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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-015 PeuenTtop menatoHuHa 1B (MTNR1B). BeissneHne mytaumm C(g.37979623)T

MTNR1B

Melatonin receptor 1B C(g.37979623)T c/C Cc/T T/T
OMIM ID: 600804

ObBLWAA UHOPOPMALMNA OB UCCNEAOBAHUN

K caxapHomy pguabeTty npuBOAWUT coyeTaHWe HebnaronpuATHbIX NPUOBpPETEHHbIX (M3ObITOYHBIN Bec, HEMpaBW/IbHOE MUTAHWE,
CTpecchl, FOPMOHabHbIe HAaPYLLIEHWUA) U HAacneACTBEHHbIX GakTopoB. OH NPOABAAETCA, MPEXKAE BCEFO, YBEIMYEHUEM COAEPKAHUA
[/IIOKO3bl B KPOBU U MOHUMKEHWEM CNOCOBHOCTM TKaHelW 3axBaTblBaTb U YTUAN3NPOBATb ee. YPOBEHb [/IHOKO3bl PEryMpyeT ropmMoH
MeNaToHUH, CeKpPeTUpyemMblil LWWLIKOBMAHON »Kenes3ol rosoBHOro mosra. OH 3amegnseT BbIGpoC MHCyAMHa. Peuentopbl
menaToHuHa 1B (Koaupytotca reHom MTNR1B) npeactasnsioT coboii 6enku, cocTosAwme M3 cemu TpaHCMEMBPaHHbIX 4OMEHOB,
BHEKNeTo4YHOro N-TepMMHANbHOTO JOMEHA U BHYTPUKIETOYHOro C-TepMUHAIbHOTO AOMEHA M pacno/iaralowmeca Ha NOBEPXHOCTU
MHOIMX OTBETCTBEHHbIX 33 CMHTE3 MHCY/MHA KAETOK (B TOM 4MC/e M Ha KNeTKax OCTPOBKOB JlaHrepraHca noasKenymouHom
)enesbl). MpM U3MEHEHUU CTPYKTYPbI FreHa, NPOABAAIOLLEMCA B 3amMmeHe OCHOBaHMA umMTo3mHa (C) Ha TUMKH (T) B perynatopHo
obnactm reHa MTNR1B (reHeTnyeckuit mapkep C(g.37979623)T), MeHAeTcA ypOBEHb €ro 3KCMPeccuu, B pesy/bTaTe Yero
nofasnseTcA BbICBOOOXKAEHWE WHCY/MHA B OTBET Ha W3MEHEeHWe YPOBHA T/OKO3bl. ITO 3amegnfeT yTUAM3aLMIO [1HOKO3bI
TKaHAMM, ee YpOBEHb B KPOBM pacTeT, C/ief0BaTe/IbHO NOBbIWAETCA U PUCK AnabeTa. MiccnefoBaHUA NOKa3biBalOT 4OCTOBEPHOE
yBe/IMYEeHNe pUCKa runepramkemmnn u auabera 2-ro Tmna y Hocutenei reHotuna T/T.

BbiABNEeHWE MPeApacnofioKEHHOCTU K TMNepriMkemmm, accoummpoBaHHo ¢ reHom MTNR1B, no3Bo/nT OLEHUTb BEPOSATHOCTb
MOBbIWEHNA YPOBHA T[/1IOKO3bl B KPOBWM W PUCK pas3BuTUA aAnabeta 2-ro TMna U, COOTBETCTBEHHO, MNPEeAOTBPaTUTb €ero
NPOGUNAKTUYECKMMIN MEPAMM.

O6HapyXeHne U3MEHEHHOTO reHeTMYEeCKOro BapuMaHTa MOBbILWAET BEPOATHOCTb FMMEPIINKEMUN, OAHAKO He 06s3aTenbHO pUCK
peanunsyetcA. OTCYTCTBME HAPYLIEHMA NO WUCCNEA0BAHHOMY BapWAHTYy He WCKAIOYAET Pa3BUTUA TUNEPrAMKEMWUM U CaxapHOro
Avabeta Il BcnepcteBMe Apyrvx NpUYMH, B TOM 4Ymucie reHeTudeckmx. OueHKa 3HauYMMOCTM [AaHHOTO FeHeTMYEeCcKOro MapKepa
NpPOBOAMTCA BpayoM-CneLmasncTom, B 3aBUCMMOCTHM OT LLe/In UCCnefoBaHuA.

BO3MOXKHble reHOTUnNbI

= C/C—reHOTUN, He acCOLMMPOBAHHbIN C PUCKOM Pa3BUTUA TUNEPTIMKEMUN
= C/TuT/T—reHoTuNbl, aCCOLMUPOBAHHbIE C PUCKOM PA3BUTUA TMNEPTIMKEMUN

WHmepnpemauyua pe3ysnbsmamos uccnedosaHusA 00AMHCHA I'IpOBOdlebCFI spavyom-crieyuanucmom 8 Komlisiekce ¢ aHaOMHe30oM,
K/AUHU4Yeckumu, ﬂ060meOprIMU u, npu H€O6X06UMOCIT)U, dpyewwu 2eHemu4ecKUMU OQHHbIMU.

BajkHble 3amevyaHua

[ns naHHOro MapKepa He CyLLecTByeT NoHATMA "Hopma" 1 "natonorna”, T. K. uccnegyetca noaMmoppusm reHa.

NMPEAOCTAB/IEHHAA MHOOPMALIMA HE ABNAETCA MHTEPNPETALMEN PE3YNIbTATA TEHETUYECKOTO AHANTM3A.
NMPOKOHCY/IbTUPYMTECH CO CNELIMANUCTOM!

CrpaHuua 1 mns 1



