Hay4YHO-Npou3BoacTBeHHan Gupma

Hiex:

MHpopmaLumnoHHoe Nncbmo.

Hyrtpurenerundeckoe tectupoBanue ¢ nomomnbio I P-nadopos HII® «JIutex».
ITanean «O0MeH BelecTB»

Pa3pabotka coco60B MHAMBHUyaIU3alUKU (PUTHEC-IPOrpaMM 10 KOHTPOJIKO Beca, OCHOBAHHBIX Ha
JAHHBIX TEHETUYECKOTO aHalu3a SBIIETCS OYCHb IOMYJSPHBIM HampaBieHHeM. HekoTopble M3 TaKux
MEPBBIX IMOAXOJ0B YK€ 3allaTeHTOBAHbI M HAYMHAIOT NMPHUMEHSATHCS Ha MpakTuke. Cpenn TreHeTHYEeCKHX
(bakTOpOB, KOTOpbIE MOTYT IOBJIMATH Ha IpPABUJIbHBINA BHIOOP AMETHl M HMHTEHCUBHOCTH (PU3MYECKUX
Harpy3okK, 4aiie BCEro aHaJIM3UPYIOT HyKJIeoTHuaHble nmoaumopdusmel renoB FABP2, PPARG, ADRB2 u
ADRB3. D11 ressl, a TOuHEe WX TeHETHYECKasi BApuadeIbHOCTh, 3HAYUTEIHHO BIMSIOT HA TO, KaK OBICTPO U
3G (GEKTUBHO YCBaWBAIOTCS MUTATENBHBIE BEUIECTBA, IOCTYNAIOIIME C MHUINEH, a 3HAYUT, OHU MOTYT
IPENATCTBOBAaTh MJIM IOMOTaTh JOCTM)KEHUIO M TOAJIEP)KKE OINTHUMAJIbHOIO Beca. OTH T'€HETHYECKUe
Bapvaluu (HOIMMOP(U3MBI) HE SBISAIOTCA MAaTOTCHHBIMM MYTAlUsIMM, OHHU JOCTaTOYHO IIMPOKO
pacrpocTpaHeHbl, HO, pacroaras nHpopMalyed 00 uX HAIMYUKA WK OTCYTCTBHH, MOKHO TOYHEE OIICHUTh
WH/IMBUyAJIbHBIE 0COOCHHOCTH CBOETO OpPraHU3Ma.

Tak, nHanpumep, ren FABP2 komumpyer OelloK, CBS3BIBAIOIIMN W TPAHCHOPTHPYIOUIMHA KUPHBIE
KHUCJIOTHI B KuieuHuke. Hykneotuansiit Bapuant («G» uimm «A») B Touke nonumopdusma rs1799883 B stom
reHe NPUBOJUT K CHUHTE3Y pa3HbIX BapuaHTOB Oenka. OAMH M3 HUX JIy4Ylle CBSA3BIBACTCS C >KUPHBIMU
KHCIIOTAMH W, COOTBETCTBCHHO, JIFOJM C TaKUM BapwaHToM TeHa (reHotun GA wm AA mosmmMopduzma
rs1799883) sddekTHBHEH yCBaWBAIOT KHUPHI M3 MOTPEOISCMON MHUIIM, UMEIOT OoJiee BBICOKHHA HHICKC
maccel Tena (MMT) nmo cpaBHeHuto ¢ obGiagarensMu ajdbTepHaTHBHOro BapuaHTa reHa FABP2. Takum
HalyeHTam AJs Mo/IepsKaHus ONITUMAIIbHOTO BECa PEKOMEH1yeTCsl MUTaHKWE C MMOHWKEHHBIM COJIepKaHUEM
KHPOB.

I'en PPARG, xomupyromuii ramma-penenTtop, aKTHBHPYEMBIH MpOIu(epaTopoM IEPOKCHCOM,
OTBEYAET 3a MPOIECChl OKUCICHUS KUPHBIX KUCIOT. OH TaKKe BIUSIET HAa HOTPEOHOCTh MBIIIEYHON TKAaHH B
TJIIOKO3€ U €€ YyBCTBUTENIBHOCTh K HHCYJIMHY. MeHee OaronpusTHbIN BapHaHT noaumopdusma rs1801282
(vacto Ha3bIBaeMbIi Kak Prol2Ala) mpuBOIUT K MOHMW)KEHHOW aKTUBHOCTH PEIETITOPA U, COOTBETCTBEHHO, K
MOBBINICHUIO YPOBHSI OOINEro XOJIECTEPUHA, CHIDKEHHIO YPOBHS TPHUIJIMIEPHIOB W  TOBBINICHHIO
YYBCTBUTEIBHOCTH TKaHEH K HHCYJIMHY.

IBa npyrux nomynspHbix reHa ADRB2 u ADRB3 konupyroT BapuaHThl OeTa-aJipeHepruuecKux
perenTopoB. BcTpoeHHBIE B IHTOIUIA3MAaTHYECKYIO MEMOpaHy KIIETKH, OHH HMEIOT BBICOKYIO CTEIEHBb
CPOJICTBA K Q/IpECHATIMHY U PETYJIHPYIOT MOBBIIICHUE WU TOHIKEHHUE aKTHBHOCTH WHHEPBUPYEMOUN TKaHH
WIA OpraHa. AKTHBAlMs PELENTOPOB BHI3BIBACT YBEINYEHUE WHTEHCHBHOCTHU TJIMKOI'€HOJU3a B MBIMIIAX,

YBEJIMYEHNE UHTEHCUBHOCTH CEKPEIIMH MHCYINHA, TatokaroHa. Ilomumopdusmer rs1042714 u rs4994 B sTux



reHax BIUSIOT Ha d()PEKTUBHOCTh KOAUPYEMBIX UMH perenTopoB. [Ipu MeHee OmaronpusITHBIX BapHAHTAX
nerye HabupaeTcs N30BITOYHBIN BEC, @ CHU3UTH €0 YJaeTcs TOJIBKO MpH 00JIee MHTEHCUBHBIX TPCHUPOBKAX.

Takum 00pa3om, nHpOpMAIKs MO BBINICYKA3aHHBIM T€HETHYECKUM TOJIUMOP(PHU3MaM MOXKET OBbITh
BeChMa IICHHOM JIJI1 ONTUMHU3AIMHN YCUITUI 110 TIOIJICP)KAHHIO Beca U IPYTUX BaKHBIX MOKA3aTesiel B HOpME.
Bapuantel renoB ADRB2 u ADRB3 moryt mojacka3aTh TO, HACKOJIBKO BBICOKOMHTEHCHUBHBIMH JIOJKHBI
ObITh (hM3WUECKHE HArpy3KH s JOCTHIKCHHS OINTHMAaJIbHOTO pe3ysibTara MO KOPpPEeKIuu Beca. A
nonumopdusmsl reHoB FABP2 u PPARG 1o3BossI0T ONTUMU3UPOBATH MPO(UIH MUTAHUS.

VYuuteiBas akTyanabHOCTh NaHHOro Hampabiienusi, OOO HII® «Jlutex» npenigaraeT KOMIUIEKCHBIN

TeCT JyIsl onpeesieHns reneTndeckux nonumopdusmor «KOBMEH BEHIECTB».

Konupyemslii 6es10x T'en HyxkJieorugnasi 3ameHna
PeuenTop, akTuBUpYyIOLIIUA PPARG?2 rs1801282
nposnepanuio NepoKCHCOM, raMma-2 Prol2Ala
bera-2 agpeHepruveckuii perenTop ADRB2 rs1042714
GIn27Glu
bera-2 anpenepruueckuii peuentop ADRB?2 rs1042713
Argl6Gly
bera-3 agpeHepruvecKkuii perenTop ADRB3 rs4994
Trp64Arg
benok, cBs3pIBatOIINA KUPHBIE KUCIOTHI FABP2 rs1799883
Thr54Ala

PesynbTarsl TECTa MO3BONIAIOT MOAOOPATh MHAMBUAYAIbHYIO IUETY MPU CHIDKEHUHU BECa, a TAKXKe
OTIpEAETUTh PEKOMEHAYEMYIO MHTEHCUBHOCTD U TUIl PU3NYECKUX HATPY30K.
JUis osy4eHus TOMOIHUTENbHOW HHpOpMaLuu obpalnaiitech, moxanyicTa, B oraen npojax [P

ten. +7 (495) 258-39-47 v Ha caiite http://www.lytech.ru/.



http://www.lytech.ru/pcr_help_selection_equipment.htm
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ﬂaHHLIe mo pacuery i reHETHIECKOIro TCCTUPOBAHUA C MOMOIIBIO MTAHEJIN «O0MeH BelecTB»
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YPOB.MeTab0M3Ma

[TanueHTs! ¢ TaKUM FeHOTHIIOM d((EKTHBHEE YCBAUBAIOT
MIUIIEBBIC KUPBI, IMEIOT 3aMe/UICHHBII MeTab0In3M, 4To
oOyciaBiuBaeT Ooee nerkuii Habop Beca U 3aTPpyIHEHUS
B €ro cHIDKeHNH. KUMHMYeckne nccienoBaHus
MOKA3BIBAIOT, YTO I CHYDKSHUS YPOBHS TPHUIIIHIICPHIOB,
MHCYJIMHA H TJIIOKO3bI B KDOBH TaKUM IallIEHTaM
TpebyeTcsl CHIKeHUE TTOTPEOICHUS HACBHIIICHHBIX JKHPOB
U TPaHC-)KHPOB, yBEIMUCHUE TTOTPEOICHUS
HEHACBILIEHHBIX XUPOB B COYETAHHHU C YMEPEHHBIM

r[orpe6neHHeM YrJ€BOd0B.

FABP2
rs1799883

GG

(Ala/Ala)

HET

HET

[ManueHTs! ¢ TAKUM TEHOTHIIOM YCBaHBAIOT MHIIEBHIE
KHpPBI MeHee dGpekTHBHO. KinHIYecKue uccie10BaHus
MOKA3bIBAIOT, YTO MAIUEHTH! C TAKUM T€HOTUIIOM XOPOIIIO
OTBEUAIOT HA HU3KOKAIOPUITHBIE 1 HU3KOKHUPOBBIE AUETHI,
Jerde cOpachIBatOT BEC, JI€r4e CHIKAIOT MOKa3aTeln

«oxoroy xonectepuna (JIITHIT).
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(Pro/Pro)

Osxupenue

TUMT

Jluabet

1 AOJIOMHMHAIBHBIN KUP

MBI

I'er PPARG urpaer Kit04eByio pojib B MeTabom3Me
xupoB. KilMHUUeckne ncciieoBaHusl ITOKa3bIBAIOT, YTO
MALUEHThI C TAKMM F€HOTHIIOM MMEIOT OOJIBIINH PUCK
Habopa Beca U MEHee YyBCTBUTEIBHBI K
HU3KOKaJIOpUiHBIM auetam. [Ipu ynorpebienuu
YKUPOCOJIeprKalell MUY TAKUE MAlEHThl HMEIOT
nocToBepHO Oonbme mokasarend UMT (mHIeke macces
Tela), YeM MalUeHTHI C albTePHATHBHBIMU F€HOTHIIAMHU

rs1801282.

PPARG
rs1801282

CG um GG

(Pro/Ala umm
Ala/Ala)

Osxupenue

TUMT

[TaueHTHI ¢ TAKUM TEHOTHUIIOM UMEIOT sl 0COOEHHOCTEH
B METa0O0JIM3Me JKHPOB.

Onu nerue cOpachIBAIOT BEC P IPUMEHEHUN
HU3KOKAJIOPUIHBIX IUET, HO IMEIOT U OOJBIIUIA PHCK
HaOpaTh JUIITHUHI Bec CHOBA. JKEHIIUHBI C TAKUM
I€HOTHUIIOM UMEIOT B 5 pa3 OOJbLINI PUCK pa3BUTHSA
OKUPEHHS TIPH MPEBBIIICHUN YTIIEBOJIOB B palllioHe OoJiee
yeM Ha 49%, JyeM JKEHIIUHBI C TAKUM K€ ITUTAaHHEM U
ajbTepHATUBHBIM reHoTHroM 11801282, Takum oOpazom,
OTpaHUYCHHS TI0 YIIOTPEOICHUIO YTIIEBOIOB ISl TAKOW
Kareropuu OyzaeT Hanbomnee 3¢ dexruHo. [Ipu 3TOM He
crieryeT 3a0bIBaTh M O COKPAICHUH TOTPEOICHHS

HACBIIECHHBIX JXKUPOB.
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rs1042714

CG um GG

(GIn/Glu nnm
Glu/Glu)

OsxupeHue

TUMT

Jlnabet

1 AGOMUHAIIBHBIHN KHUP

1 Tpurnunepusl

JIrou ¢ TakUM reHOTHIIOM MeHee Y PEeKTHBHO MOTYT
peoOpa3oBbIBaTh UIIHIIKH KUPOB B SHEPTHIO.
JKeHIMHBI ¢ TAKUM BapHaHTOM MUMEIOT B 2,5 pa3a

OOJIBIINI PUCK OKUPCHUA U TTOBBIICHHBII YPOBCHDL




TWUnCcynun

1l moko3a

MHCYJIMHA TIPH PEBEIIICHUHN YIJIEBOIOB B pannoHe Goiee
4yeM Ha 49% 10 cpaBHEHHIO C )KEHIIMHAMH C TaKoi xe
JIETO 1 albTepHATUBHBIM F€HOTHIIOM ITOJIMMOpdU3Ma
rs1042714. CamxeHne MoTpeOIeHNs YTIICBOAOB AaeT
xopomunit 3GGeKT U NPUBOANT K HOPMATH3ALMH
JIUITHTHOTO TPOQUII. M )KeHIINHEL, ¥ MY>KUYUHEI C TAKHM
TEHOTHIIOM TpYyIHEe cOpPACHIBAIOT JIMIIIHUH BEC, €CIIH OHH
TOJIBKO CHIKAIOT KAJIOPUHHOCTD UM H/UIA UCTIONB3YIOT

(usMUecKue yIpaKHEeHHs ¢ a9poOHOM Harpy3Koi.

ADRB2
rs1042714

CC Her

(GIn/GIn)

Her

[TarueHTH! ¢ TAaKUM TE€HOTHIIOM UMEIOT HOpMaJIbHBIS
MOKa3aTesl KOHBEPCHUH KHUPOB B 3HEPTuio. Jlaxke
yHoTpebaeHHe OTHOCUTEIBHO OOBLIOT0 KOJIUYECTBA
YIJIEBOIOB HE IPUBOJIUT K 3HAUUTEIBHOMY U3MEHECHUIO
Beca. My>KYHHBI C PETYIAPHOI (rU3ndecKoil Harpy3Kou 1
TaKUM TeHOTHIIOM HMEIOT OHIDKEHHBIE TIOKa3aTelH
HMT. ¥V manyeHToB ¢ TakUM T€HOTUTIOM B IIEJIOM ObICTpee
PETHCTPHPYIOTCSI N3MEHEHHSI Beca U TToKa3aTemneit

MeTabom3Ma JIMITUI0B B OTBET HA U3BMCHCHHS B JTUCTC U

a3pOOHYI0 HArPY3KYy.

ADRB2
r1s1042713

GG umn GA Osxupenue

(Arg/Gly wm
Gly/Gly)

TUMT

1ConepxaHue Kupa

[TaneHTHI ¢ TAKUM TEHOTUIIOM MeHee d(PPEKTUBHO
peoOpasyroT KHUPHI B SHEPTHUIO B OTBET HA
(hU3MONIOTHYECKHe HAarpy3KHy, B YaCTHOCTH a3pOOHBIE.
[TosTOoMy OHU Xyke COpacBIBAIOT JIUIIHUI BEC U IMEIOT

OopIIHMi pUCK HAOpaTh BeC 0OpaTHO.

ADRB2
rs1042713

AA Hert

(Arg/Arg)

Her

[ManueHThl ¢ TaKUM FEeHOTHIIOM MMEIOT OJIarONpHsITHBIH
MPOTHO3 JUIsl CHHIKEHHST M30BITOYHOTO Beca Kak ¢
HCIOJIb30BaHUEM HU3KOKAIOPUITHBIX JIUET, TAK U TIPU
a’poOHbIX (usnuecknx Harpyskax. [lokasarenu
MeTa0boJIM3Ma )KUPOB HOPMAJIbHBIE.

JIOCTUTHYTBIE B XO/1€ TPEHHPOBOK H JAUEThI IIOKA3aTEIIH

BECa JICI'KO NMOJJICPKUBAIOTCS HA HCO6XOZ[PIMOM YPOBHE.

ADRB3
rs4994

TC v CC Oxupenue

1 UIMT

Jlnaber

1 AOIOMHHAIEHBIN KUP

(Trp/Arg nnu
Arg/Arg)

| ba3oBelit ypoBeHb

MeTaboaIu3Ma

HaL[I/IeHTLICTaKI/IMFeHOTI/Il'[OMBMeHLHJeﬁCTeHeHPICHOCO6HLI
CHI/ISI/ITI)KOJ'II/I‘ICCTBOa6HOMI/IHaJ'ILHOFO)KI/IpaBOTBCTHaI/IHTeH
CI/IBHbIe(bI/ISI/ILleckl/IeHal'“p}/SKI/I. OHM UMEIOT MOHMYKEHHBIC
IMOKa3aTeJIn SHEPTETUYECKOTI'O MeTaboIu3Ma 1 XYyxe

OTBCYAKOT HA 33p06HI)Ie HarpyskKu.

ADRB3
rs4994

TT Her

(Trp/Trp)
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OOGuaaTeny Takoro reHOTUIA UMEIOT HOPMAJIbHBIE,
HEN3MEHEHHBIE MeTabOINIECKHe TTOKa3aTeH,
TIO3BOJISIOIINE UCTIONB30BATh A0OMUHAIBHBIH KU JUTS
JHepreTHyYeckux 3arpart. [lanueHram ¢ TaKUM reHOTUIIOM
nonrMopdusma rs4994 st KOHTPOIIA Beca HEOOXOAUMO
HEeOOJIBIIIOE KOJIMYECTBO YMEPEHHBIX a3pOOHBIX

(U3MYECKUX HArPYy30K.

HMT — nnnexc maccsl Tena, ®HOo — dakrop Hekpo3a omyxoiel ansda, JINIBII — mumonporents! Beicokoit mrotHocty, JITHIT

— JIMTIOIIPOTCHHBI HHU3KOU TUIOTHOCTH




