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TERETAYECKWE ®AKTOPEI
TMPEPACITOJIONKERHOCTH K CAXAPHOMY
IIMABETY 2-ro THITA

A.C. lllupunkuHa, lepmckuii pedepanvhviii uccredosamensckuti yenmp YpO PAH
A JO. MakcuMOB, Uucmumym sxono2uu u 2enemuxu Mukpoopaanusmos YpO PAH

MpeactaBneH 0630p nccnegoBaHU NO reHeTUKE caxapHoro anabeta 2 ro Tuna.
OnucaHbl  reHbl, CBsi3aHHble C  pasBuTMeM  3aboneBaHusi, UMmerue
ANarHoCTUYeCKoe 3HayeHue, KoTopble MOryT ObiTb MAEHTUOUMUMPOBAHbI Ha
OCHOBaHUN MONEKYNsApHO-reHeTu4ecknx uccnegoeaHun. OBGcyxagalTcs BAUsIHUE
(baKkTOpOB OKpyXatowen cpeabl U obpasa XM3HM Ha pasBuTMe AuabeTa.
MpeacTtaBneHbl 0630pHbIE OaHHbIE O HanpaBfEeHUM B AMArHOCTUKE CaxapHOro
anabeta (C[) — npeaAnKTMBHOM MeauLNHE.

Knwueesvie cnoea: caxapmoiu

ouabem

2-20 muna, NOAUMOPPUIM  2€HO8,

OOHOHYKIEOMUOHBLU NOAUMOPDHUIM, NPEOUKTNUBHASL MEOUYUHA.

BBenenne

Caxapupiii muader (CI]) — 310 cepbe3Hoe
XpOHHYECKOE 3a00JIeBaHUE, KOTOPOE pa3BHBa-
eTcsl, Kor/ia MOoKeITyI0uHast JKeJie3a He BbIpa-
0aTbIBa€T JOCTATOYHO MHCYJIMHA (TOpPMOHAa,
PEryIUPYIOLIETO META00JIN3M TIIOKO3bI U €€
COZIep»KaHue B KPOBH) MJTH KOT/Ia OpPTaHU3M He
MOXkeT 3(p(EeKTUBHO HUCIOIB30BaTh BbIpaldo-
TaHHBIA UM HHCYIMH. Kak cepbesHast npooiie-
Ma OOIIECTBEHHOIO 3JPaBOOXPAHEHMs], KOTO-
pyIO IUIaHUpYeTCsl pelaTth Ha TIJ100aJbHOM
YPOBHE, THA0ET SBJISIETCSl OTHUM M3 YEThIpEX
NPUOPUTETHBIX HEMH(EKIIMOHHBIX 3a00JeBa-
wuit (HU3) [10,c. 9]. CII mo Temmam pocta
PacIpOCTPaHEHHOCTH ONEPEKAET BCE OCTAIIb-
Hble HeMH(eKIoHHbIe 3a0oeBanus. Caxap-
HBII Juaber cram MeXIyHapoxHOH Mpoliie-
MOM, TIOCKOJIbKY Ha MPOTSDKEHHM KU3HH OH
pa3BUBAETCA M AUArHOCTUPYETCS KaK MHHHU-
MyM y 1 u3 10 4emoBek, U pacnpoCTpaHEH-
HOCTb €r0 BO BCEM MHPE BO MHOTMX JTHHYE-
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Pabora BhIMOJTHEHa B paMKax TOCYAApCTBEHHOTO —3aaHIS;

CKUX TPYIIIaX U CPeIr JIOAEH C pa3HbIM CO-
UAIbHO-?)KOHOMUYECKUM YPOBHEM HEYKJIOH-
HO Hapactaer. B 2001 r. Obuio 3aperu-
ctpupoBaHo 170  MWIIMOHOB  YeNOBEK
¢ caxapHbiM guaberom 2-ro tuma (CH2).
K 2015 r. 310 yncno cocrasuio 300 muimo-
HOB [16, c. 16]. CaxapHbiii 1uabeT MPUBOIUT
HE TIPOCTO K MOTEpe 3/I0POBhS, K (popMupoBa-
HUIO MHOXKECTBA €ro OCJIOKHEHWH, COKpale-
HUIO Ka4ecTBa U MPOJOJIKUTEILHOCTH KU3HH,
HO ¥ K OTPOMHBIM (PMHAHCOBBIM TpaTaM — 3a-
Ky[IKaM MEJIMKaMEHTOB, MOCTOSSHHOMY KOH-
TPOJIIO PA3JIUUHBIX aHAJIU30B, YaCTHIM TOCIH-
TaJIM3AIMAM U COIUATIBHBIM ITOCOOUSM TI0 UH-
BAJIMHOCTH, KOTOpBIE JIOXKATCd OpeMEeHEeM Ha
TOCYAAapCTBEHHBIM U MECTHBINA OFOJKETHI WIIN
Komenek camoro mnamueHTta.  CaxapHbIid
IabeT BXOOUT B  TOM-JAECATKY  CaMbIX
JIOPOTHX MAacCOBBIX 3aboneBanwmii |5, c. 93].
PacmipocTpaHeHHOCTh caxapHOro auade-
Ta CTPEMHUTEIBHO pacTeT BO BCEM MHpE
U, TI0 IaHHBIM MeXTyHapOIHOM AradeTnde-
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CKoll (enmepanuu, Ha CETOAHSAIIHUN [E€HBb
cocTaBisieT Oosee 425 MIH YEIIOBEK.
Ha xonen 2018 rona B Poccun HacuuThiBa-
aock 4,58 MuH OonbHBIX auadeTom, 92,6%
KOTOpbIX (4,24 MIJIH Y€JIOBEK) CTpaJlaloT ca-
XapHbIM arabeTroMm 2-ro Tuma [2]. 3a mepuos
¢ 2000 mo 2018 r. yncno GombHbIx C/I2 B
Halle CcTpaHe BBIpOCIO Oojee  yem
B 2 pasza. Becepoccuiickoe anuaeMuonoruye-
ckoe ucciaenoBanre NATION BrigBuiIo nua-
OeTHyeCKyro THIepriukeMuro y 5,4% yuacr-
HUKOB MCCJe0BaHus B Bo3pacte 2079 ner,
YTO yBEJIMYMBAET 0OIllee YUCIIO IMAIMEHTOB
110 8 MJIH yenoBek [2, c. 11].

[lonsitue «ren» (OT rped. genos — pof,
POXJIEHUE, POUCXOXKICHUE) B TEHETUKE SIB-
nsercss PyHIAMEHTATLHBIM. DTHM TSPMUHOM
0003HAYaIOT HEAECTUMYI0 B (DYHKIIMOHAIIb-
HOM OTHOIICHUM €IUHUILY T€HETUYECKON WH-
dopmaru. BaxxHOCTH 3TOrO MOHSTHUSA OIpe-
JIEJISIETCS TEM, UTO B TEHOME OpraHr3Ma T'eHbI
(bOpPMHUPYIOT TEHETHUECKYIO CUCTEMY YIIpaB-
JICHUS1, HA OCHOBE KOTOPOI pa3BUBAIOTCS dJie-
MEHTapHbIE MpHU3HAKU (B (opMe OrpoMHOro
pa3HooOpa3usi OETIKOBBIX MOJIEKYJ), & 3aTeM
TYMOpAJIbHbIE U HEPBHBIE MEXAHU3MBI Pery-
TSI, (PU3NOJIOTUYECKUE U TIOBEICHYECKUE
(GYHKIMY 1IEJIOCTHOTO opranu3ma. [ 'eHeruue-
ckasg uHpopmarys, 3aKOAUPOBAHHAS B BUJIC
nocneaoBareabHocTH HykineotunoB B JIHK,
SIBJIIETCSL COCTABHOM YAaCThIO HACJIE/ICTBEH-
HOH uHpopmanui. [3, c. 143].

BripaxkxeHHbIe TOMYIAIIMOHHBIC, dTHUYE-
CKHE W, TJIaBHOE, HHAUBUAYaIbHbIE 0COOCH-
HOCTH T€HOMOB KaK B UX CMBICJIOBOM 4acTH
(9K30HOB T€HOB), TaK U B HEKOAMPYIOUIUX
MOCJIEA0BATEIBLHOCTSX, O0YCIOBJICHBI MyTa-
[USAMH, TPUBOISIIMIMMH K TE€HETHUYECKOMY
nonmumopduszmy (I'Tl). 'enernueckas cytb
aJuIeNIn3Ma CBOAUTCSA K TOMY, YTO MHOECT-
BEHHBIC aJUICIM HECYT Pa3jIudusi, BIIHSIO-
e Ha QyHKIuo Oenka, a, CIe10BaTeNbHO,
n3meHstonme Gpenorun. M3 MHOKECTBEHHO-
ro ajuienM3Ma BO3HUKIIO MpeCcTaBIeHUuE 00
ayuieibHOM noauMopdusme. Hanuaue B mo-
MyJSIAA MHOKECTBEHHBIX aJlielIed OJTHOTO
JIOKyCa HAa3bIBACTCSI TEHETHYECKHM IIOJTH-
Mopduszmom. Ecnu amnenu oaHOTO JOKyca
OTJIMYAIOTCS OJIHMM HYKJIEOTHIOM, TO Ta-
KO€ pa3iIuyue Ha3bIBAIOTCS OJHOHYKJIEO-

TUAHBIM nouMopduzmom (OHIT). OHIT —
3T0 Haubosiee OOIIMI MCTOYHHMK BapHalUi
MEXIY JObMU. HNmenno OHII
OpHUAaeT YHUKAJbHYI0 HHAUBUAYaIbHOCTH,
K T[OHMMAaHUIO CYTH, KOTOpPOM Hayka
puOIMKaeTCs TOIbKO ceitvac [18, c. 126].

Psn 3a0oneBaHuMii MOXKET TepeaaBaThCs
[0 HACIIE/ICTBY, OBbLIM OOHapyXEHbI Ie€Hbl U
uX OEJKOBBIE TMPOJYKThI, KOTOPBIE OTBEYAIOT
3a pa3BUTHE Pa3NU4YHBIX 3abosieBanuil. B na-
OOpaTOPHOI MPAKTUKE WX HA3BIBAIOT TCHETH-
YecKUMHU Mapképamuy. M3yueHue Takux mMap-
KEPOB JJa€T BO3MOYKHOCTD BBIJIEJIUTDH IPYIIIbI
Pa3IMYHOTO PHUCKA pa3BUTHUS 3a00JICBaHHUIA,
B YAaCTHOCTH JuadeTa. ITO SABIISETCS BaXKHBIM
3TalioM  €ro JMArHOCTUKH, TOCKOJIBKY
B COUYETAaHUM C TPAAUIUOHHBIMH METOJaMHU
(ompeneneHue TIIOKO3bI, TIUKUPOBAHHOTO
reMorjao0uHa, FOPMOHOB, BBISIBIEHHE ayTo-
aHTUTEINT) IPUBOAUT K OOHAPYXKEHHUIO 3ab0ie-
BaHUS €IlIe JI0 MPOSIBJIIEHUS €r0 BhIPAXKEHHBIX
KJIMHUYECKMX CUMITOMOB M IIOMOTaeT pa3pa-
00TKe NPOPUIAKTUUECKUX MED.

OnHa U3 33724 MEIUIIMHCKON T€HETUKU —
BBISIBJICHUE TEHETHYECKUX (axTopoB
pHcKa MyIbTU(PAKTOPUABLHBIX 3a00JIeBaHUN
[11, c. 5]. [TosiByIsIETCSt BO3MOXKHOCTH CBOEBpE-
MEHHO BBISBIISITH MyTallUM U TOTUMOP(HU3MBI,
accoIMupoBaHHble ¢ 3a0oneBanusMu. OOHa-
pYy’KeHUE MyTalluii, CBI3aHHBIX C MOHOTEHHBI-
MU OOJIE3HSIMHU, UCTIONB3YIOT B LIEJISAX UX JHar-
HOCTUKM TP HaJIUMYUHA COOTBETCTBYIOIINX
KIIMHUYECKUX TIPH3HAKOB.

HccnenoBanue reHHbIX MNOIUMOPPHU3MOB
MIPOBOJIAT C LIETIbIO BBISIBJICHUS HACJIECTBEH-
HBIX (DaKTOPOB MPEAPACIIONOKEHHOCTH K
MYJbTH(PAKTOPHBIM 3a00JIEBaHUSIM M CBOE-
BPEMEHHOT'O YCTPAaHEHUs! BPEJAOHOCHBIX (ak-
TOpOB BHeWIHEW cpeapl. Takum oOpazom,
CBOEBPEMEHHOE BBISBICHHE TEHHBIX IOJH-
MOp(}U3MOB — OCHOBA MPEAUKTUBHON MeIu-
[UHBL. DTH 3HAHWS TO3BOJISIFOT Bpaudy AaTh
WHIMBUIyaJIbHbIE PEKOMEHIAINN TAlUeHTY
JUISL TIPEIOTBPALLICHUS Y HETO pa3BUTHS OJTHO-
ro U3 MyJbTU(AKTOPHBIX 3a00neBanmii [13].

W3MeHUNBOCTB ONpEAEIAETCs CyIECTBO-
BaHHMEM pAa3IMYHBIX COCTOSHUI TE€HOB WU
anneneii. [Ipu 3ToM HOpManbHas W3MEHYU-
BOCTh CBSI3aHAa C HPHUCYTCTBHUEM Y pPa3HBIX
WHIVBUAYYMOB HOPMAJbHBIX BapHaHTOB
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TeHa, a MaToJIOTHYeCcKass U3MEHYUBOCTh — C
HAJIMYMEM MHOYKECTBA MYTAHTHBIX aJulejen
i mytanwmii [11, c. 5].

I'eneTnueckas npeapacnoioKeHHOCTh
K caxapHoMYy auadery

HacnencreeHHoCTh caxapHOro auadera
2-ro Tuma ouenmBaercs B 30-70% (3).
OCHOBHBIMH TATOJIOTUYECKUMU HPUYUHAMHU
quabeta 2-ro Tuma SIBJISIOTCS PE3UCTEHT-
HOCTb K MHCYJIUHY, CHI)KEHHE €ro CEeKpeLuu
10 CPAaBHEHUIO C THIIEPrIIMKEMHEH, THCHYHK-
st B-KJIETOK IOJDKETYJOYHOM  JKeJle3bl
(PBC), napyuienue TpaHcropTa IJIFOKO3bI B
noukax 1 3¢pdeKT nHKpeTuHa. ITH PyHKIHO-
HaJIbHbIE HAPYILIEHUS] BOSHUKAIOT B pe3yJbTa-
T€ B3aUMOJICUCTBHS T€HETUYECKUX U IKOJIO-
ruueckux (akropos pucka [28, c. 166].

Merabonuueckue paccTpoicTBa, HalI0-
naembie ipu CJ1, B mepByro ouepenb OTpaka-
IOT CTeNeHb a0COJIIOTHOTO WJIM OTHOCHUTENb-
Horo aedunmra nHCyarHA. [TocKONbKY HHCY-
JUH SBJSIETCS. OCHOBHBIM aHAOOIUYECKUM
TOPMOHOM, €r0 HEJOCTATOK MPUBOAMT K CHU-
KEHUIO CIIOCOOHOCTU OpraHu3Ma IMOIOJHATH
HHEPreTUYECKUEe Pe3epBbl U3-3a HEAOCTATOU-
HOT'O HAaKOIJICHUS MOTPeOIIseMOH MUIIH.

Ha CJ] 2-ro tuma npuxoautcst okoso 90%
BCEX CllyyaeB aualera; B OCHOBHOM 3TO IpoO-
UCXOJUT U3-32 HEI(P(HEKTUBHOTO MCIIOJIb30BaA-
HHSL OPraHU3MOM HHCYJIMHA U HECTIOCOOHOCTH
[-KeToK MOPKETyI0UHON >KeNne3bl KOMIIEH-
CHpPOBATh MOBBIILIEHHYIO NOTPEOHOCTH B UHCY-
JIMHE, TPUBOJAAIIYI0 K HEKOHTPOJIUPYEMOMY
roMeocTasy Iioko3sl. Co BpeMEHEM IUIOXOMU
[JIMKEMUYECKUH KOHTPOJb 3aTparuBaeT He-
CKOJIBKO paifioHOB Tena, 0COOEHHO KPOBEHOC-
HBIE COCY/Ibl U HEPBBI, CIOCOOCTBYSI PA3BUTHUIO
U TIPOTPECCUPOBAHHUIO HEBPOIATHI, MUKPO- U
MaKpOCOCY/AUCTBIX OCJOKHEHUH U TpexKIe-
BpPEMEHHOI cMepTH [26, c. 1].

VYcneniHoe ceKBEHUPOBaHUE TeHOMa 4Ye-
JIOBEKa O3HAMEHOBAJIO HOBYIO 3py NE€PCOHA-
JU3UPOBAHHOM MEIWIMHBI, B KOTOpPOW Ba-
pHaluu TeHoMa OyIyT HMCIONb30BaThCs IS
MIPOTHO3UPOBAHUS BO3ACUCTBUS KOHKpET-
HBIX  TEpaleBTUYECKMX  BMEILIATEIbCTB,
BEJYLIUX K ONTUMAIbHOMY JICYEHHIO 3a00-
JeBaHUA Y JaHHOTO 4enoBeka. OJTHaKO MHO-
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r'Me U3 HallluX HanboJjee pacrpoCTpaHEeHHbBIX
XPOHUYECKHX 3a00JICBAaHUN SIBIISTFOTCSI TIOJIH-
TCHHBIMU, BKIIIOUYasi TUA0ET M CEpJICYHO-CO-
cyaucTbie 3a0oneBanus [27, c. 43].

OcobeHHocThiO  caxapHOro  auabera
2-r0 THma SBJSIETCS BO3MOXKHOCTH €TI0
NPEJOTBPALICHUS IIyTeM MNPO(UIAKTHKH.
Emé oqHuM oTIMumeM pa3BUTHUSI CaXapHOTO
nuabera 2-ro  TUma SBISETCA  TO, YTO
3a00JIcBaHMEC HE HAYMHACTCS B MOMEHT
BBISIBIICHUS] 3HAUUTEIBHOW THUIEPTIUKEMHH,
a pa3BUBACTCS MTOCTEIICHHO.

ITotumoppu3mM reHOB KaKk 0CHOBA
NpeIMKTUBHON MeIUIINHBI.
Touye4yHbI HYKJICOTHIHBII

noJMMop(pu3m

[Ipeanosiaraercsi, 4TO OKOJIO IOJOBHUHBI
BCEX 3HAYMMBIX TOYEYHBIX HYKJICOTHIHBIX
nonumopdusmoB (SNP) npuxonsarcst Ha cMbl-
CIIOBYIO (9KCIIPECCUPYIOUIYIOCS) YaCTh I'€HO-
Ma. IMEHHO 3TH 3aMEHbI HEPEAKO NPECTaB-
JSIOT COOOM alyieNbHbIe BAPHAHTHI TEHOB, ac-
COILIMMPOBAHHBIX C Pa3IMYHBIMU MYJIbTH(DAK-
TopHBIMU 3a0oneBanusMu (M®3). Vm npu-
HAJUIeKUT OCHOBHas poinb B I'1l dyenoseka.
[Tomumopdu3mMbl, 3aTparuBaroIIUe CMBICTIO-
BbIC YaCTU T'€HOB, HEPEIKO MPUBOJIAT K 3aMe-
HE aMUHOKHCIIOT U TIOSBIICHUIO OEJIKOB C U3-
MEHCHHBIMH WJIM HOBBIMH ()YHKIIHOHATBHBI-
MU cBoWicTBaMU. OCOOEHHO CYIIECTBEHHOE
BIIUSTHUE HAa AKTUBHOCTH SKCIIPECCHH T'EHOB
MOTYT UMETh 3aMEHBI UM TMOBTOPHI HYKIIEO-
TUOB B PETYJSATOPHBIX (IPOMOTOPHBIX) 00-
nactax reHoB. Hacnemyemble monumopdHbie
M3MEHEHMsI TEHOB MI'PAOT PEIlAIoUIyI0 pOJib
B ONpeJeNeHNH YHUKATbHOTO OHOXUMHUYE-
CKOTr0 MpOo(uiIs KaXI0ro YeIoBeKa, B €ro Ha-
CJIEJICTBEHHOM IPeIpacionokKeHHOCTH K pa3-
muaabeiM MD3 [4, ¢. 78].

TodeuyHble HYKICOTHIHBIE MOIUMOPQH3-
Mbl (SNP), 00ycnoBieHHbIE 3aMEHON OJTHOTO
HYKJIEOTH/A Ha JPYTOM, COCTABIISIOT MPUMEp-
HO 90% Bcex uzMeHeHuil. B renome yenoBeka
SNP mosiBisitoTes ¢ yacToToil 1 Ha Kakable
800—-1200 ocHoBanmii. SNP BO3HHKAIOT KaK B
KOJIUPYIOIIEH, Tak U B HEKOAMPYIOIIEH YacTu
reHoMa. OHHM 3BOJIIOIMOHHO CTaOWIIbHBI, HE
MEHSIOTCSI OT TTOKOJIEHUS K TIOKOJICHHUIO U Tie-
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penarorcsi Mo HacleAcTBy. B cBsizu ¢ 3tuM
BaKHOUM 3amayedi TI€HOMHBIX WCCIIEeIOBaHUN
aBysieTcst co3nanve kapt SNP mo npotsiken-
HOCTH BCEro reHoma uesnoneka [ 19, c. 87].

Ilepconanu3upoBaHHass MeIULMHA — 3TO
NPUHIMIIMATIBHO HOBOE MPO(UIaKTHIECKOe
HalpaBJICHUE B 3/IpaBOOXPAHEHUH, OCHOBAH-
HO€ Ha WHHOBAIIMOHHBIX T€HOMHBIX, MOCTIe-
HOMHBIX, TOPMOHAJIbHO-META0OINMYECKUX U
KJIETOYHBIX TEXHOJIOTHUSIX, KOTOPbIE MO3BOJIS-
0T TPOTHO3UPOBATh M HHUBEIMPOBATH PHUCK
Pa3BUTHUS COLMAIBHO 3HAYMMBIX U HACIIEICT-
BEHHBIX 3200JICBaHUI KaK Ui KOHKPETHOTO
YeJoBeKa, TaK W JUIS LENBIX JTHUYECKHX
rpynn. OnHUM U3 BaKHEWIIMX HarpaBlICHUN
MEPCOHATM3UPOBAHHON MEHIIMHBI SIBIISIETCS
no00p WHAMBUAYAIBLHON TEpanuu, KOTOpas
OyzeT JeiicTBOBaTh UMEHHO y JaHHOTO MAally-
enra. Takum oOpazom, Omaromapsi pa3BUTHIO
MEPCOHATM3UPOBAHHON MEIUIIUHBI, SHIOKPH-
HOJIOTH MOTYT TPaBWJIBHO TUArHOCTUPOBATH
caxapHbIi abeT, TPAaMOTHO OLEHUTh PUCKU
pasBUTHSL OCJIOKHEHUH, a Takke Ioao0parb
3¢ GEKTUBHYIO JIEKAPCTBEHHYIO TEPAIUIO IS
Ka)KI0r0 KOHKpETHOro 0oJibHOrO [12, C. 6].

CaxapHplii 1uabeT 2-ro THIA SBISETCS
TeTepOreHHbIM 3a00JIeBaHUEM, pa3BHUBAIO-
[IMMCS B pe3ylibTaTe KOMOMHAIIUY TeHEeTUYe-
CKHUX W TIpHOOpeTeHHBIX (pakTopoB. OCHOBY
npenpacnonoxenHoctn k C/I2 maér mepco-
HaJbHBI TE€HOM YEJIOBEKa, KOTOPBIA MOXKET
COJIEpKaTh aIeJIM T€HOB, TOTOBBIE MOJ BO3-
neiictBueM (HakTOpOB OKpYKaIOLIEH cperbl
BBI3BIBAThH pa3BUTHE 3a00neBanus [22, c. 1].

KoHnenuus nepcoHaJIM3UPOBAHHOW Me-
JTUIIMHBL B o0nacTu nuabera mpeiroiaraer
WHIUBUIyaIbHOE TPOTHO3UPOBAHUE pHCKA
€ro pas3BuUTHUs, MOUCK HauOonee 3¢dexTun-
HOTO M MaKCHUMaJIbHO 0€30MacHOro MeToja
npoQUIAKTUKY U JICUCHUS 3a00JeBaHUS TS
Ka)kKJI0T0 OTAeNIbHOTO TanueHTa [12, ¢. 5].

B ortnuune or CI1 npu C/12 npocnexu-
BAETCs YeTKasi TeHeTHYECKast IeTEPMUHUPO-
BAHHOCTh HaclieloBaHus. Tak, pUCK pa3BU-
tust CI12 cocrasmsier 1o 40%, ecnu GosneH
onuH u3 poaureneit, 1o 70% — ecnu 607b-
HbI 00a poamrtens. [7, c. 11]. Monexymsp-
HbIE MEXaHHU3MBbI Pa3BUTHUSI WHCYJIUHOPE3U-
CTEHTHOCTH (KJIFOUEBOTO 3BEHA B Pa3BUTUH
CJ12) MmHOTOOOpA3HBI U CIEIUICHBI C MHOTO-

YPOBHEBBIMH TOJIOMKAMH Ha MYTH Tepesa-
Yyl CUTHA&JIa OT pelenTopa HHCYIHMHA Ha
BHYTPHUKJIETOYHBIE CTPYKTYpHI. Pa3nudnbie
YPOBHHU IOJIOMKH Ie€pefjaud BHYTPHUKIETOU-
HOTO CHUTHAJIa ONPECINISIIOT TeTePOreHHOCTh
caMoOil MHCYJIMHOPE3UCTEHTHOCTU H, COOT-
BETCTBEHHO, HEOOXOIMMOCTh TIOMCKA MH]IU-
BUJyaJIbHBIX METOJOB BO3/CHCTBUA Ha Hee.
NIMEHHO TeTepOreHHOCThI0 WHCYJIMHOPE3HU-
CTEHTHOCTH OOBsICHsETCS 4yacTast Hed(dek-
TUBHOCTH JieueHus: 0onbHbIXx CI2 Tpaauiu-
OHHBIMU TpemnapaTamu. [loaTomy Heobxo-
JUMO JIeTaTbHOEC M3YyYCHHE BHYTPHUKIIETOY-
HBIX MEXaHHM3MOB PA3BUTHUS UHCYIUHOPE3U-
CTEHTHOCTH JUIsl TOMCKA HOBBIX JIEKapCT-
BEHHBIX IIperapaToB, aJpPECcHO BO3JICHCT-
BYIOITUX HAa TOT WJIM MHOW MEXaHW3M I1aTo-
rene3a CJI-2, nus noBbimeHus 3¢GdEKTUB-
HOCTH JICUCHUs TaueHToB [12, c. 7].

AHaJIU3 MAPKEPOB reHEeTHYECKOT 0
noJauMoppusma, 00yc10BINBAIOIINX
npeapacnoaokeHHocTs k CJ12

JloGaBneHne K CyIIECTBYIOIIMM TECT-
CHUCTEMaM HOBBIX TE€HETHYECKHMX MapKepoOB
MO3BOJIUT YBEIIMYHUTH BEPOSTHOCTH OOHApYy-
KEHHSI HACTEICTBEHHON MpeapacioioKeH-
HOCTH K CaxapHOMY JIuabeTy U 00eCneqHTh
peann3aiui MEpONPUSTHI, HAMPaBIEHHBIX
Ha ero MPO(WIAKTHKY U paHHEEe BBISBIICHUC
TPYII T€HETHYECKOTO PHUCKA.

I'en ABCC8 xoaupyer penentop K Cyib-
(OHUIIMOYEBHHE, KOTOPBIA MPEICTaBIACT
coboil 0enoK, OTHOCSIIMHCS K CEMEUCTBY
AT®-cBA3BIBAIONIMX KACCETHBIX TPAHCIOP-
TEPOB, KOTOPBI MOXET OBITh OTBETCTBCHEH
3a pazButue CJl 2-ro tuna. [25, c. 11]. beuio
ycTaHoBJeHO, 4to MmyTtanuu 15757110 C/T
9TOTO T'eHa MOTYT OBITh CBSI3aHBI C THIIEPUH-
CYJIMHEMHEH — COCTOSIHHUEM, TPH KOTOPOM
YPOBEHb MHCYJIUHA B KPOBHU MPEBHIIIAET HOP-
ManbHOe 3HaueHue. [lompkenynounas xenesa
B TeUEHHE IUTEIHHOTO MepHoJia BhIpadaThl-
BaeT MHOTO HWHCYJIMHA, 3TO NPHBOIWT K €€
V3HANIMBAHUIO U HAPYIICHUIO HOPMAJIBHOTO
¢byHKIFOHUpOBaHus. YacTo W3-3a THIICPHH-
CYJMHEMHUH pa3BUBACTCS METa0OTUYECKU
CHHJIPOM, KOTOPBI MOXET OBITh TpPEIBECT-
HUKOM caxapHoro nuabera [8, c. 46].
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I'en agunonexkruHa ADIPOQ komupyert
0eJIOK aJUIMOHEKTUH, KOTOPBIM aKTHUBHO
y4acTBYyeT BO MHOTHX OOMEHHBIX IpoIec-
cax OpraHus3Ma, BKJIIOYasl YIJIEBOJHBIN 00-
MEH. AJIUIMIOHEKTUH TMOJJEPKUBACT YpPO-
BEHb IJIIOKO3bl B CKEJIETHBIX MBIIILAX U I1e-
YEeHU MyTEM MOBBIIMICHUS YYBCTBUTEIBHO-
CTH TKaHeH K MHCynuHy [6]. MccnenoBanue
nonumoppuoro  nokyca G276T  rena
ADIPOQ BBISIBUJIO acCOLHAIMIO T€TEPO3U-
rOTHOTO reHotumna u amiens 276T ¢ noBbI-
meHHbIM puckoM CJI2. [Ipu Hanuuuu rere-
posurotHoro resoruna G276T puck pa3Bu-
tust C/12 yBennuuBaercs B 1,79 pasa, a an-
nens 276T — B 1,68 paza [14, c. 221].

Hekoropsie Bapuantel ADIPOR?2 noka-
3aJI1 aCCOLUAIMIO C MHCYJIMHOPE3UCTEHTHO-
CThI0, CHUKEHUEM KOHIIEHTPALMKU TPUIJIHU-
LEPUJOB U YMEHBIIICHUEM YpPOBHS OKHCIIe-
HUS TUNUI0B. B puHCKOM momynauuu nonau-
mMopdHbIi Mapkep G795A (rs16928751) re-
Ha ADIPOR2 6b11 cBSI3aH ¢ pUCKOM pa3BU-
TUSL CEPIEYHO-COCYAUCTHIX 3a0oseBaHUM Y
JUL ¢ HAPYIIEHHON TOJIEPAHTHOCTBIO K IJIIO-
ko3e. OHaKo cielyeT OTMETUTD, YTO UCClie-
noBaHusa acconuanuu ¢ CJI2 B HECKOIBKUX
€BPONEHCKUX MOMYJISAIHUAX MOKa3adu MPOTH-
BOPEUYUBBIE PE3YIAbTATHL [24, c. 7].

Takxe ¢ puckoMm paszsutus CJ{ 2-ro Tu-
na ceasbiBaroT HHEX — ren. 'en HHEX
(hematopoietically expressed homeobox)
rs1111875  G/A  xkomupyer  ¢akTop
TPAHCKPUIILIMK, OTBeuas 3a AuddepeHun-
POBKY psila OpraHoB: CTPYKTYp MO3ra,
MEYEHH, TOJKETYAOUYHON KeIe3bl, HIUTO-
BUJIHOM Kejle3bl W JAp. Y  B3POCIHBIX
CEJIEKTUBHO DJKCIIpECCUpYyeTcs B JeibTa-
KJIETKAaX MOJKENTYI0YHOM kKee3bl, OTBETCT-
BEHHBIX 32 CEKpelHio comatoctatuHa. CHU-
JKEHHBIM YPOBEHb COMATOCTaTHHA MOXKET
BBI3BATh HAPYHIICHUS (PYHKIIMOHUPOBAHUS
MapakpUHHON CHUCTEMBI M, KakK CJIEICTBHE,
CHUXXEHUE BBIOpOCAa MHCYJIMHA OeTa-KieT-
KaMUu MOJKeNnyAouHou »xene3bl. Hocurenu
OTIPEICICHHBIX TOJUMOP(HBIX BapHaAHTOB
rena HHEX nmerot Oosiee BbICOKHE YPOBHH
TJIIOKaroHa W TJIOKO3bl. B TO ke Bpems
JAHHBI  (QaKTOp CBS3BIBAIOT C PHUCKOM
pasButust CJ[ 2-ro Tuma W moJIararoT, YTO
HaJU4HUe OMPECICHHBIX MOJIUMOP(PU3MOB
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HapylaeT Kak YyBCTBUTEJIBHOCTb K HHCY-
JUHY, TaK U €ro CEeKpPelu0 BHE 3aBUCHUMO-
CTU OT YpOBHS IIIOKO3HI [9, ¢. 87].

ITponykt rena KCNJ11 — 6enox Kir6.2,
KOTOpBIM ywyacTByeT B oOpasoBanuu ATd-
3aBHCHMOTI0 KaHalla, peryJIUPYIOIIero moToK
MOHOB KaJlusl uepe3 KICTOYHYI0 MeMOpaHy,
CBS3bIBas META0OJU3M TIIIOKO3BI C AJIEKTPHU-
YECKUM TOTCHUIUAIOM [-KIETKH. 3aKpbITHE
KaHajla HeoOXOAUMO ISl CEKPELUU TIIFOKO-
30CTUMYJIMPOBAHHOTO WHCYJIWHA [-KJIeTKa-
MU TOKETYJOYHOM skene3bl. OTKphITHE
AT®-3aBuCHMOr0 KaHalla MHTUOUPYET CeK-
peuuto uHcynuHa. Mytanuu B rene KCNJ11
IPUBOJAT K U3MEHEHUSIM B CTPYKType Oenka
Kir6.2 u napymenusM (GpyHKIMOHUPOBAHUS
KaHaja, aKTUBHOCTb KOTOPOTO IOBBIIIAETCS,
CIOCOOCTBYSl  Pa3BUTUIO  WHCYIUHOPE3U-
cTeHTHOCTH. MccnenoBaHus mocieaHux JieT
MOKa3ajy, YTO B Psijie MOMYJIALUNA BbIABIICHA
acconpanus  HOJAMMOp(HOro  Mapkepa
rs5219 rena KCNJ11 ¢ puckom pa3zButus
CJl 2-ro tTuma [17, c. 62].

I'en KCNQI1 (potassium voltage-gated
channel KQT-like subfamily, member 1)
pacniosioxkeH B Jokyce 11pl5.5, xogupyer
0€I0K, KOTOPBIN UrpaeT KIIIOYEBYIO POJib B
penonasapHU3aliil  CEpACUHOro IMOTEHIMaa
JIENCTBUS, a TaKKe€ B TPAHCIOPTHUPOBKE BO-
JIbl U COJIM B BMUTENHANBHBIX TKaHsAX. [Ipo-
nykt reHa KCNQ1 skcnpeccupyercsi B OCT-
poBkax JlaHrepranca u y4acTByeT B peryJs-
UM CEKPEeIMH MHCYJIMHA P-KIeTKaMu MOJ-
JKEIIYZJOYHOU >Kele3bl. YCTaHOBJIEHA CBSI3b
nonmmMmopduzma 152237892, pacmnonioxeH-
HOro B 15-m naTpoHe rena KCNQI1, ¢ nossI-
meHHbIM puckoMm pazsutus CJ12 [20, c. 75]

Pesynbrarsl MOJIEKYJISIPHO-T€HETHYE-
CKHX HCCII€ZIOBAaHUN MOKa3alM CBSI3b MEXKIY
NOJUMOP(HBIMU BapUaHTaMU T€HOB peLern-
TOpoB MenaToHMHa U pa3Butuem CJI2. JIBa
BapHaHTa OJHOHYKJIEOTHUJHOTIO MOJIUMOp-
¢uszma rena MT2 (MTNRIB): rs1387153 u
rs10830963 accounupoBaHbl C TIUKEMUEH
HaToIIaK, cekpenuedn wuHcynmHa u C/12
B €BPONEMCKUX MOMYJALUAX. Y CTaHOBIIEHO,
yTo Hanmuuue amens 1 jokyca rs1387153
aCCOLIMMPOBAHO C YPOBHEM IJIIOKO3BI ILIa3-
Mbl Hatomak (B=0,06 MMoOb/1) U puUCKOM
pazButua  runepriovkemun  wm - CI2.
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B HOpMme ypoBeHb uWHCynuHa Haubolee
HU3KUI HOYBIO, KOT/1a MTOBBIIIAETCS YPOBEHb
MenaroHuHa.  V3MeHeHune — IUpKaaHOIO
puT™Ma MOJKET CIOocOOCTBOBATh u
HapYyILICHUIO ceKpelnu uHcyauHa [15, c. 12].

I'en PPARG komupyer peuenrop PPARY,
KOTOPBIII BOBJIEUEH B KOHTPOJIb JKCIIPECCUU
IEHOB, YYacCTBYIOIIMX B PEryJisiiud OOMeHa
XKHUPHBIX KHUCIOT. MyTtamuu B «paboumx»
y4acTKax I'€Ha BbI3bIBAIOT IOBBIIIEHUE KOH-
LEHTpalMK TJIIOKO3bl B KPOBH, IPUBOJAT K
M30bITOYHON Macce Tejaa U Pa3BUTUIO rade-
ta. Mytanus B rene PPARG rs1801282 C/G
BbI3bIBAaCT M3MeHeHue peuentopa PPARy2,
YTO MPOSBISIETCSA HapyLIeHHEM MeTa0osn3Ma
KHUPHBIX KUCIIOT C Pa3BUTHEM HHCYJIUHOpE-
3UCTEHTHOCTH, JUCIUNHUJIEMUEN, TUIIEPTOHU-
eil, yBelIM4eHueM Macchl Tejla U HapyIIeHUeM
romMeocTasa TiItoKo3HlI [ 6, c. 20].

WoHbI IMHKA SABJISIFOTCS JKU3HEHHO HE0O-
XOIMMBIMH JIsi 00€CIeYeHUs] HOPMaIbHOTO
XpaHeHUs U CEeKpeLUU MHCYJIMHA OeTa-KieT-
KaMM IIOJKEIyZI0YHOM »kene3bl. B cekpe-
TOPHBIX T'paHyjax HMHCYJIUH, COCAMHSACH C
MOHaMH IIMHKA, 00pa3yeT KPUCTAJUINIECKHE
rekcamepuble arperatbl. I'en SLC30A8 xo-
TUpYeT TpaHCcMeMOpaHHBINH OenoK-TpaHc-
nopTep MoHOB MHKa Thna § (ZnT-8). ZnT-8
BBIMOJHAET (YHKIUIO KaHalla, 4epe3 KOTo-
pBIli MOHBI Zn2+ MOCTYNAIOT CEKPETOPHBIE
Be3UKyJbl. [10 naHHBIM MeTaaHanu3a, BKIIO-
yuBuiero 46 wuccineqoBaHUM, OIHOHYKIIEO-
TUAHBI  nomumop¢usm 1513266634 rena
SLC30A8 accounnpoBaH C PUCKOM pa3BH-
tust C/I 2-ro tumna. JlanHas 3aKOHOMEPHOCTh
BbISIBJIEHA NIl apUKAaHCKOM, eBporeiickon
U B azuarckoi momymsinuil. Habop Beca Bo
BpeMsl 0€peMEHHOCTH MOXKET MOJU(UIIPO-
BaTh 3kcnpeccuto SLC30A8 u cnocodcTBo-
Bathb pazsututo CJ[ 2-ro tuna [9, c. 88].

[Mponykt rena TCF7L2 C/T wmoxer
HapylaTh CIOCOOHOCTh MaHKPEATHYECKUX
OCTPOBKOB  MPOAYUUPOBaTh  HMHCYJIUH
B OTBET Ha CTUMYJISIIMIO HWHCYJIUHOTPOI-
HBIM HHTECTHHaIbHbIM ropmoHoMm [TIII-1
UJIU TIIOKO030M. Aitenb jokyca 1s7903146
accoruupoBaH ¢ puckom paszutus CJI2,
HapyILICHHON CEKpeLUed UHCYIUHA, NEHUCT-
BHEM MHKPETHHOB M YCUJICHHOW MPOIYKIHU-
el TIroKo3bl eueHsto [1, c. 120].

I'en pazoOmaromero Oenka 2, UCP2
(uncoupling protein 2), sKCIpecCUPyeMOro
MHOTMMHU BHJAMHU TKaHEH, MNPENsSTCTBYET
BbIpa0OTKE MHCYJIHMHA KIETKaMU MOKeIy-
nouHoi sxene3pl. benok UCP2 otHocures k
CEMEICTBY TEpPMOI€HHMHOB, TPAHCIIOPTEPOB
BHYTpPEHHEH MeMOpaHbl MUTOXOHAPHH, OCY-
HIECTBIISIONIUX TEPEHOC TPOTOHOB 4Yepe3
MeMOpaHy, YMEHbBIIAIOMIUX TPATUCHT MpPO-
TOHOB M Pa300ILAOIIUX MPOLECChl OKUCIIE-
Hus u pocopunuposanus. [Ipu nmorpedie-
HUU TPOAYKTOB C BBICOKHM COJEpPKAaHUEM
xupa skcrpeccust UCP2 B GenbIx agunonu-
TaX YBEJIMYMBAETCS, YTO YKa3blBaeT Ha
Binusinue UCP2 Ha ckopocTh mMeTabonu3zma
¥, BO3MOXHO, Ha YCTOWYMBOCTb K OXKHpe-
Huto. [‘eHernueckue wH3MEHEHHMs] B TeHE
UCP2 BO3A€MCTBYIOT Ha MAaTOreHe3 OXKupe-
nugs u CJI 2. B wyactHOCTH, MyTauus
15659366 G/A rena UCP2 napymaer HOp-
MaJbHYI0 BBIPAaOOTKY HMHCYJMHA KJICTKaMU
NOJIKETy I0YHOM kene3bl [21].

I'en UCP2 (11ql3), urpaer oany wus
KIIIOYEBBIX POJIEH B TEPMOpPETYJIISAIUH, CBS-
3aH C IpolLeccaMu aKKyMYJISILIMM >KUPOB U
paccerBaHHEM PHEPrUM B BUJE Teruia. B re-
He UCP2 naubonee u3zyuen Ala55Val nonu-
Mopdu3M B 4-M 3K30HE, C YACTOTOH BCTpe-
gaemocTH asenu Val ot 40 mo 60% B mupo-
BBIX MOMyJsAnusax. Asmens Val accoruupo-
BaHa C MOBBIIICHHBIM PUCKOM Pa3BUTHSI Ca-
xapHoro auabera 2 u oxupenus [23, c. 36].

Mytamus rs1800849 C/T rema UCP3,
KOJIUPYIOLIEero paszobmaromuii 6enok 3, 3a-
MeJISIeT METa0O0IM3M KUPHBIX KHUCIIOT, YTO
NPUBOAUT K  HAPYIICHUIO  YIJIIEBOJAHOTO
1 )KHUPOBOro oOMeHa. 3aMe/JIeHHbI MeTabo-
JU3M SKUPHBIX KHCJOT SIBIISIETCS BaKHBIM
MPEIIIECTBEHHUKOM HHCYJIMHOPE3UCTEHTHO-
CTH U ONPEEINIAET KOJIMYECTBO KUPA, XpaHs-
IIET0Cs B BUJIC BHYTPUMBIIICYHBIX JIHITHAIOB,
KOTOPBIE OTPHULIATENIEHO KOPPEIUPYIOT C UyB-
CTBUTEIILHOCTBIO K MHCYNUHY [23; c. 36].

I'ew WSF1 - ren BonbdppamuHa —
KOIUPYET TPaHCMEMOpaHHBIN OEIOoK MeM-
OpaH HHIOIMIA3MATHYECKOTO PETUKYIyMa.
OH yuacTByeT B peryjsilud TIOMeocTasa
WOHOB Kanblus. HapymieHus B CTpyKType
Oenka MOTyT TPUBOIUTH K M3MEHEHHUIO
KaJIbLINEBOTO T'OMEOCTa3a, 4YTO, B CBOIO

71



BECTHHUK II®HIT 2/2020

odepelb, HapymaeT CEKPEIUi0 HHCYIWHA
Ocrta-kierkamu. [lomumopdHBIi  Mapkep
rs1801214 rema WSF1 accomuupoBan c
pazButuem CJ[ 2-ro tumna. [loarBepxaena
TaK)Ke CBSI3b MEXKIY JaHHBIM MOJIUMOP(U3-
MoM u pa3putuem CJI y amepuKaHIEB
appUKAHCKOTO MPOUCXOXKIACHUS [7, c. 14].

3akjaueHue

Caxapubiii nuaber — OBICTpO pacrmpo-
CTpaHsmoIeecss 3a00JieBaHUE, SBISIOLIEECS
OIHOM M3 BaxHEHUX npobiaeM 37paBo-
oxpaneHus. CornacHo nporHo3zam BO3, ko-
JMYECTBO MAIMEHTOB C TAaKUM JHArHO30M

Oyner HEYKJIOHHO YBEIUYNBATHCS.
M3BecTHO OO0sbLIOE KOJUYECTBO HOJIUMOP-
($U3MOB, aCCOLMUPOBAHHBIX C PA3BUTHEM
CJll2, pacnpocTpaHEHHBIX  TaKXke W
B PYCCKOHM momnyJysanuu. Bcé 3Tto cBuaerens-
CTBYET O BaJKHOCTHU M3YyYEHUS T'€HETHUECKUX
(akTOpOB, CIIOCOOCTBYIOIIMX Pa3BUTHIO 3a-
OoneBanus. MneHTnukanus reHeTHYecKux
MapkepoB pucka CJ/I2 no3BosseT ayylie no-
HATh OCHOBHOM IaTOJIOTMYECKUN MEXaHU3M
ero pa3BUTHUS U, B COOTBETCTBUH C 3TUM, HC-
[I0JIb30BaTh NOJYYECHHbIE JAAHHBIE IJIA MPO-
¢unaxktukn C/12 y 310pOBBIX JHONEH WM
BbIOpPAaTh ONTUMAJBHYIO HHIUBHIYAJIbHYIO
CTpPATETHUIO TEPAIUU ATOTO 3a00JICBaHUSL.
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This article provides an overview of studies on the genetics of type 2 diabetes. Genes associated

with the development of the disease are described, which can be identified on the basis of molecular
genetic studies. The role of environmental factors and lifestyle in the development of diabetes is also
discussed. The overview data on the direction in the diagnosis of diabetes mellitus (DM) in terms of
predictive medicine.
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