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AHHOTALNUA

B nanHO# cTathbe aBTOPOM BBINOJIHEH aHAIW3 COBPEMEHHOW JINTEPATYPhI MO IT€HETHYECKON
MPEPACIOIOKEHHOCTH K AuadeTndeckoi HedponaThuu. 3HAYMMOCTD MCCIICAOBAHUMA aCCOIUAINN
OyZeT Bo3pacTarh C Pa3BUTUEM TEXHOJIOTHH, KOTOPhIE MO3BOJIAT MPOBOAUTH CKPUHHUHT THICSY Map-
KEPOB MO JOCTYIHBIM LIEHAM U B CKaTble CPOKHU. [ eHeTHuecKas Teopus MPEaIonaraeT, 4To y J0JIeH,
CTpaJaromux auadbeTndeckoil HeQpomaTHeid, CylecTBYIOT BPOXKICHHBIE TeHETUYECKUE OCOOCHHO-
CTH, KOTOpBIE JIETAI0T UX 00JIee BOCIPUUMYUBBIMY K PAa3BUTHIO 3200JICBAHHS.

KuioueBble cjioBa: caxapHbiil 1uadet 2 Tuna, HedponaTus, TeHeTHYECKHE aCIIEKThI

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 qandli 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.

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

BBE/JIEHUME. Ananu3 accoumanuy B paMmKax I'enernueckas Bapuarus B jokyce AIID, Takas
pPa3IMYHBIX TEHETHMUECKUX MOJeNiel MoKazall, kak BapuanT D/D B unTpoHe 16, cmocoO6cTByeT
yT0 nosmmopdubIi BapuanT AIID I/D croco0- TOBBIIIICHHOMY PHUCKY HepOIaThH y TaIieH-
CTBYET BOCIPUUMYHBOCTH K JUAOCTHUECKOMN ToB ¢ CJI2, HO HE CTENEHH THKECTH TUaAOeTH-
He(ponaTUu TOJBKO O PEIIECCUBHOMY THITY. 4yeckod HedpomaTuu, U, TAaKUM 00pa3oM, 3TOT
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OJIMMOP(PHU3M MOXKHO paccMaTpUBaTh Kak Ie-
HETHYECKUI (aKTOp puCKa IHaOeTHYECKON
Heponatuu cpenu manueHToB ¢ CJI 2 tuma. [
1].

[Tpumepno y 30% nrozneit ¢ caxapHbeIM Aua-
6erom | u 2 Tuna pa3BuBaeTCs CTOHKas alb0y-
MUHYpUS, TepseTcss (YHKIHUS MOYEK U IMOBBI-
IIAETCSl PUCK CEPACUYHO-COCYIUCTHIX U IPYTUX
MHUKpOcoCynucThiX ociioxkHeHui. CJI 2 u 3a60-
JICBAHUSI TIOYEK BXOMSAT B JIECATKY OCHOBHBIX
MIPUYMH CMEPTH B 3alaJHBIX CTPAHAX U BBI3bI-
BAaIOT 3HAYMTEILHYIO 3200J1€Ba€MOCTh. Y YHUTHI-
Basg 3TU HaOIIOACHMs, ObLTH MHHUIIMUPOBAHBI
TCHETUYECKUE, TEHOMHBIC U TPOTCOMHBIC HC-
CJIETOBAHMSI, YTOOBI JTyUIIIe ONPEACTUTH OCHOB-
HbIC MEXaHU3Mbl BOSHUKHOBECHHSI U IPOTPECCHU-
poBaHust 3a00JI€BaHMs, BBISIBUTD JIUI] C PUCKOM
ocnoxxnenuit CJI 2 tuma u pa3paborats Oosee
s pexTUBHBIC METOIBI JICUeHHUS [2].

['enernueckas Teopus MpeANONaraeT, 4To y
Tmoael, crpanaromux auabernyeckoi Hedpo-
MaTUEH, CYIIECTBYIOT BPOXKICHHBIC T€HETHYC-
CKHE€ 0COOCHHOCTH, KOTOPBIE JIeTat0T uX Oolee
BOCIIPUMMYHUBBIMA K PAa3BUTHIO 3a00JICBaHUS.
Oty mpenpacmnonararonme (HakTopsl MpPOsB-
JSI0T ce0s1, KOT1a BOZHUKAIOT HApYyILIEHUS B Me-
Tabonu3Me u KpoBooOparnienuu. Bee Tpu Mexa-
HU3Ma, YYaCTBYIOIIUE B Pa3BUTUHU JAuabeTHue-
CKO#l Hedpomatuu, HE ACHCTBYIOT H30JIHPO-
BaHHO, @ TECHO B3aUMOJIEUCTBYIOT JAPYT C JIpy-
roM. K ocHoBHbIM (akTopam, yBEIUYUBAIO-
IIIUM BEPOSTHOCTH PAa3BUTHS JTHAOCTHICCKON
He(dpomaTuu, OTHOCATCS: TOBBIINICHHOE apTe-
pUaIbHOE JaBJIEHUE, JJIUTEIbHOE OTCYTCTBHE
KOHTpOJISI HaJl YPOBHEM caxapa B KpOBH, WH-
(deKIMA MOYEBBIBOJSINIUX ITyTCH, HAPYIICHUS
JUTHIHOTO OOMeHa, M30BITOYHAs Macca Tena,
MIPUHAICKHOCTh K MY>KCKOMY TIOJTy, KypeHue
U UCIOIB30BaHUE JIEKAPCTB, OKA3bIBAIOIIMX
HETraTHBHOE BO3JICHCTBHE Ha TIOYKH [3].

lenernueckass auarHoctuka auaberude-
ckort Hedpomaruu ([H) mccmemyer nacmen-
CTBEHHBIC JIETEPMUHAHTHI, CIIOCOOCTBYIOIINE
Pa3BUTHIO JAHHOTO OCJIO)KHEHUS CaXxapHOIo
nuabera. B 4yacTHOCTH, U3Yy4arOTCS MTOJIMMOP-
(U3MBI TEHOB, BOBJICYCHHBIX B HMMYHHBIH OT-
BET, apTePUAIBHYIO THIEPTEH3UIO M TIIOKO3-

HBIA Meradoym3M. Takoil IoaXxox HaerT BO3-
MOKHOCTh HJCHTH(PHUIMPOBATH MAIUEHTOB C
MOBBILIEHHBIM PUCKOM M (POPMHUPOBATH UHIU-
BHUIyalIbHBIC CTPATETUN MPOQPHUIAKTUKH U TEPA-
007078

METOJIbI: namu ObuT BHITIOJIHEH aHa-
13 JuTepaTtypel uepe3 caiTel Pubmed, Else-
vier, u ap. 3a nocneanue 30 et .

PE3YJIBTATBI. I'eneru4eckue u He-
renerudyeckne (axkropsnl. [larorenes caxap-
HOTO Mrabera 2 TUTA ¥ THa0eTHIECKON Hepo-
naTuyd OOYCJIOBJIEH WHIMBHAYaJIbHOW T€HETH-
YEeCKOM MPEeAPacoI0KEHHOCThIO (MOHO- U TIO-
JUT€HHBIMM  (pakTOpaMu), (PEHOTHUIHUECKOE
IpOsIBIICHUE KOTOpOM ormpenaensercs (akto-
pamu OKpy»karwolel cpenpl (pusnueckas ak-
TUBHOCTb, TUTaHKE, U30BITOUHBII BEC, KIUMAT,
METa0OJIMYECKU KOHTPOJb). Yke okojo 10
JeT Takue 3a00JeBaHUs, KaK caxapHbli quader
WM MIIeMUYecKas 00JIe3Hb cep/lia, pa3BUBalO-
mMecs Mo 3TOM CXeMe, Ha3bIBalOT KOMILIEKC-
HBIMHU.

[Touemy CJI 2 u nquaGetndeckyro Hedpo-
natuio (JIH) MOXHO OTHECTH K HAceICTBEH-
HeIM 3a0oneBanusM? [lunkyc u Yaiir B 1933
roJly mucaiu, uto auaderom ctpanatoT ot 10%
10 30% OnmKkalmuX poJICTBEHHUKOB TaIlMEH-
TOB ¢ AMa0ETOM, TOT1a KaK AruadeT BcTpeyaeTcst
auib y 1%—-6% Ommkalimmux poJICTBEHHUKOB
monent 6e3 CJI 2 [4]. [TocnenoBanu aHamorwd-
HbI€ HCCIEAOBAaHUSA, KOTOpPbIE YOEIUTEIbHO
MOATBEPAWIIN TE3UC O TEHETHUECKOM Tpeapac-
MOJIO’KEHHOCTH K uabery 2 THma.

Jns JIH Obuio mokaszaHo, 4TO METa00JIH-
YeCKUI KOHTPOJIb HE pa3Iuyascs y MalueHTOB
¢ CJlI 2, xak ¢ Hedpomnaruei, Tak u 6e3 Hee. Y
3HAYUTEIBHOTO KOJUYECTBA MAIIMEHTOB C JHa-
o6etom He paszBwiack JH, HecmoTps Ha mym-
TENBHYIO TSHKEIYI0 XPOHUYECKYIO THIIEPTIIUKe-
muro[S].I'eneTnueckas mpeapacnoOKEHHOCTh
y narenToB ¢ CJI 1 u 2 tuna ¢ Hedpomnarueit
MOXET OBITh JOKa3aHa MHOTUMH HCCJICIOBAHN-
SIMHM B Pa3JIM4HbIX nonyssauusx [6]. B Hekoro-
PBIX CEMBSIX C HECKOJBbKHMHU TMalMeHTaMu C
nabeToM MPaKTUIECKH He ObLTO KITHHUYECKHIX
npuszHakoB JIH, Toraa xak y 80% manueHToB ¢
CJ 2 u3 npyrux cemeii passwiack /H. Brico-
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Kasi ’THUYECKasl JUCIIePCUsl YKa3bIBaeT Ha Ieo-
rpaduyeckue U queTHIecKkue GakTopsr; ¢ Apy-
roil CTOPOHBI, OHa OTPaKaeT FTeHETHUECKYIO T'e-
TEPOreHHOCTh. bpaThsi ¥ cecTphl MAIUECHTOB C
nuaberoM 1 tuna ¢ JIH umeror Goiiee BeICOKHUIA
pUCK pa3BUTHS AuabeTndeckoi Hedpoma-
tau [7]. Yacrora pa3BUTHS TEPMHUHAIBHOU
CTaJIuM TIOYEYHOH HEIOCTATOYHOCTH Y POJ-
cTBeHHHUKOB manueHToB ¢ CJI 2 tuma, Haxomds-
IIUXCsl HAa Auanuie, B MATh pa3 Beie (37%),
4YeM y poJICTBEHHUKOB marueHToB ¢ CJ1 2 tuna
6e3 Hedpomaruu (7%; adppoamepukaniibl) [8].
Ecmm y o6oux poauteneii 6p1a JIH, 3a0601eBa-
Hue Halmoganock y 46% moromcta. Hampo-
THUB, TOJBKO y 23% MNOTOMCTBA, €CIU NPOTEU-
Hypus ObUTa TOJBKO Y OAHOTO POAMTENIS, IIPO-
rpeccupoBaio 10 auadeThdeckoi Hedporma-
i, u'y 14% — ecnu y 06oux poaureneit mpo-
TEUHYPHUH He ObLIO (MHIACHIBI TMa).

OFBIHE ITPOBJIEMbI TEHETHYECKOI O
AHAJTH3A  C/IOJKHBIX 3AFOJIEBAHHH.
DYVHIJAMEHTAJIbHBIE HCCJIIEJOBAHUA,
OPUEHTUPOBAHHBIE HA ®FEHOTHIINYE-
CKOE U3YYEHUE, HE [IPUBEJIU K IIPOPBIBY
B PACKPAHITHU [IATOI'EHE3A JIUABETHYE-
CKOH HE®POITATHUHU. HE BBRISIBJIEHO MYTA-
IJUH TEHOB, CTIOCOBHBIX BbI3BATH JJUABE-
THYECKYIO HEDQPOIIATHUIO.

Pa3pabotka B Hayane 1990-x rooB KapTel
MHUKPOCATEJUIUTHBIX MAapKEPOB BBICOKOIO pa3-
pelIeHns, coaepkKalleil COTHU MapKepoB, M03-
BOJIMJIA IPOBOAUTH OoJiee MacIITaOHbIE UCCIIe-
JIOBaHUS T€HETUYECKUX aCCOLMAINI U CIIeTiIe-
Hus. Jlo 3TOro BpeMeHu STH HCCIIeTOBaHUS
MPOBOJIMIIUCH C HCHOJB30BAHHWEM JIUIIb He-
CKOJIBKUX TIOJTMMOP(HU3MOB PECTPUKIIMOHHBIX
¢parmento (ITAP®D). Ilenpto reHernyeckux
MCCIIETOBaHUM ObLIIO M OCTa€TCs reHETUUECKOe
OOBSICHEHHE W KJIACCHU(PHUKAIMA MHOXECTBa
Pa3IMYHBIX KITMHHYECKUX (PEHOTHUIIOB.

[Ipu reHeTHYECKOM HM3yYEHHMH MaTOTeHe3a
CJ 2 u nedpomnatuu cpasy k€ BO3SHUKIO MHO-
KECTBO, Ka3aloch Obl, HEpa3peluMbIX Mpo-
osem. M3-3a MHOTO(AKTOPHOTO MaToreHe3a He
YAAJIO0Ch NMPUMEHUTH IPOCTYI0O MEHJIEIEBCKYIO

MOJIeTIb HACJIeIOBaHMs, a W3-3a HU3KOU Ipo-
JOJDKUTEIIBHOCTHU JKU3HU U TIO3/IHETO BO3pacTa
MMOCTAHOBKH JHarHo3a poOIUTENN 3a00JEBIIMX
B OOJIBIIIMHCTBE CiIy4aeB yxe ymepiu. [ erepo-
reHHasl KIIMHUYecKasi KapTuHa quadera He Ipu-
BeJa K MOCTaHOBKE TOYHOTO Anaruo3a. Hu 6uo-
XUMHYECKH, HU TeHETUYECKU HEBO3MOKHO BBI-
SBUTH JIMI, HAXOJALIMXCS B TPYIIE PHUCKa,
cpenu motoMmcTBa. JleTw He MOTYT mpejocTa-
BUTh HUKAKOW MH(OPMAILIUU O CTaTyCce pPHCKAa.
[ToaToMy He ynaiaoch MPOBECTU TPATUIUOH-
HBI POJOCJIOBHBIM aHAJIW3, OCHOBAaHHBIM Ha
morapu(MUUECKOM  TOKa3aTele  [IaHCOB
(JIO). Bonee Toro, cymiecTBoBajga BBICOKAs
BEpOATHOCTH Toro, uTo CJI 2 BCcTpeuaetcs B ce-
MBSIX, HE 00s3aTeIIbHO CTPAJAOIINX Hedpora-
tuei. M3-3a oTCyTCTBUS pacHIMPEHHBIX POIO-
CIIOBHBIX C YETKHUM THIIOM HACJIEJJOBAHUS, yUe-
HbIE COCPEIOTOYMINCH Ha aCCOIMATUBHBIX HC-
CIIEOBAaHMSIX U CIIELMAIBHBIX MOJXO0/AaX aHa-
JU3a CUETUICHUS.

ACCOIIHATHBHBIE HCCIE/]OBAHHUA

(HCCIIE[JOBAHHA CAYYAH-KOHTPOJIb)

Jlonroe BpeMst Mcciaea0BaTen KOHIIEHTPH-
POBAJIMCH Ha ACCOIIMATUBHBIX UCCIIEOBAHUSX C
MOJUMOP(QHBIMH ~ MapKepaMH, pPaCHOJIOKEH-
HBIMH HETIOCPECTBEHHO PSAJAOM C TeHaMU-KaH-
JUIaTaMu WM BapUaHTaMU B KOJUPYIOLIEH To-
cleoBaTeIbHOCTH TreHoB. [IpocTtoTa Takoro
HCCIIEIOBAHMS C Y4aCTHEM OTIEIbHBIX JIIOJEH
06e3 HeoOXoaMMOCTH cOOpa OOIIMPHBIX POIO-
CIIOBHBIX ObUTa HMHTpHrymomei. Pacnpocrtpa-
HEHHOCTb BapHaHTa MOCJIe10BaTEIbHOCTH IIPO-
CTO CPaBHMBAETCS MEXIY IpyHIoi Habroze-
HUS W KOHTPOJBHOW Tpymmoi. TpeOyercs
TOJIBKO OJIMH 4eJOoBeK. B mpuHummne, cpaBHe-
Hue OyAeT HMPOBOAMTHCA MO OMNPEAeIEHHOMY
MIPU3HAKY MEXKIY CEMBSIMHU.

HccnenoBanust reHOB-KaHIUAATOB, OCHO-
BaHHBIE HA ACCOIMAIIMU, PEIKO ObUIM yCIeml-
HbIMH. Bes nureparypa colepKUT O4eHb Mpo-
TUBOpeunBble HaOMroaeHus. Haubonee u3Bect-
HBIMH MTOJIUMOp(U3MaMU SBIISIOTCS MTOJIUMOP-
¢usm unceptuu (I)/nenennu (D) anrnoTeH3uH-
kouBepTasel (DCP1) u monumopdusm anrumo-
teH3uHorena M235T [9-12]. [lepBoHavasibHbIE
MCCIIETOBaHMs TOKA3aJIi acCoLMalnIo ¢ quabe-
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THYeCKOW HedpomaTuei, HO JAJIbHEHUIIINE HC-
CJICZIOBAHMSI HE CMOTJIA BOCIIPOU3BECTH ITH Pe-
3yJAbTaThl. PacXxox1eHusI MOKHO OOBSICHUTH T'e-
HETHYECKOW TeTePOTreHHOCTHbIO OTHOCUTEIILHO
HeOobmuMu 3 PexTamMu TeHOB B cTpaTU(DU-
[IUPOBAHHBIX MOMYJISIHIX C OTHOCUTEILHO HE-
OomnpiuM ynciaom cirydaes (ot 100 1o 200). B
OOJIBIIMHCTBE HWCCIICIOBAaHUI HE TECTUPOBa-
Juch PyHKIMOHAIBHBIC () (PEKTHI UX aCCOIUHU-
pPOBaHHOTO BapuaHTa. boiee Toro, B OCHOBHOM
UCIOJIb30BAJNCH TOJBKO YPOBHU 3HAYMMO-
ctu P < 0,05, mporecTupoBaHHBIE C OHON CTO-
POHBL.

HCCIENOBAHHA CHEIUIEHUA, CKA-
HUPOBAHHE '’EHOMA

HccnenoBanus CIEMIEHUS MPOBOISATCS B
IBYX BapuaHTax: (1) HOJHOr€HOMHOE CKaHUPO-
BaHHE MapKepoB 0€3 TUIoTe3bl O TeHe-KaHIH-
nate (MO3UIIMOHHOE KIIOHUPOBaHUE); u (2) Te-
CTHPOBAaHUE MapKEepOB HA HAIMYUE T€HOB-KaH-
munaToB. Jlis  MIeanbHOTO  MCCIeNOBAaHUS
CIeTUIeHUsI TpeOyrOTCs paclIMpeHHbIE POIO-
cioBHble. Bpum pa3paboTaHbl crieruaibHbIC
CXEMBbI, TaKHe KaK MOJAXO] C MUCIOIb30BaHUEM
napbl TOPaKEHHBIX CHOCOB, TOCKOJBKY ISt
OOJIBIIIMHCTBA «CIOXKHBIX» 3a00JeBaHUI pac-
IIUPEHHBIE POJIOCIOBHBIE HEIOCTYNHBL. B
MPUHIIMIIE, OCHOBHOE BHHMMAaHHUE YIENseTCs
HaCJIIOBAaHUIO KOHKPETHOTO MTPU3HAKA BHYTPH
CEMBbH.

B cBsi31 ¢ MO37HUM BO3pAaCTOM ITOCTaHOBKH
JIMarHo3a, 3HAYUTEIbHO TMOBBIIIEHHOW CMEpPT-
HOCTBIO TIAIIMEHTOB C JTMa0eTUYeCKON Hepo-
MaTUeil 1 OTCYTCTBUEM MOJENU HacleAOBaHuUs,
coOpaTte Ooyiee OOITUPHBIC POJOCIOBHBIE HE
mpecTaBisieTcss BO3MOXHBIM. C Ipyroi cTo-

POHBI, KaK U NP OOJIBIIMHCTBE CI0XKHBIX 3a00-
JIEBAaHUH, CYIIECTBYIOT MOHOIE€HHBIE TIOJ-
dbopmel quabera 2-ro Tuna, Ho He 1-ro. [1anu-
€HTBI U3 TPYNIbl PUCKA [IONA/1al0T B 10JIE 3pe-
HUS KIMHULUCTOB OTHOCUTENBHO DPAHO, Kak,
HampumMmep, Npu auabere 3pesoro Bo3pacra y
Mononeix (MODY). Hamuume HECKOIbKHX
OOJIbHBIX B KQXKJIOM MTOKOJICHUH TO3BOJISIET T1O-
Jy4yuTh Oojiee OOLIMPHBIE POAOCIOBHBIE, UTO
o0JIeryaeT MpoBEJCHUE T'€HETUYECKUX HCCIIe-
noBaHui. Mnes BBIABIEHUS T'€HETUKH MOHO-
TeHHBIX ()OPM 3aKITI0YAETCs B IPOCTOM UICHTH-
(¢uKay reHoB, KOTOPblE TaKXKE MOIJIM Obl
OOBSICHUTH OoJiee pacIpOCTpaHEHHBIC CIIOXK-
Hble (hopMBl. DTa Ha/eXk/a MOoKa HE ONpaBiaa-
Jack B OTHOIICHUH nuabera 2-ro tuma. Tem He
MeEHeE, BO3MOXHO, CTOUT ONMCATH OJIHY U3 MO-
HOTEHHBIX (OpM, HYTOOBI MPOSCHHUTH, YTO
Hedponatus y MAlMEHTOB C AMa0ETOM MOXKET
MpOTEeKaTh KaK HeaunadeTnueckas HedponaTus,
YTO UMEET BaXKHOE 3HaUYeHue 1J1s (peHOTUnupo-
BaHUA B CEPbE3HBIX T'€HETUYECKUX HCCIIEA0BaA-
HUSX.

MOHOTEHHBIH FOBEHHJIbHBIH JIHA-

BET 2 TuriAa C HEJHABETHYECKOH I10-
YEYHOH HE/JOCTATOYHOCTBIO
(MobY5)
MODY — tunuunas ¢opma nuabeta 2 Tumna ¢
Ne0I0TOM B Bo3pacTe J10 25 JIeT U YETKUM ayTo-
COMHO-JIOMUHAHTHBIM THUIIOM HAaCJEI0BaHUS C
noutu 100% nenerpanTHOCTHIO. [IATH M3 1MIE-
CTH TE€HOB, OTBETCTBEHHBIX 3a pa3IUYHbIC
¢dopmbel MODY, BX0AAT B ceTh (PaKTOPOB TpaH-
ckpunuuu (puc. 1) . MODYS5 (rem HNF-1pB)
BBI3bIBAaET 1MabeT 2 TUMA B COYETAHUHU C XPO-
HAYECKOW MOYEYHON HENOCTATOYHOCTHIO U
MIPUBOJUT K AUATU3Y.
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Jlo cux mop M3BECTHO TOJBKO IIECTh CEMEHN
MODYS5. VY ucxoanoit cembu MODY'5 u3 Smno-
HUM HaOMIOJaNUCh OUa0eT U OTHOCUTEIBHO
paHO BO3HUKILIAS MOYEYHAsi HEJOCTaTOUHOCTb.
O0a mpu3Haka nepefaInch BMeCTe C MyTa-
nueinl9 Y npyroit cempu wu3 Hopseruu
Habmroanuch nuader 2 Tuma, noyeyHast HeJlo-
CTaTOYHOCTh U MIOJUIEPOBa aruia3us (3a1epxka
pa3BuTHsg MaTku W Biaranuma; Rdell37-
161) [13] . B 2001 rony XsTrepcnu u coas-
mopbl BBIABUIN ABe pyrue cemb HNF-103. ¥V
TUX CeMel TIJIOMEepYJIOKHCTO3HOe 3aloiieBa-
HUE MOYeK OBIJIO TMAarHOCTUPOBAHO J10 OOHApy-
KEHHUs] MyTaluil. AyTOCOMHO-AOMHUHAHTHBIN
nonukucto3 noyek (AIIIKIT) Obut1 HCKIIOYEH.
Kucroznblie nouku ObUTH THIOMIACTHYECKUMHU.
Ilocne yCMIIEHHOTO JMAarHOCTHYECKOIO CKpPH-
HUHTa OblT OOHApYKEH JIETKUI ayTOCOMHO-/10-
MUHAHTHBIN AUa0eT 2 THIa, KOTOPBIA paHee He
HaOmoancs [ 14]

CaxapHhblif quadeT 2 ThIa v moYeuHas HeJjocTa-
TOYHOCTb MOTYT HPOSBIATHCS HACTOIBKO BapH-
a0enbHO, YTO BO3HHMKAIOT IPYTHE€ JAUArHO3bl,

TaKHe KaK caxapHbIiil quaber 1 Tuna u nuabetu-
yeckass Hegpomnartus. [loueunas HemocraTou-
HOCTb MOJKET OBITh BBISBJICHA OTHOCHUTEIHHO
PaHO U Ha pa3HbIX CTAAMIX IPOrPECCUPOBAHUS
(OT AUTENHHON IPOTEUHYPUH O€3 TUIIEPTOHUN
JI0 TEPMUHAJIBHOW CTaUU MOYEYHON HEI0CTa-
TOYHOCTH W TPaHCIUIaHTallMW Touku). MHOTIa
MOTYT HaOJII0JaThCsl COMYTCTBYIOLIAsT MIOJLIE-
pOBa aria3usi ¥ TUIOIIA3Hsl TIOYEK C KUCTAMH.
TunuyHble NpU3HAKK AUAOETHUYECKON HEPPOo-
MaTUU HE BBIBIAIOTCS TMPU DIEKTPOHHOU U
CBETOBOM MHUKpOCKONUU. CTaHOBUTCS OUYEBHI-
HBIM, HACKOJIBKO TIIATEIbHO HE0OX0AUMO IPO-
BOAUTH (peHOTUIIUpPOBaHUE A U depeHnna-
UM IUa0eTUYecKod W HeauadeTHyecKon
HedporaTuu.

I10JTHTEHHBIH IHABET C JTHABETHYE-
CKOH HE®POITATHEH

Knaccnyecknii nuaber 2 THIa — MOJUTEHHOE
3a0oneBanre. BecbMa BeposITHO, YTO B3aMMO-
JecTBUE CIEU(PUUECKUX aJUIeTbHBIX KOH-
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CTEIUISIUI Pa3InYHbIX «IUa0ETOTeHHBIX)» T0-
TUMOP(HU3MOB B pa3HBIX I'€HAX WU PETYIIATOP-
HBIX 3JIEMEHTaX [EJaeT CUCTEMY PEryJsuu
YPOBHSI TJIOKO3BI B KpOBH OoJliee WM MEHEe
YCTOMYMBOM K (paKTOpaM OKPYIKAIOIICH Cpebl,
TaKUM KaK U30BITOYHBIN BEC U CTpecc. ITH TO-
TUMOP(GU3MBI MOTYT BCTPEYATHCA C JOBOJIBHO
BBICOKOHM 4aCTOTOM B HOPMAaJIbHOM IOITYJISALUN.
[Ipu paccMOTpeHUN KaJI0T0 U3 HUX OT/AEIBHO
YacTOTHI ajiesiell He 0053aTeIbHO JTOJKHBI CY-
LIECTBEHHO Pa3IMnyaThCs MEXy MALlUEHTAMU U
KOHTPOJIbHOW rpymnmoi. OIuH-eTuHCTBEHHBIN
noMMop(u3M BpSIT U MOXKET OBITh OTBET-
CTBEHEH 3a pa3BUTHE quabera 2 Tuma.

Jlns ki1accu4eckoro caxapHoro auadera 2
THMa, ¢ auadeTudeckor Hedpomarmeidr u 0e3
Hee, MPUILIOCh pa3paboTaTh HOBBIE TeHETHYE-
CKH€ METO/IbI U3-32 OTCYTCTBUS YETKON MO/IETN
HacnenoBaHus. CeroaHs NpeaArnoYTUTENbHBI re-
HETHUYECKHE MOJXOMbl, TAKUE KaK BBISIBIICHUE
MOpaXCHHBIX Map CHOCOB M TeHETUYECKUH aHa-
JIM3, OCHOBAHHBIM Ha 0oJjiee KOPOTKHX (IBYX
WIN Jake OJHOMOKOJEHHBIX) POJOCIOBHBIX.
VY3KHUM MECTOM SIBJISIETCS] MOMCK KOHKOPAAHT-
HBIX TIap CHOCOB ¢ TMa0ETOM U AMa0ETHIECKON
He(ponaTue u3-3a OYEHb BBHICOKON CMEPTHO-
CTH 3TOW KOHKPETHOM IpymIibl ManueHTos. [1o-
TOMY MHOTHE TIpPYIIbl HCIONB3YIOT JApYyrue
JU3aiiHbl, TaKUE€ KakK JIUCKOpPAAHTHBIE Mapbl
cHOCOB. DTOT MOJXO]I ONACEH, MOCKOIbKY HHU-
KTO HE MOXXET 0€3011acHO MOBBICUTH CTaTYC I0-
paxenus. Kto moxeT 3HaTh, pa3oBbETCS JH
nuaber 2 Tuma y 4enoBeKa, KOTOPBINA B HACTOS-
1iee BpeMs 3/10pOB, M €CIIU J1a, TO Pa30BbETCS
JIM y 9TOTO yesioBeka quadeTrueckas Hegpona-
THs?

Jns ananu3a nauabeTHuecKkod HedpomaTuu
CYILIECTBYET JIMIIb HECKOJIBKO HCCIIETOBaHUI
reHeTUYeCKoro cuemieHus. KonnuectBo ciy-
YyaeB Bcerja ObLJIO CIMIIKOM MajbIM, TO3TOMY
pa3mep BBHIOOPKHM HE MOT' CUHTAThCSl perpe3eH-
TaTuBHBIM. CKaHHpOBaHUE F€HOMA Yy Hap CHO-
COB, CTPAJAIOIIUX 1UAa0eTOM 2 TUMa, Y UHJCH-

THUYECKOMY COCTaBY), HETOUHBIM (DEHOTHITU-
pPOBaHMEM M OTCYTCTBHEM (PYHKIIMOHAIbHBIX
JAaHHBIX IIO aCCOI_II/II/IpOBaHHBIM BapI/IaHTaM.
3HAYMMOCTh UCCIICAOBAHUH accoranuii Oy er

' e-mail: cajis@afu.uz

1IEB IJIEMEHH MMa ¢ 1nadeTn4eckoi Hedpora-
THUEU BBISIBUJIO YETHIPE CLEIUICHHBIX PErhoHa:
peruoHsl Ha XxpoMocomax 7 u 20 ObLIN CBS3aHBI
TOJILKO C HedpomaTuel, a Ha XpoMocomax 3 u
9 — ¢ Heponarueit u peruHomnarueid. Pazmep
BBIOOPKH B 98 map cubcos, ctpanatomux CJI 2,
B JJAHHOM HMCCJICZIOBAHUU TaKXke ObLT OYeHb He-
oonpmmm [ 15].

B nocnennee BpeMs B nuTeparype Bcé
Oosblllee PacIpOCTPAHEHUE TMOYUMIIA HCCIIe-
JIOBaHMSI CLICTJICHUS! B KOHKOPJAHTHBIX Mapax
cuOCOB, B paMKax KOTOPBIX TECTUPYIOTCS
TOJIbKO TEHBI-KaHAWUJaThl/PETUOHBI, a HE IMPO-
BOAMTCS CKAaHUPOBAHUE BCEro reHoMa. JTO
emé OAMH CIOCO0 MPOBEPKU T'€HOB-KaHIUAA-
TOB C IOMOILIBI0 METOJa HAJEXKHOIO CLEIlIe-
HUS, 32 KOTOPBIM CJIEIYIOT aCCOIIMaTUBHbBIC IU-
3aifHbI. DTOT MOJXO/ 10Ka HE YBEHYAJICA yCIIe-
xoM. CrestyeT yuYuThIBaTh, UTO ATOT MOAXO] Te-
CTUPYET JIMIIb HE3HAYUTENIbHYIO YaCTh FEHOMA,
WCIOJIb3Ysl UCKIIIOUUTENIBHO TeHbI-KaHNIaThI.
bonpmas 4acte reHoma OCTAa€TCs MOJTHOCTHIO
Hepacno3HaHHOW. DeHoTHNHYecKue Bapualuu
CJIOKHOT'O 3a00JIeBaHUSI MOTYT OBITh BBI3BAHBI
3HAQUUTENIbHBIMU BapUALMAMM PETYJIALHUHN Te-
HOB. OTH PETYJIATOPHBIE MOCIIEI0BATEILHOCTH
MOTYT pacroiaratbcsi JaleKko OT peryiaupye-
MbIX TeHOB. [loaxoa ¢ ucnonb30BaHNEM FE€HOB-
KaHJIMJATOB HE IMO3BOJISIET OOHAPYKUThH IPO-
0JieMy HHU IO CLEIIJIEHHUIO, HU MO aCCOLMAIINU.

3AK/IIOYEHHUE. [lnabetuueckas Hedpo-
MaTUsl — 3TO JOJITOCPOYHOE OCIOKHEHUE JHa-
0eTa, mMPUBOIAIIEE K MOBHIIICHUIO CMEPTHOCTH
y MalueHToB ¢ quadbetoM. Mbl 0CO3HaEM Bax-
HYIO pOJIb TEHETUYECKON MTPEIPacIONOKEHHO-
CTH K He(ponatuu u nquadery. BrisiBienue na-
TOreHe3a Hedppomatuu ¢ (GEHOTUIMHYECKON
TOUYKH 3pPEHHUS HE YBeHUYanoch ycrexoM. Cyiie-
CTBYET psJl UCCIIEIOBAHUN T€HETUYECKUX ACCO-
[UAIAHA, PE3yIbTaThl KOTOPHIX, B OCHOBHOM,
MPOTUBOPEUYUBBI, YTO OOYCIOBIEHO MAaJIbIM
YHCIIOM CJIy4aeB, JIOXOH WIIM OTCYTCTBYIOIIEH
cTpatuduKanueld BBIOOPKU ¥ KOHTPOJBHOM
rpynnsl (B 4aCTHOCTH, TIO
BO3pACTaTh C Pa3BUTHUEM TEXHOJIOTHH, KOTOPbIE
MO3BOJIAT MTPOBOJIUTH CKPUHUHT THICSY MapKe-
POB 1O JIOCTYTHBIM LIEHAM U B CXKaThI€ CPOKH.
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Pacmm¢ppoBka mnaTtorenesa auabeTHyecKon OKU/IaTh JIBYKPAaTHOTO YBEJIMYEHHs paclpo-
HedponaTuu KpaiiHe BakHa i 3 HEeKTUBHON CTpaHEHHOCTH AMA0ETUYECKOH HedpomaTHH.
NEpPBUYHON M BTOPUYHOW NMPO(UIAKTUKH, IO- OT10 OyIeT CBA3aHO C PE3KUM POCTOM 3aboiie-
CKOJIbKY B TeueHue cienyromux 10 aeT MoxHO BaeMOCTH AuabeToM 2 TUNa W YBEITUYCHUEM

IPpOAOJIKUTEIIBHOCTH KU3HU.
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