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I'EHETHYECKAS ITPEJIPACIHHOJOXEHHOCTD K
JUABETUYECKOMW HE®POIIATHUU, OB30P JIU-
TEPATYPDBI

Ypmanosa IQaay3 Maxkamosna !, Xoamnkos Aiaumep ¥Ocynosuy 2
[Ipodeccop kadeaps BHyTpeHHHE 00I€3HN
YuusepcureT Anbdparanyc |,
3aBEIYIONINI OTIEICHUEM reMOANaIn3a
Pecny6nukanckuit CnennanusupoBanusiii Hay4no-
[IpaxTuueckuii Meaumuuckuii Llentp DHIOKpUHOIOIUM 2
M3 PVY3 umenu akagemuka 1.X. Typakynosa,

V306ekucTan , . TalkeHT,
AHHOTANUA

B nanHO# cTatbe aBTOPOM BBINOJIHEH aHAJIW3 COBPEMEHHOW JINTEPATYPhI MO N€HETHYECKON
MPEIPACIOI0KEHHOCTH K AnabdeTndeckoi HedponaThu. 3HAYMMOCTh MCCIIEAOBAHUMA aCCOIUAINN
OyzeT Bo3pacTaTh ¢ Pa3BUTUEM TEXHOJOTUM, KOTOPBIE MO3BOJISAT MPOBOAUTH CKPUHHUHT THICSY Map-
KEPOB MO JOCTYIHBIM IIEHAM U B CKaTble CPOKU. [ eHeTHuecKkas Teopus MpearonaraeT, 4To y J0JIeu,
CTpajaromux auabeTnyeckol HepomaTHel, CylecTBYIOT BPOXKICHHbIE TeHETUYECKUE OCOOCHHO-
CTH, KOTOpBIE JIENAI0T UX 00Jiee BOCPUUMYHMBBIMU K PA3BUTHIO 3a00JI€BaHUS.

KuroueBble cjioBa: caxapHbiil 1uadeT 2 Tuma, HedponaTus, TeHETHYECKHE aCTIEKThI

Annotasiya

Ushbu maqolada muallif diabetik nefropatiyaga genetik moyillik bo'yicha mavjud
adabiyotlarni tahlil qiladi. Assotsiatsiyalarni o'rganishning ahamiyati minglab markerlarni arzon
narxlarda va qisqa vaqt ichida skrining qilish imkonini beradigan texnologiyalarning rivojlanishi
bilan ortadi. Genetika nazariyasi shuni ko'rsatadiki, diabetik nefropatiya bilan og'rigan odamlarda
kasallikning rivojlanishiga ko'proq moyil bo'lgan tug'ma genetik xususiyatlarga ega.

Kalit so'zlar: 2-tur gandli diabet, nefropatiya, genetik aspektlar

Annotation

In this article, the author performs an analysis of modern literature on a genetic predisposition
to diabetic nephropathy. The significance of association studies will increase with the development
of technologies that will allow screening of thousands of markers at affordable prices and in a short
time. Genetic theory suggests that people with diabetic nephropathy have congenital genetic charac-
teristics that make them more susceptible to the development of the disease.

) — ﬂ

209


http://sjifactor.com/passport.php?id=22000
https://carjis.org/storage/app/media/CENTRAL%20ASIAN%20RESEARCH%20JOURNAL%20FOR%20INTERDISCIPLINARY%20STUDIES%20.pdf
http://www.israjif.org/single.php?did=2181-2454
https://scholar.google.com/citations?user=vajPyZAAAAAJ&hl=ru

> O

Central Asian Research Journal For Interdisciplinary Studies (CARJIS). ISSN (online): 2181-2454

Volume 4 | Special Issue |July, 2025 | SJIF: 5,965 | UIF: 7,6 | ISRA: JIF 1.947 | Google Scholar |

Key words: type 2 diabetes mellitus, nephropathy, genetic aspects

BBEJIEHME. Ananu3 accouranuu B paMKax
Pa3IMYHBIX T€HETUYECKHX MOJeNiel MoKasall,
yT0 nosmmmopdubIi BapuaHT AIID I/D crioco6-
CTBYET BOCIPUUMYHMBOCTU K JHA0CTHUECKOMN
He(pOIMaTUU TOJBKO MO PEIECCUBHOMY THILY.
I'enernueckas Bapuanus B 1okyce AlID, rakas
kak BapuanTt D/D B untpone 16, cnocodcTByer
MOBBIIICHHOMY PHUCKY He(pOINaThu y MaIueH-
ToB ¢ CJI2, HO HE CTENEeHU TSHKECTU TUabeTH-
yeckoil HepomaTtuu, U, TAKUM 00pa3oM, 3TOT
MOJIMMOP(HU3M MOKHO paccMaTpUBaTh Kak Te-
HETHUYECKHI (hakTop puCKa AUa0ETHUECKON
Hedpomnaruu cpeau nanuentoB ¢ CJI 2 Tuma. |
1].

[Tpumepno y 30% mroneil ¢ caxapHbIM ua-
Oerom 1 u 2 Tuna pa3BuUBaeTCA CTOHKas AIb0y-
MUHYPUS, TePSETCS (YHKIHS MMOYCK U MOBBI-
IIaeTCA PUCK CEPIIEYHO-COCYAUCTHIX U JPYTHX
MHUKpPOCOCYIUCTHIX ocnoxkHeHuid. CJ1 2 u 3a60-
JIEBaHMS TIOYEK BXOJAT B JECATKY OCHOBHBIX
MIPUYMH CMEPTH B 3alaJHBIX CTPAHAX U BBI3BI-
BalOT 3HAYUTENIbHYIO 32001€Ba€MOCTh. Y YUThI-
Basi 3TH HaOMO/IEHUs, ObUIM WHHUIIMUPOBAHBI
T€HETUYECKHEe, TCHOMHBIC U MPOTCOMHBIEC HC-
CJIEIOBaHMsI, YTOOBI JTyYIlle ONPEEIUTh OCHOB-
HbIE MEXAaHU3Mbl BOSHUKHOBEHUS U POTPECCU-
poBaHusl 3a00JI€BaHMS, BBISIBUTD JIUI] C PUCKOM
ocnoxknenuit CJI 2 tuma u pa3paborats 6omee
s heKTHBHBIE METOIBI JIeueHus [2].

['eneTudeckast TeOpHs MPEANOIAraeT, 4To y
JOJIEH, CTPAJAIINX auadeTHYecKoil Hedpo-
MaTuel, CyIIECTBYIOT BPOXKICHHBIC TEHETHYE-
CKHE 0COOCHHOCTH, KOTOPBIC JIENAI0T UX Oojee
BOCIIPUUMYHUBBIMU K PA3BUTHIO 3a00JICBaHUSI.
DTy mpenpacnonararonye (HakTopsl TPOsB-
TSIOT ce0s1, KOT1a BOZHUKAIOT HAPYIIICHHUS B Me-
Taboau3Me u KpoBoobpaiieHuu. Bee Tpu mexa-
HU3Ma, YYaCTBYIOIIME B PA3BUTUU JAHA0ETHYIC-

' e-mail: cajis@afu.uz

cKoi HedpomaThu, He ACUCTBYIOT H30JMPO-
BaHHO, a TECHO B3aMMOJICHCTBYIOT APYT C ApY-
roM. K OCHOBHBIM (akTopaM, yBEINYUBAIO-
UM BEPOSATHOCTh Pa3BUTUS JHAOETHUYECKOU
HedponaTuu, OTHOCSTCS: TMOBBIIICHHOE apTe-
pUaIbHOE JABJIEHUE, JJIUTEIBHOE OTCYTCTBHE
KOHTpPOJISI HaJl YPOBHEM caxapa B KpOBH, UH-
(eKIuM MOYEBBIBOAIINX ITyTeH, HAPYLICHUS
JMNUAIHOrO oOMeHa, U30bITOuHAs Macca Tena,
HNPUHAIEKHOCTh K MY>KCKOMY IOJy, KypeHHe
U MHCIIOJIb30BaHME JIEKAPCTB, OKAa3bIBAIOLINX
HEraTHBHOE BO3JICUCTBUE HA MOYKH [3].

I'eneTnueckas AMarHOCTUKA AMA0ETUYECKOM
Hedpomaruu (JJH) nccnenyer nacieacTBeHHbIE
JNETEPMUHAHTBI, CIIOCOOCTBYIOIIME DPA3BUTHUIO
JTAHHOTO OCJIOKHEHMsI caxapHoro auadera. B
YaCTHOCTH, U3YYaIOTCS MTOJIMMOP(PU3MBI TEHOB,
BOBJICYEHHBIX B UMMYHHBII OTBET, apTepUalb-
HYIO TMIIEPTEH3HIO U TIFOKO3HBIN METaOb0IH3M.
Taxolt moaxox AaeT BO3MOKHOCTh MIEHTH(U-
LIUPOBATh MMALIUEHTOB C MOBBIIIEHHBIM PUCKOM
n (popMHpoOBaTH MHAMBHIyaJIbHbIE CTpATETUu
po(UTAKTUKU U TepaIny.

METO/bI: Hamu ObUT BHITIOJIHEH aHa-

U3 nuTeparypsl uepes3 caitel Pubmed, Else-
vier, u 1p. 3a nocneanue 30 et .

PE3YJIBTATDI. I'enernyeckue u He-
reHernueckne ¢akropsl. Ilarorenes caxap-
HOro nuabera 2 Tuma u quabeTuyeckoit Hedpo-
MaTUU O0YCJIOBJIEH MHJWBUIYabHOW T'€HETH-
YEeCKOMW MPEeIpacloIOKEHHOCTHIO (MOHO- U TI0-
JUTeHHBIMH  (hakTopamu), (PEeHOTUIHYECKOoe
NpOsIBIIEHUE KOTOPOH ormpenensercss (akTo-
pamu OKpy»karomei cpensl (pusnueckas ak-
TUBHOCTb, TUTaHHUE, N30BITOUHBIH BEC, KIMMAT,
MeTa0O0JIMYeCKHil KOHTPOJh). Yke okojo 10
JeT Takue 3a00JIeBaHMsI, KaK caxapHbIi 1uader
WJIM UIIeMuYecKkast 00JIe3Hb cep/iiia, pa3BUBal0-
myecs Mo 3TOM CXEeMe, Ha3bIBalOT KOMILIEKC-
HBIMH.
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[Touemy C/I 2 n nuaberndeckyro Hedpo-
natuio (JIH) MOXHO OTHECTH K HACIEICTBEH-
HbIM 3a0oseBanusaM? [luakyc u Yait B 1933
roAy mucaju, 4to auaderom ctpagarot ot 10%
10 30% OnvKaluX poJICTBEHHUKOB TaIlieH-
TOB C AMa0ETOM, TOT/Ia KaK AruabeT BCTpeuaeTcs
muiib y 1%—6% Ommkalnx poACTBEHHUKOB
monei 6e3 CJ1 2 [4]. [TocienoBaiy aHaIOT Y-
HbI€ HCCIIEJIOBAHUS, KOTOpPbIE YOEIUTEIBHO
IIOATBEPAMIIN TE€3UC O T€HETUYECKOW MIpeapac-
MOJIOKEHHOCTH K 1nadery 2 Tuma.

Jus JIH Obuto moka3aHo, 9To MeTaboJu-
YeCKUI KOHTPOJIb HE pa3Inyajcs y MalueHTOB
¢ ClI 2, kak ¢ Hedpormnarueii, Tak u 0e3 Hee. Y
3HAYUTEJILHOTO KOJMYECTBA MAIlMEHTOB C JHa-
o6erom He pasBwiack JIH, HecMoTps Ha aiu-
TEIBHYIO TSAKEIYI0 XPOHUYECKYIO THIIEPIIINKE-
Mumo[5].I'eneTnueckas mpeapacrooKEHHOCTh
y nanrentoB ¢ CJI 1 u 2 tuna ¢ Hedpomnarueit
MOJKET OBITh JOKa3aHa MHOTUMH HCCIICOBAaHU-
SIMU B pa3JIMYHbIX nonyiasauusx [6]. B HekoTo-
PBIX CEMBSIX C HECKOJBbKMMH MalMeHTaMu C
n1abeToM MPaKTUYECKH HEe ObLIIO0 KITMHUYECKHUX
npusnakoB JIH, Torna xak y 80% mnanueHToB ¢
C/J 2 u3 apyrux cemeit pazsuiace [IH. Brico-
Kasi STHUYECKasl JUCIepCUsl YKa3bIBaeT Ha reo-
rpaduueckue u AueTudeckue GakTopsl; ¢ Apy-
roil CTOPOHBI, OHA OTPa’KaeT FTeHETHUECKYIO T'e-
TEPOreHHOCTh. bpaThsi M cecTphl MAIlMEHTOB C
nuabderoMm 1 tuma ¢ JIH umeror Gostee BeICOKUA
pUCK pa3BUTHS AuabeTHdyeckoil Hedpona-
tuu [7].  YactoTa pa3BUTUS TEPMHUHAILHOU
CTaJM TIOYEYHOM HEIOCTATOYHOCTH y PpOJ-
cTBeHHUKOB TanueHToB ¢ CJI 2 Tumna, Haxos-
MXCcs Ha Auanu3e, B MATh pa3 Bbime (37%),
YeM y pOACTBEHHUKOB manueHToB ¢ CJ] 2 tuma
6e3 Hedpomnaruu (7%; adppoamepukanusr) [8].
Ecnu y oboux ponureneii 6buta JIH, 3a6onea-
Hue Habmonanoch y 46% notomcTa. Hamnpo-
TUB, TOJILKO y 23% NOTOMCTBa, €CIH MPOTEH-
HypHs Oblia TOJBKO Y OJHOTO POJIUTENS, IPO-
rpeccupoBajio 10 aAuadeThdeckod Hedpoma-
iH, Uy 14% — ecniu y oboux poauteneit npo-
TEUHYpPUU HE ObLIO (MHACHUIIBI MTHMA).

OFBUIHE ITPOBJIEMbI TEHETHYECKOI'O
AHAJTH3A  C/IOJHBIX 3AFOJIEBAHHH.
DYVHIJAMEHTAJIbHBIE HCCJIEJOBAHUA,

OPUEHTUPOBAHHBIE HA ®@EHOTUIIUYE-
CKOE U3YYEHUE, HE IIPUBEJIN K IIPOPBLIBY
B PACKPBITUN TTATOI'EHE34 JUABETHYE-
CKOHU HE®POIIATHH. HE BbIABJIEHO MYTA-
1MV TEHOB, CIIOCOBHBIX BbI3BATh JIUABE-
TUYECKYRO HEDPOIIATHUIO.

Pazpabotka B Hayane 1990-x rog0B KapThl
MUKPOCATEJUIMTHBIX MAPKEPOB BBICOKOTO pa3-
pelIeHus, coaepxKaiieil COTHU MapKepoB, M03-
BOJIHJIA TIPOBOJIMTH 00JIee MacIITaOHbIC UCCIIe-
JIOBaHMSI TEHETUUECKUX acCOIMAIINM U CIerlIe-
Husa. Jlo 3TOro BpeMeHU 3TH HUCCICIOBAHUS
MPOBOJAMIIUCE C KCIOJIb30BAHUEM JUIIb HE-
CKOJIBKUX TIOJUMOP(PU3MOB PECTPUKIIMOHHBIX
¢parmenToB (IIJ[PD). Llenbro reHEeTHYECKUX
UCCJICJIOBAHMI OBLIO M OCTAETCS TEHETHYECKOE
OoOBsICHEHHE U KIacCHU(pUKalUs MHOXKECTBa
Pa3IUYHBIX KIIMHUYECKUX (DEHOTHIIOB.

[Ipn reHeTHYecKOM H3yY€HUU MATOTE€HE3a
CA 2 u HedponaTuu cpasy ke BO3HUKIO MHO-
KECTBO, Ka3ajoch Obl, HEPa3pEUIMMBIX IPO-
osem. M3-3a MHOTO(aKTOPHOTO TIATOTeHE3a HE
YAQJIOCh MPUMEHUTh IPOCTYI0 MEHJIEIEBCKYIO
MOJIeJIb HACJIEJIOBAaHMS, a M3-3a HU3KOM Ipo-
JOJKUTEIbHOCTH KU3HU U MO3/IHETO BO3pacTa
MOCTAaHOBKH JMArHo3a POJMUTENN 3a00JIEBIINX
B OOJIBIIMHCTBE CIy4aeB yxke ymepnu. ['erepo-
TeHHAas KJIIMHUYEeCKas KapTHHa aruadera He Mpu-
BeJa K MOCTaHOBKE TOYHOTO AuarHo3a. Hu 6mo-
XUMUYECKU, HU TEHETUYECKU HEBO3MOXKHO BbI-
SIBUTHh JIUI], HaXOJSIIMXCS B TPYIEe pPHUCKA,
cpenu MoToMmcTBa. JleTn He MOTYT IpenocTa-
BUTh HUKAaKOW MH(GOpPMAIIMU O CTAaTyce PHCKa.
[TosToMy HE yaasoch MPOBECTH TPAJAUIIMOH-
HbIA POJOCIOBHBIM aHAJIW3, OCHOBAaHHBIA Ha
jJorapu(MUUECKOM  TIOKa3zarejie  MIAHCOB
(JIOH). bonee toro, cymiecTBoBaiga BBICOKAs
BEpOATHOCTH TOro, yTo CJI 2 BcTpeuaercs B ce-
MBbSIX, HE 0053aTeNFHO CTPaJaroIuX Hedpormna-
tueil. M3-3a OTCYTCTBUSI paCIIMPEHHBIX POJO-
CJIOBHBIX C YETKHMM TUIIOM HACJIEAOBAHUS, yUue-
HBIE COCPEIOTOYMIINCh Ha aCCOIMATUBHBIX HC-
CIIEIOBAHMSIX U CICNHUATBHBIX MOAXO/AaX aHa-
JIU3a CUETUICHHUS.

ACCOIIHATHBHBIE HCCIE/{OBAHHA

(HCCIEJOBAHHA CJAYYAH-KOHTPO.Ib)
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Jlonroe BpeMsl UCCIIE0BATENIN KOHIIEHTPU-
POBAJIMCh HAa ACCOLMATUBHBIX UCCIIC0OBAHUSIX C
NOJUMOP(QHBIME  MapKepaMH, pPaCHOJIOKEH-
HBIMH HETIOCPEICTBEHHO PSAOM C T€HaMHU-KaH-
JU1aTaMu WM BapUaHTaMU B KOJUPYIOLIEH 10-
cieoBarenpHOCTH TreHoB. [IpocroTa Takoro
HCCIIEIOBaHMSI C Y4aCTUEM OTJIENbHBIX JIIOJEH
0e3 HeoOXoauMOCTH cOOpa OOMIMPHBIX POIO-
CIIOBHBIX Obula HMHTpHrymowei. Pacnpocrpa-
HEHHOCTb BapHaHTa I10CIIe10BATEIbHOCTH IIPO-
CTO CPaBHUBAETCSI MEXIY I'pyMNIoN Haboze-
HUS U KOHTposnbHOM rpynmnoi. Tpebyercs
TOJIbKO OJIMH ueioBeK. B mpunmune, cpaBHe-
Hue OyAeT IPOBOAUTHCA IO ONpEeACIEHHOMY
MIPU3HAKY MEXKTY CEMbSMHU.

HccnenoBanusi reHOB-KaHAMJATOB, OCHO-
BaHHbIE HA acCOLMALUU, PEJKO ObUIM ycCIell-
HbIMU. Bes nutepatypa coaepKHUT OYeHb Ipo-
TUBOpeuuBble HaOMroaeHus. Haubonee usBect-
HBIMH MTOJIMMOp(U3MaMU ABIISIOTCS [TOJIUMOP-
¢uzm nnceprn (I)/nenennu (D) aHTHOTEH3UH-
koHBepTasel (DCP1) u nmonumopdusm anrumo-
tensunorena M235T [9-12]. [lepBonauyanbHbIE
MCCIIETOBaHMsI TOKA3aJIM acCOLMALMIO ¢ Truade-
THYECKOM Hedpomnatueil, HO AajdbHEHIINE HC-
CJIEOBaHMsI HE CMOIJIA BOCIIPOM3BECTH 3THU pe-
3ynbTaThl. PacXoaeHUs MOKHO OOBSCHUTD re-
HETUYECKON TeTEPOr€HHOCTbI0 OTHOCUTEIBHO
HeOOIbIIUMU 3PPEeKTaMu I'eHOB B CTpaTu(duU-
LUPOBAHHBIX MOMYJISIUAX C OTHOCUTEIBHO HE-
60ab1uM yncioM ciayyaen (ot 100 o 200). B
OOJIBIIMHCTBE HCCIIEOBAaHUN HE TECTUPOBa-
JMCh (PYHKIIMOHAIBHBIE Y3(PPEKTH UX ACCOLUH-
poBaHHOrO BapuaHTa. boiee Toro, B OCHOBHOM
HCIIOJIb30BAJIMUCh TOJBKO YPOBHU 3HAaYMMO-
ctu P < 0,05, mporecTupoBaHHbIE C OJHON CTO-
POHBIL.

HCCIENOBAHUA CHEIUVIEHHA, CKA-
HHPOBAHHE '’EHOMA

HccnenoBanus cueruieHus MNpPOBOIATCS B
IBYX BapuaHTax: (1) HOJTHOr€HOMHOE CKaHUPO-

BaHUE MapKepoB 0e3 TUIoTe3bl O reHe-KaHIH-
nate (IO3ULMOHHOE KIIOHUpOBaHue); U (2) te-
CTHUPOBAaHUE MapKepOB HA HAIMYUE T€HOB-KaH-
auaartoB.  Jlns  uaeanbHOro  MCCiIeN0BaHUS
CIETUIeHUsI TPeOyIOTCs pacIIMpeHHbIE POIO-
cioBHble. bpumn pa3paboTaHbl crenuaibHbIe
CXEMbI, TaKHe KaK MOJXOJ C MUCIOJIb30BaHUEM
napbl MOPaKEHHBIX CHOCOB, TOCKOJBKY ISt
OOJIBIIMHCTBA «CJIOXKHBIX» 3a00JeBaHUIl pac-
LUIMPEHHBIE POJOCIOBHBIE HEIOCTYNHBL. B
MPUHIIMIIE, OCHOBHOE BHHMMAHHE YIENAETCs
HaCJIeJ0BaHUIO KOHKPETHOTO MPU3HAKa BHYTPU
CEMbH.

B cBs13u ¢ Mo34HUM BO3pacTOM MOCTAaHOBKHU
JMarHo3a, 3HAYUTEIbHO MOBBIIICHHOW CMEpPT-
HOCTBIO IMAIMEHTOB C TUA0CTUYECKON Hedpo-
naTueil 1 OTCYTCTBUEM MOJENU HacleOBaHNUS,
coOparb Oosiee OOMIMPHBIE POIOCIOBHBIE HE
npeacTaBisieTcss BO3MOXHBIM. C Ipyroi cTo-
POHBI, KaK ¥ MPH OOJIBIITNHCTBE CIO0KHBIX 3200-
JIeBaHMW, CyIIECTBYIOT MOHOTEHHBIE IOJ-
¢dbopmel quabera 2-ro Tuna, Ho He 1-ro. [Tanu-
€HTBI U3 TPYMIBI PUCKA MONAAI0T B MOJIE 3pe-
HUS KJIMHUIUCTOB OTHOCUTENBHO DPAHO, Kak,
Hampumep, Npu aAuabere 3pesoro Bo3pacra y
mononeix (MODY). Hamuune HECKOIbKHX
OOJIbHBIX B KaXJIOM [TOKOJICHUH MO3BOJISIET MO-
Jy4uTh OOJee OOIIMpHBIE POJOCIOBHBIE, YTO
o0JyieryaeT NMpoBeJeHUE I'eHETHYECKUX HCCie-
noBaHui. Wes BBISBICHUS T€HETHKA MOHO-
TeHHBIX (POPM 3aKII0YAETCs B IPOCTOM UIEHTH-
(¢uKaMu TeHOB, KOTOPHIE TaKXe MOTJIM Obl
OOBSICHUTH 0o0Jiee pacnpoCTpaHEHHBIE CIOXK-
Hble (opMBl. DTa HaJeXk/aa MOKAa HE ONpaBjaa-
Jack B OTHOIIEHMM quabeTa 2-ro Tuna. Tem He
MeHee, BO3MOXHO, CTOUT ONKCATh OJIHY U3 MO-
HOTEHHBIX (OpM, UYTOOBI MPOSCHUTH, UTO
HepomnaTus y MarueHToB ¢ AMa0ETOM MOXKET
MpoTeKaTh Kak HeuadeTnueckas HedponaTus,
YTO UMEET BaKHOE 3HaUeHue JUIsl QeHOTUITHPO-
BaHUS B CEPhE3HBIX TE€HETHUECKUX HCCIeI0Ba-
HUSX.

MOHOTEHHBIH KOBEHH/TbHBIH JIHA-
BET 2 TuiiA C HEAHABETHYECKOH I10-
YEYHOH HEJJOCTATOYHOCTBIO
(MobyYS5)
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MODY — tunuunas ¢opma quadeta 2 TUIIA C
Ne00TOM B BO3pacTe 10 25 JIET U YETKUM ayTo-
COMHO-JOMHUHAHTHBIM THIIOM HACJICIOBAaHUS C
noutu 100% nenerpanTHOCTHIO. IIATH M3 1IE-
CTH TEHOB, OTBETCTBCHHBIX 3a pa3IMYHbIC

dhopmer MODY, BXOIAT B ceTh (haKTOPOB TPaH-
ckpunuuu (puc. 1) . MODYS (ren HNF-1p)
BBI3bIBACT JIMa0eT 2 THUIMA B COUYETAaHUU C XPO-
HUYECKOM TOYEYHOW HEAOCTAaTOYHOCTBHIO U
MIPUBOJUT K JUAIIHU3Y.

Acyl —TNFe 7
cy HNF-6
CoA //'
thioester +
HNF-3c f Isl-1
Specific ligands o ﬂf,:\@ d I‘jkxz o
- | / HNF-38 '
HNF-47y HNF-d4a. ©~—
(MODY1) /
5 z NeuroD1/Beta2
DCot) | e/ K/ | (MODY6)
| XY~ | ]
HNF-1B HNF-10 ‘ -
(Renal failure [(MODY3) ~_ IPF-1 }
.’/ anﬂ gig$etea, I (MODY4; pancreatic agenesis)
5 |
[ h___l ) ' / K ~— N /
ie (7Y GLUT2 Glucokinase i
ﬁ;"ﬂm genes (glycolysis {?”—I (Fanconi Bickel (MODY2) [pﬁﬂ%

syndrome)

S

e m—

Pucynok 1 Ilonoxkenne rena HNF-1f (MODYS) B cern pakTOpoB TpaHCKpUNIINHU

Jlo cuxX mop M3BECTHO TOJBKO IIECTh CEMEN
MODYS5. VY ucxoanoii cembu MODY'S u3 Smo-
HUM HaOIIOJANUCh OUa0eT U OTHOCUTEIHHO
paHO BO3HHUKILIAs TOYEYHAsi HEJOCTATOUHOCTb.
O0a mpu3Haka nepefagnch BMECTE€ C MyTa-
nuenl9 Y  ngpyron cempun wu3 Hopserum
Habmoamuch nuader 2 TUIa, moyeyHasi HeJlo-
CTaTOYHOCTh M MIOJUIEPOBa aruia3us (3a1epxka
pa3BuUTHs MaTKd M Biaranuma; Rdell37-
161) [13] . B 2001 romy XoTTepcnu u coas-
mopwi BBIABUIN ABe pyrue cemb HNF-103. ¥
3TUX CEeMel TIJIOMEepYJIOKHCTO3HOEe 3abolieBa-
HUE MOoYeK OBIJIO TMAarHOCTUPOBAHO /10 OOHApy-
KEHHUS] MyTanuil. AyTOCOMHO-IOMHUHAHTHBIN
nonrkrcTo3 nmouek (AJIITKIT) 6pu1 ucKITIOUEH.
Kucro3nble nouku ObUTH THIOMIACTHYECKUMHU.
Ilocne yCMIIEHHOTO JMarHOCTHMYECKOIO CKpH-

HUHTa ObLT OOHAPYXKEH JIETKUI ayTOCOMHO-]T0-
MUHAHTHBINA JUa0eT 2 TUMa, KOTOPBIM paHee He
HaOmonancs [ 14]

Caxapnsiii guabet 2 Thmna u movyevHas HeJ10cTa-

TOYHOCTB MOT'YT IPOSBJIATHCS HACTOJIBKO BapH-
abenpHO, YTO BO3ZHUKAIOT JPYTHE JMATHO3BI,
TaKHe KaK caxapHbiil quaber 1 Tumna u nuadbetu-
yeckas Hedpomnatus. [louedynas HemocTaTou-
HOCTh MOJKET OBLITH BBIIBIEHA OTHOCHTEIHHO
PaHO ¥ HA pa3HbIX CTAAUSAX MPOTPECCUPOBAHUS
(OT IIUTENHLHON TPOTEUHYPHUH O€3 TUTIEPTOHUHN
JI0 TEpPMUHAJIBHOW CTaUU MOYEYHON HEeIO0CTa-
TOYHOCTH W TpaHCIUIaHTallMu Touyku). MHOTIa
MOTYT HaOJIIOaThCsl COMYTCTBYIOMIAs MIOJLIE-
poOBa aruia3us ¥ TUIIOIUIA3Us IMOYEK C KUCTAMH.
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Tunuynable MpU3HAaKK qradeTHYeckor Hedpo-
NaTHH HE BBUIBIIIOTCS TPHU SJICKTPOHHOW H
CBETOBOW MHKpPOCKONUU. CTAaHOBUTCSI OYEBHUI-
HBIM, HACKOJIbKO TIIATEIEHO HEOOXO0IMMO TIPO-
BOAWUTH ()EHOTUNTUPOBAHUE s A depeHna-
UA JAA0ETUYECKOM W HeanabeTHYecKou
HedponaTuu.

I1OJTMTEHHBIH IMABET C JHABETHYE-
CKOH HE®POIIATHEH
Krnaccuueckuii quaber 2 Tuna — MOJIUTEHHOE
3abosneBanue. BecbmMa BepOSITHO, YTO B3aUMO-
neiicTBue creuu(UuYecKux amielabHbIX KOH-
CTEIUIALMHI Pa3IMUHBIX «IHA0CTOTeHHBIX)» T0-
TUMOp(U3MOB B pa3HbIX FeHaX WK PErysITop-
HBIX 3JIEMEHTaX [E€JaeT CUCTEMY pEryJsiuu
YpOBHS TJIIOKO3bI B KPOBHM 0OoJiee WM MEHee
YCTOHYHMBOM K (haKTOpaM OKpY:KaroIIen Cpebl,
TaKUM KaK U30BITOYHBIN BEC U CTpecc. ITH Mo-
TUMOp(GU3MBI MOTYT BCTPEYATHCS C JOBOJIBHO
BBICOKOM 4aCTOTOM B HOPMAaJIbHOM IOITYJISALIUN.
[Ipu paccMOTpeHNN KaKI0TO U3 HUX OTAEIBHO
4acTOTHI ajjiesied He 0053aTeIbHO JOJIKHBI CY-
LIECTBEHHO Pa3INyaThCs MEXKy MALIUEHTAMU U
KOHTPOJIbHOW Trpynmnoi. OIMH-eIUHCTBEHHBIN
NOJTUMOP(U3M BpsSA JH MOXKET OBITh OTBET-
CTBEHEH 3a pa3BuTHe nuabeTa 2 TUMA.

s knaccudeckoro caxapHoro auabera 2
TUMma, ¢ auabernyeckor Hedpomatueil u 06e3
Hee, IPUILIOCh pa3paboTaTh HOBbIE T'€HETHYE-
CKHE METO/IbI N3-3a OTCYTCTBUS YETKOW MOJIEIN
HacnenoBaHus. CeroaHs NpeaAnoYTUTENbHBI Ie-
HETUYECKHE TOJXO0Jbl, TAKUE KaK BBISBICHUE
MOpa)KEHHBIX Map CUOCOB M TeHETHUECKUI aHa-
73, OCHOBAHHBIM Ha OoJjiee KOPOTKHX (ABYX
WIA J1aXXe OJHOIIOKOJICHHBIX) POIOCIOBHBIX.
VY3KUM MECTOM SABIISIETCSI MIOUCK KOHKOPJIAHT-
HBIX ITap CUOCOB C TMa0eTOM M THa0eTHUYECKON
He(ponaTue u3-3a 0OYEHb BBICOKON CMEPTHO-
CTH 3TOW KOHKPETHOM I'pynIibl manueHToB. [1o-
3TOMY MHOTHE TPYNIbl HCHOJB3YHOT Ipyrue
JU3aiiHbl, TaKUE€ KaK JUCKOpPAAHTHBIE Mapbl

' e-mail: cajis@afu.uz

cuOCOB. DTOT MOJAXO]I OMACeH, MOCKOIbKY HHU-
KTO HE MOKET 0€30I1aCHO MOBBICUTH CTaTyC MO-
paxenus. KTo MoxeTr 3HaTh, pa3oBbETCS JIH
nuabeT 2 TUMa y 4enoBeKa, KOTOPBIA B HACTOS-
iee BpeMs 3/10pOB, U €CIIU Ja, TO pa30BbETCS
JIM y 3TOTO YelloBeKa auadeTndeckast Hedpora-
THsS?

Jns ananuza auabeTHyeckod HepponaThu
CYILIECTBYET JIMIIb HECKOJBKO HCCIEIOBAHUI
reHetTudeckoro cuerieHus. KomnuectBo ciy-
4yaeB Bceraa ObLJIO CIUIIKOM MallbiM, TIOSTOMY
pa3Mep BbIOOPKU HE MOT' CUUTAThCS PEIpE3eH-
taTUBHBIM. CKaHMpOBaHHE T€HOMA y map cuO-
COB, CTPAJAIOIINUX JUA0ETOM 2 TUIIA, Y UHACH-
1IEB MJIEMEHH ITUMa ¢ Tna0eTHYeCcKor Hedpora-
THUEW BBISIBUJIIO YETHIPE CLEIUIEHHBIX PErHOHa:
peruoHsl Ha XpoMocoMax 7 u 20 ObLIH CBA3AHBI
TOJIbKO ¢ HedpomaTHeil, a Ha XpoMocoMax 3 u
9 — ¢ Heponarueit u pernHonarueid. Pazmep
BBIOOpKH B 98 map cubcos, crpagatonux CJI 2,
B JIAHHOM HCCJIEZIOBAaHUU TaKXe OblJ1 OUEHb HE-
oompmuM [ 15].

B nocnennee BpeMs B nuTepaType Bcé
0oJbIlIEe PAaCIPOCTPAHEHUE TOMYUYUIM UCCIIe-
JIOBaHUs CLIETVICHUs] B KOHKOPJIAHTHBIX Mapax
cuOCOB, B paMKax KOTOPBIX TECTHPYIOTCS
TOJIKO TEHBI-KaHAWJaThl/PETUOHBI, a HE TMPO-
BOJUTCS CKaHMPOBAaHUE BCEr0 I'eHOMa. ITO
eni€ OJMH Crocod MPOBEPKH T€HOB-KAH/IM]IA-
TOB C MOMOIIBI0 METOJa HaJEKHOIO CLEIlIe-
HUS$, 32 KOTOPBIM CJIEIYIOT aCCOL[MaTUBHbBIE 1U-
3aiHbI. DTOT MOJXO/I TOKA HE YBEHYAJICA yCIIe-
xoM. CrieryeT yuuThIBaTh, 4YTO 3TOT MOJIXO/] TE-
CTUPYET JIUIIb HE3HAYUTENbHYIO YAaCTh T€HOMA,
WCIIONb3Ysl UCKIIOYUTENBHO T'€HbI-KaHIUAThI.
bonpmias yactb reHomMa OCTa€Tcs MOTHOCTHIO
Hepacno3HaHHOH. DEHOTUITNYECKHE BapHualuu
CJIOKHOTO 3a00JIeBaHUSI MOTYT OBITh BBI3BAHBI
3HAYUTEIIbHBIMU BapUalUSIMH PETYJISIHN Te-
HOB. OTH PEryJIATOPHbIE MOCIIEI0BATEILHOCTH
MOTYT pacroiaratbcsi JaleKko OT peryjaupye-
MbIX reHOB. [1o/1x0/1 ¢ UICONIb30BaHUEM T'€HOB-
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KaHJMJIaTOB HE TO3BOJISIET OOHAPYXUTh TPO-
OJIeMy HHM IO CUETUICHHIO, HU 110 aCCOIIMAITIH.
3AKJIFOYEHME. Jlnabernueckas Hedpo-
naTHs. — 3TO JOJTOCPOYHOE OCIIOKHEHHE JTha-
0eTa, IPUBOIAIIIEE K MOBBIIICHUIO CMEPTHOCTH
y MalueHToB ¢ nuabetoM. Mbl 0CO3HAEM BakK-
HYIO POJIb T€HETHYECKON MPeapacioI0kKeHHO-
cTH K Hedporatuu u nuadety. BeisBienue na-
ToreHeza HedponaTtuu ¢ (HEHOTUITHYECKOU
ATHHYECKOMY COCTaBY), HETOUHBIM (DEHOTHUIIH-
POBaHUEM M OTCYTCTBHEM (YHKIIMOHAIBHBIX
JaHHBIX TI0 AaCCOIMUPOBAHHBIM BapHAHTAM.
3HAYMMOCTP UCCIICIOBAHMM acconuanuii Oyaer
BO3pacTaTh C Pa3BUTUEM TEXHOJIOTHI, KOTOPHIE
MTO3BOJISIT TIPOBOANTH CKPUHUHT THICSY MapKe-
POB IO JIOCTYITHBIM IICHaM H B C)KAaThIC CPOKH.

TOYKH 3pEHHUs HE yBEeHUAIOCh ycrexoM. Cylie-
CTBYET PsiJl MCCIIEIOBAaHUN T'€HETUYECKHUX acCo-
LUalui, pe3ysbTaThl KOTOPBIX, B OCHOBHOM,
MPOTHBOPEYUBBI, YTO OOYCIIOBIEHO MaJlbIM
YHCJIOM CIIy4aeB, IUIOXOH MM OTCYTCTBYIOILEH
crpaTudukanyeii BHIOOPKM U KOHTPOJIBHOU
rpynnsl (B 4aCTHOCTH, 110

PacinppoBka matorenesa  auaGeTHuecKoM
He(poraTuu KpaiiHe BaxHa 1715 3G (HEKTUBHON
NEePBUYHON M BTOPUYHON NMPO(UIAKTUKH, I1O-
CKOJIbKY B TedeHue cienyroumx 10 ger MoxxHO
OKU/IaTh JIBYKPAaTHOTO YBEJIMYEHUS paclpo-
CTpaHEHHOCTH AMA0ETUYECKON HedpomaTHH.
OT0 OYyIeT CBA3aHO C PE3KUM pOCTOM 3aboJe-
Ba€MOCTH JuabeToM 2 TUIAa U YBEIMYEHUEM
HPOAOIKUTENLHOCTH KU3HHU.
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