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% leHeTHYeCKHW 1eTePMUHMPOBAHHOE OTCYTCTBHE (hepMeHTa JIaKTa3bl Y B3POCIbIX
(nepBHUYHAS TMMOJAKTA3US ) ABJSIETCS PELLECCUBHBIM NPU3HAKOM. [LJ1s1 HEKOTOPbIX
nonyasuuit EBpornbl nokasaHo, 4To nepBuyuHasi runoJakTasusi onpejenasercs
HocuteabctBom renoruna CC no nonumopduamy LCT*C/T-13910. B nannoi
paboTe ycTaHOBJIEHbI YACTOThI aJIe/Iell U TEHOTUIOB N0 NOJUMOP(hU3MY
LCT*C/T-13910 B 7 BbiGOpKax (Bcero 346 MHAMBUIOB), NPENCTABASAIOIUX
nonyasiuuu EBpa3uu (caamoB, mapwuiines, pycckux Boaro-Ypaabckoro peruona,
Ka3axoB, yiUrypos, oypar, apa6oB). Jlis yacT¥ JaHHbIX W U3YYEHHbIX paHee rpymnn
nokKaszaHo, yto 4actoTbl reHotTHna CC 6413KH1 K ony6IMKOBaHHBIM KJIMHUKO-
3MUAEMHOJOTHYECKMM JaHHBIM MO YaCTOTaM FMMOJAKTa3u1 B COOTBETCTBYIOLLMX
rpynnax Jin6o B rpynnax, 6J1Kailimx K HUM 1o reorpamueckoi JoKaanu3aunum
(y pycckux, ykpauHues, 6e10pycoB, KOJIbCKUX CAaMOB, MapUiiLieB, KOMH-
nepMsikoB, yAMypToB, ropues [lamupa v uykueii, upaHues u apa6os). s
A3MaTCKUX MOMYJISILMI NoMyYyeHHbIe JaHHble IPOTHBOPEYUBbI U HEOOXOANUMBI
JI0TIOJIHUTENbHbIE UCCIEI0BAHUS HAa BbIOOPKaX 60JbLIero o6bema, 4Toobl
YTOUYHHUTb F€HETHYECKYIO IeTePMUHALMIO THIOJAKTa3uH B 3TUX MOMYASLHUAX.
[MonyueHHble pe3yabTaTbl B COUETAHUU C YCTAHOBJIEHHON HAMU paHee

B poccuiickoii BbiGopke accounauueit reHoruna CC ¢ nepBUYHON runosakrasvei
yKa3blBaloT Ha 1o, uto renotun CC no norumopdusmy LCT*C/T-13910
IBJISIETCS OCHOBHbIM 1€T€PMUHAHTOM Pa3BUTHS NEPBUYHON FMNOJIAKTa3UH B
nonyasuusx esponeiickoit yactu Poccun.

BBEJJEHVIE

[lepBuunas snakrazHas HegocratouHoctb (OMIM 223100 — nep-
BUUHAsT TMIIOJIAKTA3UsI WJM HACJEeICTBEHHAsl JIaKTa3Hasi HEeJ0CTaTO4-
HOCTb) 00YyCJIOBJI€HA TEHETHYECKH [IeTEePMHHUPOBAHHLIM CHHXKEHHEM
NPOAYKLUUK (hepPMEHTA JIAKTa3bl, KOTOPOE MPOSIBJSIETCS B IETCKOM HJIH
IoHOllIeCKOM BodpacTe. OrpaHuueHHas MPOAYKIHs JAKTa3bl NPOSABJSCT-
Csl B HECMOCOOHOCTH yCBAUBATh MOJIOUHBIH caxap (J1aKro3dy). [TepBuunas
TUI0J1aKTa3HUs1 MOSIBJSIETCs] B HeCneUupruIecKUX abI0MUHAJbHBIX CHMII-
ToMax (B3LyTHH KHIIEUHHKA, PACCTPOHUCTBAX CTYJa, TOLUIHOTE ), PA3BUBA-
IOLIUXCST TT0CIe TOTPeOJIeHUsT MPOAYKTOB, B 3HAUUTE/bHBIX KOJIHUECTBAX
cojlepKalyx Jakrosy [4]. Ha npoTs:KeHUH CTOJETHH OCHOBHBIM TaKUM
NPOIAYKTOM SIBJISIIOCH L€JIbHOE MOJIOKO, HO B COBPEMEHHOH MHIIEBOH
MPOMBILIJIEHHOCTH JIAKTO3a B GOJIbLINX KOJHYECTBAX 100aBJIsIeTCsI B 1PO-
JYKTbl ObICTPOTO MPUTOTOBJIEHUS, KOHAUTEPCKHE U MsACHbIe uaaeus [ 10].
BbipaxkeHHOCTb CUMITOMOB THIOJIAKTA3WH 3aBUCUT OT WHAWBUIYyaJb-
HbIX (PU3UOJIOTHUECKHX 0COOEHHOCTE! UeJI0BeKa, Xapakrepa MuTaHus, a
TaKyKe COCTaBa MUKPOMJIOPbI KUlIEUHUKA. [1pu MCK/IIOUEHHH U3 TUEThI
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LEeJbHOTO MOJIOKA U TePeXojie Ha MPOJAYKTbI, HE COjep-
JKallle JaKTo3y UK XapaKTepPU3yIolIMecs: MOHUKEHHbIM
ee colep:kaHueM (TakoBbl, HaPUMeEP, KUCJIOMOJNOUYHbIE
MPOJYKTHI ), y GOJbLIMHCTBA NALIHEHTOB CUMIITOMbI THIIO-
JlakTasuu ucuesatot [ 15].

Y BCeX 310pPOBbIX HOBOPOXKJEHHBIX JlaKTa3a Bbipa-
OaTbiBaeTCsl B OOJIbIIUX KOJMUECTBAX, HO YKE K KOHILY
MEePBOro Tofa »KU3HH MPOAYKLHSA (PepMeHTa CHHXKAaeTCs
B 2—4 pasa [12]. BospacTHas quHamuka 3TOro mpotec-
ca ugydeHa HejocratouHo. [Ipucyuinii JaHHOMY MHIMBU-
Jly YpoBeHb BbIpaOOTKU hepmeHTa POPMUPYETCs MEKILY
BropbiM U 20—21 ronom xu3uu [42]. HackosbKo MOXKHO
CYUTb MO0 HEMHOTOUMCJEHHBIM MyOJHKALUSAM, Y HAPOJIOB
JanbHero BocToka nepexoj K «B3pOCJAOMY» YPOBHIO Bbl-
paboTKu epmMeHTa MPOUCXOAUT paHblie (y SAMOHUEB —
Ha 5—6 roay xku3nu [34]), y HaceseHUs ceBepo-3anajHoi
Eponbl — nosxe (punubl — B 20—21 rox [38]). Yac-
TOTA MEPBUUYHON TUMOJNAKTA3WM B PA3JUUHbIX PErHOHAX
mupa BapbupyeT ot 1—3 % y HapomoB ceBepo-3anaza
Esponbl, 10 90— 100 % y kopenHoro nacenenus Abpuku,
Asuu u Jlatunckoit Amepuku [4, 5, 8, 22, 40, 44].

CorylacHO «KyJIbTYPHO-T€HETUUECKOI» THUIoTe3e, C
pacnpocTpaHeHHEeM MOJIOUHOTO KHBOTHOBOJCTBA BO3-
HUKJIO JaBjeHue oTOopa B MOJb3y FeHOTUNOB, obecrne-
UHBAIOLIMX BbIpabOTKYy (pepMeHTa JlaKTadbl y B3POCJbIX
[32]. Ha repputopun Poccuun yactora nakTa3Holl Helo-
CTaTOYHOCTH BapbupyeT oT 35 % B HEKOTOPBIX Ipynnax
pycckux 10 95 % y kopennoro nacesnenuss CUOUPH U
Hanbuero Boctoka [4, 5].

CHMITOMBI, XapaKTepHble J/Isi OFPAHHUEHHON AKTHB-
HOCTH JIaKTa3bl, MPOSBJAIOTCS W MPU BTOPHUHOM THIIO-
JIAKTA3WK, KOTOpasi, B OTJIMUKE OT MEPBUYHON, BO3HMKAET
BCJIEACTBHE HMEIOIIUXCS WK TIepeHeCeHHbIX 3a60/eBaHUil
u/WaM Xupypruueckux smewatesibets [4]. duddepenin-
aJibHasl IMarHOCTHKA TEPBUYHONH M BTOPHUUYHOH THIIOJAK-
Tazuy HeoOXOoIMMa Yy MAalMEHTOB ¢ psiaoM 3aboJeBaHUi
JKEJYJOUHO-KMIIEUHOTO TPaKTa JYIl UCKJIOUEHHS 4acTo
Ha3HayaeMoH MpHU 3TUX 3a00J1€BAHUSX «MOJIOUHOU IHEThI»,
KOTOpasi MOXKET YXYIIUHUTb COCTOSIHUE W 3aTPYAHUTH JHa-
FHOCTHUKY W JledeHHe OCHOBHOro 3a6oJsieBaHust. J{narnoctu-
Ka TUMOJIAKTA3WU BaXKHA W MPU 00CJIEI0BAHUN U JIeUEHHUH
JeTell MJIAJILIEro BO3pacTa ¢ ellle He MOJHOCTbIO chopMH-
POBABLINMCS JIAKTA3HBIM (PEHOTHTIOM.

[Ipsimasi nuarHocTHKa TUMOJAKTA3UKM (aHAJU3 aKTHUB-
HOCTU (hepMeHTa B GUONTATAX CTEHKU TOHKOH KHILKH) —
MHBA3UBHBII METOJ, MaJio MPUMEHUMbIH B KJIMHUKE HU3-3a
TpaBMaTHUHOCTH U cyioxkHOCTH. Haunbosbuiee pacnpocrpa-
HEHHUE MOJYUYHJIH KOCBEHHbIE METOJbl: HAIPy30UHblE Tec-
Thl JIAKTO30H, TIOCJE KOTOPbIX ONpeaessieTcss U3MEHEHHE
COJIepKaHUs B KPOBH WJIM MOUY€ TMPOJAYKTOB pacllerneHus
MOJIOUHOTO caxapa (TJIIOKO3bl M rajaKTo3bl) WK U3MeHe-
HHUSl KOHILEHTPALMK BOIOPOJIA B BbIIBIXaEMOM BO3JlyXe; MPH
TOM HEOOXOJMMO YUHUTHIBATb U BbIPAXKEHHOCTb KJMHUYEC-
KHX CHMIITOMOB (cM. 0630p [4]). OnHako onucaHHble METO-
JIbl HEJIOCTATOUHO TOUHBI, @ TPOBEICHHE HATPY30UHbIX TPO6

MOKET yXYLIUTh COCTOSIHUE MAalMeHTa U He BCera npume-
HUMO B MEUATPUUECKON MPAKTHKE.

Pagpatotka wmetonoB mnpamoil JIHK-auarnoctuku
CTajla BO3MOXKHOMH MOCJ/E BbISBJEHUS ACCOLUMPOBAHHO-
ro ¢ NepBUYHON IMIOJAKTA3Wel OJHOHYKJACOTHIHOIO M0-
sumopduama C/T-13910 B peryasTopHoM yyacTKe reHa
Jakragdbl LCT, KoTopbli HaxoauTes B Jjokyce 2q21 [19].
[1pu uccnenoBanuu B OUHASHIMN NALLKEHTOB C TEPBUY-
HOW JIAKTA3HOW HEJOCTATOUHOCTbIO Oblia OoOHaApyKeHa
100 % accounaumns renotuna CC no nosumophusmy
C/T-13910 ¢ nposiienrem nanHoro eHoTuna. Y B3poc-
abix T-annens noaumopdusma C/T-13910 onpenensier B
HECKOJIbKO pa3 OoJiee BbICOKHH ypoBeHb cuHTe3a MPHK
reHa LCT yem C-annedb [31].

OjHaKO ¢crMocOOHOCTb K CHHTE3Y JIaKTa3bl B3POCJIbI-
MM — TeHETHUECKH FeTepOreHHbIl NpudHak [25, 33, 45].
YuuTBIBAas 9TO, AKTYaJbHOH OCTaeTCs 3ajjaua MoATBEPK-
JIeHUs accollMalliid HeHOTUITHUECKUX MPOSIBJICHHUH THIIO0-
JIAKTA3WH C HOCUTEJIbCTBOM aJiyiedieil, 06HAPYKEHHbBIX B
(huHcko# BbIGOPKE, y MpeicTaBUTes el JIPyrux MomyJis-
L1, YCTAHOBUTD UJIK OTIPOBEPTHYTh TAKYIO ACCOIUALIUIO
MOXKHO ABYMsI Crloco6aMu JIMOO HEMOCPEACTBEHHBIM CO-
MOCTaBJEHUEM T'e€HOTUIIOB WHIMBUIOB MO MOJUMOPPU3-
My LCT*C/T-13910, ycTaHOB/IeHHBIX MOJIEKYJAPHBIMHU
MeTofaMHU, H UX heHOTUIIOB (Haanuke/O0TCyTCTBHE THIIO-
JIAKTA3WH ), YCTAHOBJIEHHBIX KJIHHUKO-OUOXMMHUECKUM
aHaJu3oM, JuGo B MOMYJSLHOHHOM HCCJAENIOBAHUU TIPH
cornocTaBjieHuu dactotbl reHotuna CC nosumopduama
LCT*C/T-13910 1 yacTOTb FHMOJAKTA3HH B OJHHUX U TEX
Ke MOMyJIALHUAX.

Panee Hamu 6blyia MokazaHa accollMalus MeXKiy pe-
3yJbTaTaMK KJIMHHUKO-/1a60paTOPHbIX aHAJIU30B (HArpy-
304HOH NPOOBI C U3MEPEHHUEM YPOBHS I'JIIOKO3bl KPOBH ) H
npamoi JIHK-auarnoctukoii runoniaktazuu B HeG0JbLION
BbIGOPKE B3POC/bIX JO0OPOBOJbBIEB, MPEACTABAIOUIUX
KuTesel esporneickoil yactu Pocenu [7]. MHAUBUIBI €
KJIMHUYECKH AHAarHOCTUPOBAHHON THIOJAKTA3HEH UMEIOT
renorun CC no nosumopdusmy LCT*C/T-13910, Torna
KaK JIM1a ¢ BbICOKOH aKTHBHOCTbBIO JIAKTA3bl — TFEHOTH-
nbl CT uu TT. Hamu tak:ke Gbl10 MOKa3aHo, YTO YaCTO-
Ta HocuTebcTBaA reHoTuna CC 6/nM3Ka yacToTe KJAUHU-
UeCKH IMaTHOCTHPOBAHHON MMMOJAKTA3HH B HECKOJIbKHUX
POCCHICKUX TOMyasUUsAX (PYCCKHUX, KOMH-TEPMSAKOB,
yamypToB) [1]. UToO6bl paciiupuTh reorpaduueckuii ox-
BaT MCCJEIOBAHHBIX IPYMN M YCTAHOBUTb pacrpocTpa-
Hennocts asnens T noaumopdusma LCT*C/T-13910
KaK JieTepMUHAaHTa TMepPCUCTEHIUU (CTaOUJIbLHOU Mpo-
JYKUUK) JIAaKTasbl, © TeM CaMbIM YCTAHOBHTb, B KaKHX
rpynnax npumenuma JIHK-auarnoctuka runosakrasuu
Mo yKa3aHHOMY MNOJUMOP(HU3MY, B JaHHOH paGoTe Mbl
OMpEJEJUJIM YaCTOThl aJjyiejiedl U FeHOTHIOB B BbIOOP-
Kax, NpeACTaBJSIOUIMX MOMYJsIUUH €BPONEUCKONH vac-
th Poccun, Cubupu, Llentpanbnoin Asun u BauKHero
Bocrtoka u uccaenoBasM HX COOTBETCTBHE 4YacTOTaM
THIIOJIAKTA3HH.
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MATEPUAJIbI 1 METOAbI

B paborte wn3yueHbl cieayiolide BbIOOPKH: KOJbCKHE
caambl (JIoBosepo, 64 veJ.), mapwuiilibl ropusie (IopHoma-
puiickuit p-H Pecny6anku Mapu i, 53 des.), pycckue
BoJiro-Ypasbckoro pernona (bauikupus, 69 vedt.), Oypsatbl
(MpeuMyLIeCTBEHHO XKUTEJH YlaH- YI9HCKOro p-Ha Pecny6-
Jikd Bypsitus, 78 ues. ), kagaxu (34 ues.) u yirypol (30 ued.)
(Anma-Ara u Anva-Atunckuil p-n Kasaxcrana) u HeGoJb-
wasi Bbibopka apa6oB (18 4esi.) — CTYIEHTOB MOCKOBCKHX
BY3o0B, ypoxkeHueB padnuuHbix crpaH (Cupuu, Jlupana,
[Tanecrunbl, Mopnanuu, Mewmena, Wapaunas, Erunra). O6-
CJIeJIoBaHHbIE BLIOOPKH MPECTABISAIOT pa3/HUHble STHOPE-
TMOHAJIbHbIE TPYIIbl, OTHOCSALIHECS K Pa3HbIM S3bIKOBBIM
CEMb$IM, PACOBBIM IPYIaM H AN THBHBIM THIIAM.

O06pasiibl KpoBH OblIH cOOPaHbl Y HEPOJICTBEHHBIX HHIH-
BUJIOB ¢ COOJIIOJIEHHEM MTPOLEIYPbl < HH(OPMHPOBAHHOTO CO-
rJiacusi» i c60POM JIaHHbIX O MecTe pozkiieHus. HalroHasbHast
MPUHANIEKHOCTb 06CAEI0BAHHBIX BO BCEX BhIOOPKAX (Kpome
OYpsAT) ycTaHaBJIMBAACD 10 HALMOHAJBHOM TPUHA/IEXKHOCTH
MPEJIKOB JIBYX MOKOJIeHU . B neesenyembie BLIGOPKH BKJIIOYA -
JIUCH TOJILKO JIULA, HMEIOLIME MTPEKOB COOTBETCTBYIOLIEH Ha-
LIHOHAJILHON TPUHAJIEZKHOCTH Ha OCHOBE JIAHHbBIX OMPOCa.

Jlns Beinesienusi reHomuoit JIHK ncnosnb3oBanu o6pasiibi
BEHO3HOH KpoBH 00beMoM 10 mit. Beinenenne JIHK ocymiect-
BJISIH METOJIOM (hEHOJIBHO-XJI0POPOPMHOI SKCTpaKyu [41].

Tenorunuposanue noaumopdusma LCT*C/T-13910 B
BbIOOPKE MAPHILIEB MPOBOJMIIM C TIOMOIIBIO aJlJ1eJb-CIIeH-
tuunoi ITHP «B peanbHoM Bpemenu» [1, 6]. B BbiGopkax
Ka3axoB, YUTYPOB, PyCCKUX H apaboB reHOTUIHPOBAHKUE MPO-
Bojisid Metosiom [TLP-TI/IP® ¢ ucnosbzoBatnem ycaoBuii
¥ npariMepoB onucaHHbIx paHee [1]. [Ias reHotunupoBaHus
BbIGOPKU OYPSIT MCIOJb30BANUCh 00a METO/A, Pe3yJbTaThl
FeHOTUITUPOBAHUS COBIAJH.

Kaunuko-nabopatopHas JHArHOCTHKA TMIIOJAKTA3UU
MPOBOJIMJIACH HETPSIMBIM HArpy30uHbIM MeToloM [4]. [lua-
THOCTHUECKMM KPUTEPUEM THIOJAKTAa3UH MTPH OTpeeaeHHH
Mo JaHHOH METOIMKE CJYXKHUT BO3pACTAHHE KOHLIEHTPaLHH
TJII0KO3bl KPOBH TI0C/€ HArpy3ku J1akTo30i (50 T JaKTo3bl

B 400 M1 BoAbI ¢ JIoOaBJEHUEM D MJI STaHOJIA) MEHee YeM
Ha 1,1 Mmosb/J1 NPU HAJIMUUK XOTSI Obl MUHUMAJIbHBIX KJTH-
HUUECKUX CUMNTOMOB. [IpH HaMMUUKM BbIpa’KeHHOUH KJIMHH-
4eCKOH CUMITOMATHKH B MepBble 2 yaca MocJje Harpysku
(TowHOTa, MosiBNEeHHE OOJeH B 2KUBOTE, PACCTPONUCTBA CTY-
Jla) IUarHO3 TUIOJIAKTa3WK YCTaHABJIUBAETCS U Mpu OoJiee
3HAYUTEJILHOM BO3PACTAHUUM KOHIIEHTPALMH [JIIOKO3bI [4].

CraTucTHueCKUe OLEHKH TPOBOJUJIU C MOMOLIbIO KPH-
tepusi 2 [36]. Koppessiumnio no Criupmany paccuuTbiBasu ¢
nomoltiplo cratuctudeckoro rnakera SPSS 10.0.

PE3YJIbTATbI 1 OBCYXXOEHVE

Yacrotl amneneii C u T nomumopdusma C/T-13910 B
reHe LCT W reHOTHIIBI 10 3TOMY JIOKYCY ObLJIH yCTaHOBJIE-
Hbl B BbIOOPKAX, MPEICTABASIONIMX HACEJIEHUE PA3JIHUHBIX
pernoHoB EBpasun — KOJIbCKHX CaaMOB, MapHHLEB, pyc-
ckux baiikoprocrana, 6ypAT, Kazaxos, yHrypoB u apaboB
(ta6a. 1). Pacnpenenennsi 4acToT reHOTHIIOB B MCCJENO0-
BaHHbBIX TPYMNax COOTBETCTBYIOT PABHOBECHOMY pacrpese-
senuto Xapau-BaitnGepra.

M3 14 sTHHUECKHX TPy, KOTOPbIE MPEACTaBJCHbI M0-
NyJASLUSAMH, U3yUeHHbIMH HAMH B JIaHHOH paboTe M paHee
[1, 7], 6 (pycckue, yaMypTbl, KOMH, CaaMbl, HpaHLibl, apalbl )
OblIM UCCJIEIOBAHBI TAKXKe APYrHMH aBTopamu. CpaBHEHHE
MOJIydeHHbIX JaHHBIX 0 4yactoTax reHoruna CC, accouuu-
POBAHHOTO C TUIOJIAKTA3UEH B €BPOMEHCKUX MOMYJISALUsX,
NpUBeJeHO B Tabule 2.

B uetbipex cayuasx (pycckue, apabbl, HpaHLbI, YAMYPThI )
13 6 pasanuKs MexKiy YCTAaHOBJIEHHBIMU HAMH 4acTOTAMH H
onyOJ/JIMKOBAHHBIMH JIPYTUMH aBTOPAMH IS COOTBETCTBYIO-
LIUX PYII HE JOCTUTAIOT CTATHCTHUECKOH 3HAUUMOCTH. Jlist
JIBYX IPyMT (KOMH U CaaMOB) pa3/nuust 3HauuMbl. Jljist rpyr-
Tbl KOMU-TIEPMSAKOB HaAMU paHee Oblla yCTaHOBJIEHA YacToTa
resotuna CC 0,42 (95 % CI 0,36—0,46) [7], Torna Kak B
padote [20] aist HeGoJIbLIOH BHIGOPKH KOMH YKa3aHa 4acTo-
ta nannoro renotuna 0,70 (95 % CI10,59—0,86), npu sToM
He yKa3aHo Kakasi UMEHHO TpyIna KOMHU Oblla HCCIeI0BaHa.
CorsiacHo paHee omnmyGJHKOBAHHBIM JAaHHBIM 10 (PEHOTHTIAM

Tabauya 1
Yacrorbl reHoTUNOB U anedei gokyca C/T-13910 rena LCT B uccienoBaHHbIX NOMYASLMUAX
Yacrora reHoTHoB, % (N) Hacrora anneneii
[onyasitun N U cTart. olnbKa (+ sp) 2(d.1.=1)

CC CT TT C T
Caambi 64 48,4 (31) 42,2 (27) 9,4 (6) 0,70 + 0,04 0,30 + 0,04 0,001
Mapuiipl 53 73,6 (39) 22,6(12) 3,8(2) 0,85+ 0,03 0,15+ 0,03 0,721
Pycckue (Bawkoprocran) |69 | 50,7 (35) 42,0 (29) 72(5) | 0724004 | 0,28+ 0,04 0,092
Kasaxu 34 [79,4(27) 11,3 (6) 1,9(1) | 0884004 | 0,12+0,04 0,765
Viirypoi 30 90,0 (27) 10,0 (3) 0 0,95+ 0,03 0,05 + 0,03 0,083
Bypstol 78 70(89,7) 8(10,3) 0 0,095+0,02 0,05 + 0,02 0,257
Apabbl 18 83,3 (15) 16,6 (3) 0 0,9240,05 0,08 + 0,05 0,149
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Tabauya 2

Conocrassenue ycraHoaeHHbIX 4acToT renotuna CC nonumoppusma LCT*C/T-13910 ¢ ony6iMKoBaHHbIMH
JAHHbBIMH MO COOTBETCTBYIOLUM rpynmnam

Jannasi pa6ora Orny6/iMKOBaHHbIE TaHHbIE
Yacrora Yacrora
[Torynsiyn N redoruna CC, [Tonynsuun N renoruna CC, JIUT. ceblika
% %
Apabel 51 82 20
Apabbl (pasHbie cTpaHbl) 18 83 Apalui (Mspann) 16 95 25
Apa6wbl (TTanecruna) 19 95 25
Apa6bl CayoBekoi ApaBuu 432 99,8 24
Hpanupl 34 91 Hpanupl 21 81 20
Komu-nepwmsiku 69 42 Kowmu 10 70 20
Caawmbl (Kosibekuii rm-oB) 64 48 Caawmbl 30 67 20
YIMYpPThbI 94 55 YIMYpPThbI 30 40 20
Pycckue (Kocrpomckasi 0641.) 113 36
Pycckue (UykoTka) 26 46
Pycerie (Kypek) 112 54 Pycckue (pervon He ykasaH) 25 58 14
Pycckue (Pocros) 114 54

TUIOJAKTA3WH, PA3JUUHbIE MOAPYMIbl KOMH MOTYT OTJIH-
yaThCsl MO YacToOTe 3TOro npusHaka. Tak, s KOMH-Tiep-
MSIKOB Obla yCTaHOBJIeHa uacToTa runogakrasuu 50 %,
a st Komu-xemues — 63 % [27]. TTosTomy ykasaHHbie
pasyinuus BoJiHe OOBSICHUMBI, €CJM B Halleid paGoTe U B
apyrux padotax [20] vccnenoBanbl pasHble TPYMNIbl KOMH.
Anajiornunasi cutyauust ¢ caamamu. CoOracHO KJIMHHKO-
OUOXMMHUYECKHUM JIAaHHbBIM, B PA3/JIMUHBIX MOATPYMNax caaMmoB
4yacToTa TUMOJAKTAa3ud BapbUpyeT, Oyayud caMON BbICOKOH
y caamoB-cKosiToB (60 %) M camoii HU3KOl y MHAapH-caa-
MOB (25 %) [27]. Pasnuuus B yacToTax rMNoJIakTasuk Mo-
ryT OOBACHATHCA PA3HOH MHTEHCHBHOCTBIO TPUTOKA TEHOB
OT COCEJIHUX MOMYJISILUA 1 Ppa3HOH 4aCTOTOH I'MIIOJNIaKTa3uu
B MOMYJSALUUAX — HCTouHHKax reHoB (35—50 % y pycckux
(taba1. 3), 17 % y dunnos [26], 1—=7 % y wsenos [39] u
4 % y noppexues [21]).

[TosToMy U B 3TOM CJjlydae pacxoxIeHHs 4acTOT reHo-
tuna CC oGbsicHUMBI, eciiu B pabote [21] uccnenoBanHas
rpynna oTiu4aeTes OT U3yUeHHOH B JaHHOH paboTe rpymniibl
KOJIbCKHX CaaMOB.

YacToTa accOUMUPOBAHHOTO B €BPONEHCKUX MOMYJISLHU-
AX ¢ runonakrazueit revoruna CC B U3yUeHHbIX HAMH Bbl-
60pKax, a TakKe B JAPYruX MOMYJSLHUSIX, /IS KOTOPbIX Yac-
TOTbI TEHOTUIIOB OblIH ony6JHKoBaHbl patee [ 1, 7, 20, 25],
COIOCTABJICHBI C YACTOTOH MMIIOJIAKTA3UH, OMYyOJIMKOBAHHON
paHee JyIsl TeX XKe nonyJsiiui. B cayuae orcyteTBus MHpop-
MaLMH 15 T€X 2Ke MOMYJISILHH HCMOJIb30BAHbI IAHHbIE /151 KX
OJIKaUIINX reorpauuecKux coceielt (CM. CBOJIKY AaHHbBIX U
CCBIJIKM Ha MEPBOUCTOUHUKH B [4]) (Tabu. 3).

YcraHoB/IeHHbIE HaMK YacToTbl reHoTHna CC it 60J1b-
LIMHCTBA TPy BecbMa OJIM3KHM K YACTOTAM THIOJAKTa3KH,
YCTAHOBJIEHHbIM PAa3HbIMH aBTOPAMH Ha OCHOBE JIAHHbBIX

KJIMHUKO-/1a60paTOPHOTo aHa/M3a Kak JUist H3yUEHHbIX HAMH
TPYI, TaK U U1l COCEICTBYIOUINX C HUMHU IPYII HHOH 9THH-
4eCKOH MPUHALJIEKHOCTH.

g pycekux yacrota reroruna CC B cpeliHeM COCTaB-
asiet 49 % (95 % CI 47—51), uto 62M3KO K cpeaneli yac-
TOTE ycTaHoBJeHHOl pauee runosakrasuk 42 % (95 %
CI40—44). Yacrora renoruna CC BapbUpyeT B U3yUEHHBIX
Hamu rpynnax pycckux ot 36 % (Kocrpoma) [7] mo 54 %
(Kypck 1 Poctos) [7], a uactora runosaktasun — ot 37 %
(Mockosckas 0641.) 10 49 % (pycckue 3anaanoit Cuéupu)
[4]. Bosiee Bbicokas uactota reHoTUna CC B 102KHBIX BBIOOP-
KaxX pPyCCKHMX COOTBETCTBYET OOILEMY I'PAHEHTY YacTOT TH-
nosakrasuu B EBpasuu [9].

B nonyasuusax mapuiileB paHee Oblia yCTaHOBJEHA
OU€Hb BBICOKAS JI0J1s HHIMBUIOB, HMEIOLIHUX (DEHOTHTI TUITO0-
nakrasun: 83 % cpeau JyroBbix U 79 % — cpeau ropHbIX
mapu [8]. 1o pacnpocTpaHeHHOCTH TMMOJAKTA3UH MapHIi-
bl PE3KO OTJIMYAIOTCS OT TPEACTABUTE/EH JAPYrUX BOCTOYU-
HO-(PMHCKHX TPy, HacesolMX HeHTpabHoe [ToBosKbe
u [lpuypajibe — MOpABBI, YAMYPTOB H KOMH-TIEPMSKOB
(ta6a. 3). [TonyueHHble HAMH FeHETHUECKHE JIAHHbIE O BbI-
cokoli yactore renotuna CC y mapuiiues (73,6 %) noJo-
CTBIO COOTBETCTBYIOT pe3dyJibTaTaM PaHHHX KJAHHHKO-Ja60-
PaTOPHBIX UCCJICIOBAHHUI.

Yacrora renotuna CCy ropues I[Tamupa (88 % ) 6/113ka
K 4aCTOTE TUMOJAKTa3uH B COCEACTBYIOIECH ¢ HUMU Ipyrie
tawkukos Adranucrana (82 %) [35]. s npoananusupo-
BaHHOU HaMU BbIOOPKH Ka3zaxoB Kasaxcrtana uactora reHo-
tina CC coctaBuna 79 %, 4To COOTBETCTBYET OMyG/IMKO-
BAHHbBIM JIAHHBIM [0 YACTOTE THIOJAKTa31WH Y Ka3axoB Kutas
[46] (76 %). Jlnst uyKueii yacToTa rUMoJaKTa3HH He H3BEC-
tHa. Hanbosee 6JM3KOH K HUM IPYMNoi Kak 1o reorpadu-

* dKo02uHecKasa eeHemuKa

TOMV Ne3 2007

ISSN 1811-0932



IKOJIOTHHYECKASA TEHETHKA YEJIOBEKA

29

Yacrorsl reHotuna CC B nonyasuusx EBpasun B conocrasieHnu ¢ ony61MKOBaHHBIMU KJIMHUKO-

3AMUIEMHUOJOTHYECKUMHU JAHHBIMH O YaCTOTaX rmnoJiakra3mu

Tabauya 3

[eHOTHITBI Denorurbl
Hacrora Yacrora rumnoJiakra-
[Tonynsityn N re(l—go;(l%)nél(;c [Tonynsityn N s (95% CI)
Wpnanauwt [33] 47 2(1-3) Wpnanauw [40] 50 4(2-6)
Gunnbl [19] 938 18(17—19) | Dunubl [26] 315 17 (16—18)
IBennt (Gunssinaust) [30] 1673 | 7,6(7,2—8,0) |lIsenn (Punsiumust)[40] - 7,7
Bemwi [11] 392 5,1(4,3—5,9) |leemnsi [40] - 1-7
Cas (Komerniin-om) | gy | g (44-5) | Cams (Komarai o) 0| 48(13-5)
Ckoarbl [39] 176 60 (57—63)
Topubie (Munapu) [39 75 37 (33—41
(Cniilhﬁglynna He ykasana) [20] 50 67 (58-76) roEHble EyTCbOiH))[[39]] 158 34 231 —37;
Wnapu («poibaku»)[39] 110 25 (22—28)
[Monsiku [30] 296 33(31—=35) |Tlonsiku [42] - 37
15 (o1 6 % B 10r0-
Hewmupt (Bepmun) [16] 187 21(19-23) |Hewmupi [22] 1805 3arnajiHbIX p-Hax 10
22 % B BOCTOUHDIX)
Gpannysw [20] 17 35(27—43) Dpannysb [41] - 37
Gpannysbi [ 14] 29 32 (26—38)
gge]muysbl (Kosunekuusi CEPH) 2 29 (22-36) Opariitysbi cesepribie [40] - 23
WranbsiHiibl ceBepHbie [ 14] 14 41(32—50) | Hranbsuupl ceBepHble [17] 208 51 (49-53)
YkpauHiibl (Boct. Ykpauna)[7] 115 42 (39—45) | Ykpaunun (Kues)[2] 142 35—40
Pyccxkue (Koctpoma) [7] 102 36 (33—39) | Pycckue (MockoBckast 0641.) [4] 136 37 (34—40)
Ezgg‘;:]e (Bawkoproctan) [ramnas | - gq 51 (47—55)  |Pycckue (Yamyprust) * [4] 30 40 (34—46)
Pycckne (Kypek) [ 1] 112 54 (51—=57) | Pycckue (Ilepmekas o6i1.) * [4] 47 49 (44—54)
Pycckue (Pocrosekast 06.1.) [ 1] 114 54 (51—=57) | Pycckue 3anaunoit Cubupu * [4] 47 49 (44—54)
Pycckue Uykorku [ 1] 26 46 (39—53)
Pycckue (perdoH He ykazan) [ 14] 25 58 (51—65)
Pycckue (cymmapHo) 448 49 (47—51) |Pycckue (cymmapHo) 260 42 (40—44)
Moppga mokiua [20] 30 43 (34—62) | MopaBa mokiua [4] 27 52 (45—59)
Mopaga sp3ast [20] 30 57 (48—66) | Mopnga 3p3st [4] 46 52 (47—57)
Mapuiiiiel ropHble [1anHast pabora] | 53 74 (70—78) | Mapuiiupl ropbie 8] 111 79(76—82)

[Tpumeuanue:

*— pernoHaJibHble IPYMIbl PyCCKUX MPUBOAATCA HE JUUI MTPAMOTro CpaBHEHH, a Ji/1s1 OLLEHKH Bapl/la6eJ]bHOCTI/I

B PA3JIMYHBIX T'pymnmnax.
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Tabauya 3 (npodoadcerue)

Yacrorbl reHoruna CC B nonyJjasauuax EBpasvm B COMOCTAaBJI€EHUHU C OHyGJll’lKOBaHHbIMI/l KJIWHHUKO-

AMUAEMHUOJOTHYECKUMHU JAHHBIMHU O HaCTOTaX rmnoJiakra3vu

[enorunel denorunbl
Hacrora Yacrora runosiakra-
[Tonyasiuuu N re(l-éo;;)ne(l:gc [Tonynsiuu N s (95% Cl)
Yimypthbi [20] 30 40 (31—49) V— - 59 (55-63)
Viamypthbi [ 1] 94 55 (51—=59)
Komu-nepwmsiku [ 1] 69 42 (38—46) Komu-nepmsiku [ Koznos, 1991 | 112 50 (47—53)
XaHTbl BaxoBckue [43] 80 94 (92—96)
Xantel 1 mancu [20] 62 94 (91-97) Xantel ceBephble [4] 115 71(68—74)
Matncu cocbBuHCKHE [4] 81 72 (88—76)
Bypsitol [nannast paGora| 70 89 (86—92) Bypsitoi [3] 19 47 (29-55)
Ejggi:](}(mxcm”) [ranuan 34 79(74—84) | Kasaxu (Kuraii)[46] 195 76 (74—78)
Viirypol (Kasaxcran) [nanuas 30 | 90(86—94) | Vitrypu (Kurait) [47] - 43
pabora)
Topupt [Tamupa [ 1] 34 88 (84—92) Tamkuku (Adranucran) [35] 79 82(79—85)
Wpanuwt [7] 30 91 (87—-95) Wpanupt [37] 105 86 (84—88)
Wpanupt [20] 21 81(72—-90)
Yykum [ 1] 35 89 (85—93) Ackumocs [pennanann [23] 170 81(79—-83)
Kopefipl 1oxHbie [20] 23 100 Kopefitpl 1oxHbie [ 13] 300 75(73=77)
Kuraiitbr xatb [20] 100 100 Kuraiitbl xatb [46] 229 92(91-93)
SInonup [ 14] 31 100 SInonup [42] - 100

4eCKOH JIOKaJIM3aluu, TaK U 10 06pasy »KU3HH, JJisi KOTOPOH
JIOCTYIHbI JAHHbIE O YACTOTE IMMOJAKTA3UH, SABJSAIOTCS 3C-
KuMochl. Ata uactora (81 %)[23] 6sm3Ka K yeTaHOBJAEHHO
namu uactote resotuna CC y uykuefi (89 %).
HckatoueHue npeactaBasiioT BbIGOPKH OYpsAT U yHry-
poB. Jlsist OypsIT ycTaHOBJEHHAsI HAMHU YACTOTA MEHOTH-
na CC 0,89 (95 % CI 0,84—0,92) 3Haunmo oT/aHUaeTCS
oT yacToThl runosakrasuu 0,47 (95 % CI 0,36—0,60),
onpeaeseHHoi B 1988 rogy Ha ocHOBe KJIMHUKO-GHOXM-
MUYECKHX JaHHbIX JJid HeGOoJblIoH BbIOOPKU OypaT [3].
[TpuuuHO# pacxoxXKaeHUsT MOKeT ObiTh HEeOOJBLION pa3-
Mep BbIGopKH GypaT (19 uenosek [3]) n/uan npumene-
HHUEe TIPH KJIHHUKO-71a60paTOPHOM 06CAe0BAHHH UHOTO
MeTo/a uccyefoBaHus (npu obcjaeqoBaHUU OYpPAT MPo-
BOJMJIACH OPTOTOJIyUHHOBAs npoba crnycrd 2—3 uaca
nocJe 3a6opa KpOBH, TOT/Ia KaK BCe APyTHe BbIGOPKH 00-
CJIeJI0BAJIUCh OMTMCAHHBIM KCIPECC-METOA0M ). DTO MOT -
JIO TIPUBECTH K 3aHHXKEHHIO OLLEHKH YaCTOThl THIOJAKTA-
3UM y OypsT, HAa 4TO yKasbiBajoch paHee [4]. B mosb3y
MOCJIEIHETO CBUJETEJNLCTBYET W OTKJIOHEHHE OLEHKH
yacToThl runosaxrasuu 47 % y 6ypar oT o6uiero reo-
rpauuecKoro rpajiieHTa, u ToT GakT, UTO y COCEJHUX C

OypATaMHU MOHIOJIOB UaCTOTA TUITONAKTA3UH COCTABJSAET
88 % [46].

Tem He MeHee, B CHJy BO3MOXKHOH T€HETHUECKOH Te-
TEPOreHHOCTH MPU3HAKA MEPCUCTEHIIUH JIAKTa3bl, HEJb3s
UCKJIIOUHTb HajMuMe B MOMyJslLUU OYypAT HHBIX, Kpome
nonumopcusma LCT *C/T-13910, reneTuyeckux BapH-
AHTOB, OMPEAEJSIOIINX CHHTE3 JIAKTA3bl Y B3POCIbIX. DTO
NPENOJNOKEHHE JIOZKHO TIPUHUMATbCA BO BHUMaHHUE B
CBETEe HEJABHO MOJIyUEHHBIX JAHHBIX O PACIPOCTPAHEHUH
B appUKAHCKUX ¥ OJMKHEBOCTOUHbBIX TOMYJSALUAX He3a-
BUCHMO MOSIBUBLIMXCS MyTallMil B PETYJSTOPHOM ydacTKe
reHa JIaKTasbl, IETEPMUHUPYIOUINX PEHOTUIT MEPCUCTEH-
UMK Jaktasbl [25, 45]. Ecaun nepcucTeHuns JaKTasbl B
nonyJsiuu OypAtT o6ycJOBJEHA HAJHUHEM MHBIX MyTa-
LM, MOXKHO OXKHJATb, UTO PasjiMude Mexjy 4acToTaMH
nepcucTeHlH aaktasbl (53 %) M 4acTOTOH HOCHTENbC-
ta amnens T (11 %) o6bacHseTCs HAJMUMeM STHX My-
Tauuid. JTo 03HAYaAeT, UTO 4acTb (MOJOBHHA WJH YyTb
MeHblle ) MHIUBUAOB ¢ reHoTHrnoM CC no noaumMopgpusmy
LCT *C/T-13910 Gynet crnocobHa K paciienaeHHIo JaK-
TO3bl HM3-3a MPHUCYTCTBUS APYrux ajneneid. UrtoOwl npo-
BEPUTb ITY TMIIOTE3Y Mbl MPOBEJU OHOXMMHUECKYIO JHa-
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THOCTHMKY TMIIOJIAKTa3UM Y MHIMBUAOB ¢ reHotunom CC
13 OypsATCKOH BbIGOPKH (8 uesoBEeK, COrJIACHBILUXCSH Ha
npoBelieHHe 06CJAeIOBAHUSA), MO CTAaHIAPTH3UPOBAHHOM
metoauke [4]. Ha ocHoBaHuu TOro, UTO MocJje Harpy3Ku
JIAKTO30H M3MEHEHHE YPOBHS IVII0OKO3bl KPOBH HE MPEBbI-
waet 1,1 Mmosab/a (NOpPOroBoe 3HAaueHHe, YCTAHOBJEH-
HOe JUIt THOJAKTA31uH ), a TaKKe HAJHUUS CUMITOMOB Y
60JIbIIMHCTBA 00C/EI0BAHHBIX, Y BCeX 8 MHIMBUIOB Oblia
JIMarHOCTHPOBaHa rumnoJiakrasus (tadu. 4). Xorda o6bem
MCCJIEIOBAHHON BBIOOPKH HENOCTATOUEH JJIi CTATHCTH-
UECKH JIOCTOBEPHOTO 3aKJ/I0UeHUsI 00 OTCYTCTBHH HHbIX,
kpome LCT *C/T-13910, nonmumopdu3MoB, AeTepMHHH-
PYIOLIUX MEPCUCTEHIIMIO JIaKTa3bl y OYpsT, MOJyuyeHHbIE
JIAHHbIE CBUJIETENBCTBYIOT B MOJIb3y STOH FMIOTE3bI.

Jlnst yitrypos Kasaxcrana yctaHoB/ieHHAsi HAMH 4acToTa
renoruna CC cocrasaser 0,90 (95% CI 0,85—0,96), uto
oTJiMyaeTcs OT ony6JauMKoBaHHOM 11 yilrypos Kutast uacro-
Tbl runoniakrasun 0,43 [47]. Pazanuus, Tak ke Kak U B CJ1y-
yae ¢ OypsiTaMu, MOTYT 0ObSICHAThLCS HeOOoMbIIUMU 00beMa-
MH U3YUEHHbBIX BBIOOPOK, BO3MOXKHBIMH PA3JTHUMAMH MEKILY
Pa3HLIMH STHOPErHOHAJILHBIMU TPYNNAaMH YHTYPOB, WJIH re-
HETHUECKOH TeTePOTEHHOCTBIO THITOJIAKTA3HH.

Jlnis AByX ucc/enoBaHHBIX HeGOJMbIINX BEIOOPOK HPaH-
UeB W apaboB, MPEACTABJAIONIMX Tpymnmbl  DimxHero
Bocroka, yactora renotuna CC cocrasuaa 91 % (95 %
CI87—96 %) u 83 % (95 % CI 87—97 %), coorBertc-
TBeHHO. Jli1s1 upaHueB yacrora 6/13Ka K onyOJHKOBAHHBIM
JIAHHBIM 1O TUMoJakTasuu. OfHAKO OIMH U3 WHIAWBHUIOB B
obcJieloBaHHON HaMu BbiOOpKe, umelouuii reHotun CC,
JOGUT MOJIOKO H MOTpebJIsieT ero B 60JbLIMX KOJHUECTBAX,
UTO He XapaKTepHO JJIsi HOCUTEeJIeH (eHOTHa MePBUUHON
TUITOJIAKTA3HH.

Jlnst apabGoB 4acTOTHI THMONAKTA3WH CHIBHO pa3/auya-
I0TCst 151 pagublxX rpynm. st 6osnbliMHeTBa rpynmn apaboB
yactoTa runoJsakrasuu coctasaser 73—80 % (B cpen-
Hem — 76 %), Torna kak a5 apa6os Caynosckoli Apa-
BUH cocTasasieT 17 %, uto NPEANONOKUTENbHO CBA3AHO

CO 3HAUUMOCTbIO U1 HUX BePOJIIOKbErO MOJIOKA KAK MC-
TOUHHMKA MULIK U KUaKocTH [ 18]. Cuienyet oTMETHTD, UTO
yacrora reHotuna CC u B MCC/I€0BAHHON HAMU IpyIe
apaboB, U B TpyMnax, HCCAEL0BAHHbBIX JAPYTUMH aBTOpa-
mu, nipesbiaet 80 % [20, 25], B Tom uncse uy apa6oB
Caynosckoit Apasuu [24]. B Caynoscko#i ApaBuu pac-
npocTpanen apyroi amnenn, T/G-13915, Takxe accouu-
UPOBAHHBIA C TUIOJIAKTa3UEH W BO3HUKLIMH HE3aBHCUMO
ot amnens LCT*T-13910. Ilpu sTom yactoTa HOoCHTes el
npousBoaHoro ajness G-13915 cooTBeTCTBYET yCTAaHOB-
JIEHHOH paHee 4acToTe MePCUCTEHIUH JIAKTa3bl B BbIOOP-
kax xureseil Caynockoit Apasuu [24]. C yueTom uaJio-
JKEHHOTO MOXKHO 0XKMAaThb, uTo aJjiedb LCT*G-13915
MOKeT ObITh PEeACTAaBJIEH KaK B apaOCKUX, TaK U B HPAHC-
KUX MOMYJSALUMSAX, U MPEJCTAB/SAET HHTEPEC UCCAE0BAHUE
3TOr0 BOMPOCA B JlaJibHEHLIEM.

B uenom B BhiGOpKe 25 nonysasiuui EBpasuun, s
KOTOPbIX JIOCTYIMHbI JaHHble U 10 yacToTe reHotuna CC,
¥ 10 4acTOTe THIOJaKTa3uu, HAOJII01aeTCs COBNAJEHHUE
sTUX YacToT (TabJ. 3 u puc.). Kosdduunent koppensuuu
no BuIGOpKe B 1iesioM coctaBgsier R = 0,865, p < 0,001.
Jast 15 eBponeiickux nonyJasiuii, BOLEIUINX B BbIOOP-
Ky, KoppeJsiius cocraBasetr R = 0,919, p < 0,001. ns
10 asuaTcKux NoOmyJsiluil KOppeJsllus Hel0CTOBEpHa
(R=10,363, p =0,302). [lns1 3aKji04eHUsI O reHeTHYEeC-
KO# FOMOTE€HHOCTH WJIH TeTEPOreHHOCTH JIeTepPMHUHALIUH
TUI0J1aKTa31WH| B HaceJeHnH A3ui He0OXOJAUMO MTPOBECTH
JIOMIOJIHUTE/IbHBIE TTOMYJSLMOHHO-3THAEMHOJOTHUECKHE
UCC/eI0BAHUSA Ui YTOUHEHUS 4aCTOT TMIOJNAaKTa3uu H
MOJIEKYJISPHO-TEHETHUECKHH ~ aHaJU3  PeryJasTOPHOro
YUYaCTKH reHa JiaKTasbl y MpelcTaBUTe/el TeX BIOOPOK,
B KOTOpbIX uyactoTta reHotuna CC mnpeBblllIaeT 4acToTy
THIOJIAKTA3UH.

Panee npu uccsieoBaini BbIGOPOK (DUHHOB U HEMIIEB
Obl10 MoKasaHo, uto reHorun CC no nosumopcdusmy LCT
#C/T-13910 siBnsieTcs IeTe PMUHAHTOM THMOIaKTasuu [ 15,
19]. Anajioruutble pe3yJibTaThl OJyYeHbl HAMHU [IPU COTMOC-

Tabauya 4

Pesyanbrathbl onpesenenus (heHOTUNA THIOJNAKTA3UU B BbIOOPKe OYpsiT, Metolux reHotun CC no noaumopdusmy

LCT*C/T-13910

Ne | Bospacr Hauwo- Tenorun Yposett rioKosti (wnob/ 1) Hamraue [unonakragus
HaILHOCTD HATOILIAK | TOC/e HArPy3KH JAKTO30( | HM3MeHeHue | CHMIITOMOB

1 21 OoypsiT CC 4.4 5,2 0,8 na +

2 23 OypsT CC 4.4 5,1 0,7 na +

3 21 OypaT CC 42 5,2 1,0 Ja +

4 28 OypsT CC 49 4.5 —0,4 na +

5 30 OypsT CC 4.7 5,3 0,6 n1a +

6 26 OypsT CC 4.4 4.8 0,4 HeT +

7 24 OypsT CC 4.4 5,1 0,7 na +

8 24 OypsT CC 4.0 4.5 0,5 n1a +
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YacToTta reHotuna CC

YacToTa runonakrasmm

Puc. Coorserctre yactotr renotuna CC ¥ rUMoJiakTa3uu B IM0-
nyjsiuusix EBpasuu. BeprtukasbHasi ocb — 4acToTa reHo-
tuna CC, ropusoHTa/IbHasi OCb — YacToTa MMIOJNAKTA3HH.
MapkupoBaHbl WITPHXOBKOH nonyJisiuu Poccu.

1 — vpaanauel, 2 — wWBeAbl, 3 — HeMUbl, 4 — (QUHHBI,
5 — ykpauHupl, 6 — noJsiky, 7 — ¢panLyssl, 8 — pyc-
ckue (Koctpoma/MocKoBeKast 0611.), 9 — HTaNbsHLIbI Ce-
BepHble, 10 — yiirypsl, 11 — Oypsitsl, 12 — Kosbckue
caambl, 13 — Komu-nepmsiku, 14 — mopiasa Moklia,
15 — wmopzaBa 3p3s, 16 — yamyprsl, 17 — Kopefilsl,
18 — kasaxu, 19 — wmapwuiiubl, 20 — XaHTbl U MaHCH,
21 — uykuu, 22 — ropupl [lamupa/Tamxuxu Adbranucra-
Ha, 23 — upaHLibl, 24 — KuTaiilibl, 25 — SATOHLIbI.

JIUT. UICTOUHKKH JaHbl B TaOJsHLEe 3

TaBJEHUH (PEHOTHUIIOB M F€HOTHUIIOB B BbIOOPKE YPOXKEHIIEB
eBponeiickoil yactu Pocenu [7]. YeraHoB/ieHHAs B TaHHOH
pabore Koppessiuus yactoT reroruna CC U TUNoJaKTasnu
B TIOTYJIALMSAX €BPOINEHCKO# yacTi Poccun ykasbiBaer, 4to
resotun CC no noaumopduamy LCT *C/T-13910 apaser-
sl B HUX OCHOBHbBIM, & BO3MOKHO, €IMHCTBEHHbBIM JIETEPMHU-
HAHTOM THMOJIAKTa3UU. B 9THX MONysUUsAX onpejeseHue
rerotuna CC no nomumopdusmy LCT*C/T-13910 mosxet
ucnosb3oBathest kak JIHK-nnarnoctuka mnepBuUuHON TH-
noJiakta3uu. [1s 3akjaoueHust 0 reHeTHUeCKOH rOMOreH-
HOCTH WJIM TE€TEPOreHHOCTH AETePMUHALMH THIOJAKTA3HH
B HacesieHHU A3uK HeOOXOAUMbI JIOMOJHUTE/bHbIE HCCIIe-
JIOBAHHS.

JlanHas pa6oTa BbIMOJIHEHA NPU MOJEPAKKE MPOrpam-
mbl [1pesunryma PAH «BuopasnooGpasue u anHamuka
redodounnos» (H. K. §1.) u rpantos FP6 #037212, Poc-
naykun Ne02.522.12.2001 (1. B. P) u PODU (npoekr
05-06-80427, A. 1. K.).
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Polymorphism C/T-13910 of the LCT gene regulatory region
and lactase deficiency in Eurasian populations

Sokolova M. V., Vasilyev E., Kozlov A. I., Rebrikov D. V.,
Senkeeva S. S., Kozhekbaeva Zh. M., Lundup A. V.,
Svechnikova N. S., Ogurtsov P. P., Khusnutdinova E. K.,
Yankousky N. K., Borinskaya S. A.

% SUMMARY: Genetically determined deficiency of the lactase enzyme
in adults (primary hypolactasia) is a recessive trait. As shown earlier,
in some European populations primary hypolactasia is determined
by carrying the CC genotype at the single-nucleotide polymorphism
(SNP) LCT*C/T-13910. In this work allele and genotype frequencies
were estimated for the single-nucleotide polymorphism (SNP) LCT*C/
T-13910 in 7 samples (346 individuals in total), representing Eurasian
populations (Saami, Mari, Russians from the Volga-Ural Area, Kazakhs,
Uyghurs, Buriats, Arabs). For part of these groups and for some of the
earlier studied groups the frequencies of the CC genotype are similar
to the epidemiological-clinical data on hypolactasia frequency reported
for respective or closely located populations (in Russians, Ukrainians,
Byelorussians, Kola Saami, Mari, Komi-Permyaks, Udmurts, Pamir
Mountain dwellers, and in Chukchi, Iranians and Arabs). For the
Asian populations, the data are contradictory, and evaluation of
genetic determination of hypolactasia in these populations requires
further studies of larger samples. Considering association of primary
hypolactasia with CC genotype in the Russian sample found by us
earlier, the obtained results point that the CC genotype at SNP LCT*C/
T-13910 is the main genetic determinant of primary hypolactasia for
populations of the European part of Russia.

% KEY WORDS: primary hypolactasia, single-nucleotide polymorphism,
DNA diagnostics, Eurasian populations
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