Commentary — fat but fit...and cold? Poten-
tial evolutionary and environmental drivers of metabolically healthy
obesity. Evol Med Public Health. 2022; 10 (1): 400—8. DOI: https://doi.
org/10.1093/emph/eoac030

62

Bonpocbkl nutaHusa. Tom 93, Ne 2, 2024




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /All
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.4
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth 8
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /FlateEncode
  /AutoFilterColorImages false
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth 8
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /FlateEncode
  /AutoFilterGrayImages false
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000500044004600206587686353ef901a8fc7684c976262535370673a548c002000700072006f006f00660065007200208fdb884c9ad88d2891cf62535370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef653ef5728684c9762537088686a5f548c002000700072006f006f00660065007200204e0a73725f979ad854c18cea7684521753706548679c300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA <>
    /JPN <>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020b370c2a4d06cd0d10020d504b9b0d1300020bc0f0020ad50c815ae30c5d0c11c0020ace0d488c9c8b85c0020c778c1c4d560002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken voor kwaliteitsafdrukken op desktopprinters en proofers. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /ENU (Use these settings to create Adobe PDF documents for quality printing on desktop printers and proofers.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
    /RUS ()
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /NoConversion
      /DestinationProfileName ()
      /DestinationProfileSelector /NA
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure true
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles true
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /NA
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /LeaveUntagged
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice


