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B nauane okta6ps 2015 r. B bapcenone cocrosiiach
54-a ExerogHas KoHdpepenuus EBpomneiickoro ooiie-
CTBa NETCKMX SHIOKPUHOJIOTOB, HAa KOTOPOM OBLIO
npenctasieHo 6ojee 1000 yCTHBIX M TOCTEPHBIX JOKJIa-
IOB, TIOCBSIIIICHHBIX PA3IMYHBIM 00JIACTSIM IETCKOM 3H-
nokpuHosnoruu. CotpynHukamu @OI'BY OHI 6bu10
MpeacTaBIeHo 27 TOKIAn0B (2 YCTHBIX, 25 MOCTEPHBIX).

YacTp 13 HUX ObLIa MOCBSIILIEHA CAXapHOMY TUA0ETy
y OeTeil, B TOM YUCJIe €T0 MOHOTeHHBIM (hopMaMm. B mo-
creproM gokinane «MODY-GCK u MODY-HNFI1A y
neTeil u moapocTkoB B Poccuiickoit momymsimuu» (E.A.
Ceuko, JI.U. 3unsbepman, O.H. Usanosa, T.JI. Kypae-
Ba, B.A. IlerepkoBa) ObUIM TIpUBEICHBLI PE3YIbTaThI
CpaBHEHHMSI KJIMHHMKO-JIa00paTOPHBIX XapaKTepUCTUK
MaIlMeHTOB ¢ 3TUMHU (popmamu 3adoneBaHus. [lokaza-
HO, YTO B POCCUMCKOM TTOTYJISIUUU AETEU U TTOJIPOCTKOB
MODY-GCK Bctpeuaercsa B 2,8 pasza yaiie, AUarHO-
CTUpYEeTCd paHbllle U MpoTeKaeT Msrde, yeMm MODY-
HNFIAB, MODY-HNFIA.

B mocrepnom moximane JI.M. 3unbbepman, E.A.
Ceuko, C.B. Canynosoii, O.H. UBanosoit, T.JI. Kypa-
€BOI1 OBLIO IMMOTYEPKHYTO 3HAYCHUE aHATN3a OTSATOIICH-
HOW HAaCJIENCTBEHHOCTU JUISI PaHHEW JIUArHOCTUKE
MODY3. I'pynma aBtopoB (A.B. Kapmymkuna, B.A.
INerepkoBa, H.B. Bapranerosa, E.C. Hdentokuna, A.1O.
®dunumonona, E.I'. Mwuxaitnosa, O.A. ManmneBcKuii,
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I0.T'. Camoiinosa, E.b. bamnuna, E.b. Xpamosa, I11.P.
IIBa6ekmit, M.C. ITankparoa, M.JI. CtapoBOiTOB)
ITOCBSITIJIA CBOM MOKJIAJ OILIEHKE COIMAIbHOTO PUCKA Y
JeTel ¢ caXapHBIM JUA0ETOM, YTO TTO3BOJISICT IUIAHUPO-
BaTh MEOUIIMHCKYIO M COLIMAJIBHYIO MOMOIIb. JlaHHOe
HCCIIeI0BaHNE OBLIO IIPOBEACHO C IIEIbIO TTOBBIIICHUS
Ka4yecTBa M IOCTYITHOCTU MEAUIIMHCKOM ITOMOIIM Jie-
TSIM C HIOKPUHHBIMM 3a00JIeBAaHUSIMHM B paMKax IIpo-
rpaMMbl «AJbda-DHI0» NpU coaeicTBuM (oHIA TTOA-
IepXKU 1 pa3sutusa ¢punatponun KA.

H.A. 3ybkoBa, O.A. T'moeBa, 10.B. TuxoHoBuy,
B.M. Iletpos, E.B. BacunbeB, O.A. ManueBckmii, A.B.
Kuses, A.B. Tumodee u A.H. TioabnakoB, IpuMeHUB
BBICOKOITPOM3BOAUTEIBHBIA ~ METOH  I1apajuIeJIbBHOTO
CEKBEHUPOBAHUSI, OLIECHIWIN PaCIIpOCTPAaHEHHOCTD pa3-
JYHBIX ToaTunoB MODY B P®. brut BnepBble onucad
psIo MyTaluii B TeHax-KaHaumarax. Hambosee 9yacTeimM
IIOATUIIOM B HWCCIEAyeMON TMOMYISIUUA OKa3aJiCs
MODY?2. B cneimaabHOM YCTHOM JOKJIae TPYITIIBI aB-
topoB (FO.B. Tuxonosuu, E.B. Bacunbes, B.M. Ile-
tpoB, E.E. Iletpsiikuna, U.T'. Peiokuna, O.A. Manues-
ckmii, O.B. CrorukoBa, A.H. TionbnakoB) 6bUT OTpa-
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JKEH OIIBIT UCIOJIb30BaHMUS BEICOKOIIPOM3BOAUTEILHOIO
MapajuieIbHOTO CEKBEHMPOBAaHUS B TUArHOCTUKE HEO-
HATaJbHOI'O CaXapHOTOo n1abeTa, PeIKOro MOHOTEHHOTO
3a00J1eBaHNsI, aCCOLIMMPOBAHHOTO ¢ MYTallUSIMU B Te-
Hax, YYaCTBYIOIIMX B Pa3BUTUM MOIKEITYIOYHOM XKeJie-
3bl WIM B PETryJISIlMM CUHTe3a MHCYyIMHa. Hanuuue re-
HeTUYecKoro paegekra ObUIO TOATBepXKAeHO Yy 38
(79,1%) nanueHToB, 9 MyTaluii ObUIM OIMCAHbI BIIEP-
Bole. [locie reHeTryeckoro aHaau3a 17 MalMEHTOB C
MyTanusaMu B reHax AT®-3aBrucuMbix K-KaHaioB ObUTH
YCIEIIIHO NepeBeIeHbl C MHCYJIMHOTEPAIINU Ha JICUCHME
rperapaTamMu CyJIb(MOHMUIMOYEBUHBI.

Elte HeCKOIBKO MOKIAM0OB ObLIM MOCBSIIEHBI TUa-
THOCTMKE HACJICICTBEHHBIX 3HIOKPUHOMNATHI C IIOMO-
IIbI0O METONa BBICOKOA(M®OEKTUBHOIO MapaieIbHOro
CEKBEHMPOBaHMSI, OCYILECTBISIEMOM B paMKax Ipo-
rpaMMbl «AJbgha-DHI0» NpU coaeicTBUM (hoHIA TTOA-
IepKKU U pa3suthg ¢unarponun KA®. M.B. Haymo-
Ba, A.A. Komonkuna, H.1O. Kaimnnuenko, JI.B. ®une-
muHa, E.B. BacunweB, B.M. IlerpoB, O.A. Manues-
ckuii, H.IO. Paiiroponckasi, A.H. TionapmakoB onucanu
Pe3yJIbTaThl MOJICKYISIPHO-TEHETUYECKOM TUarHOCTHKM
OOJIBHBIX C UTMONATUYSCKUM IMITIOTOHATOTPOITHBIM I -
IOroHaau3MoM. BbLIo ycTaHOBJIEHO ITpeobiagaHue My-
TallMil B TeHaX, OTBETCTBEHHBIX 3a Pa3BUTUE M MUTpa-
o GNRHR-HeiiponoB. Takke Obu1a moka3zaHa 3¢-
dextuBHOCTL NGS m1s1 nuddepeHuInanbHON UarHo-
ctuku UIT. Komnektu aBropoB (H.A. Makpeuxkas,
O.b. besnenkuna, A.A. Konogkuna, A.B. Kuses, E.B.
Bacunbes, B.M. Iletpos, C.I'. Kanunenkosa, O.B. dy-
xopeBa, O.A. Manuesckuii, U.1. Jlenos, A.H. Twomb-
MMaKkoB) MOKa3aJl, 4YTO METOJ BLICOKOA((HEKTUBHOTO Ia-
paJUIEIbHOTO CEKBEHUPOBAHUS ITO3BOJISIET C BBICOKOM
YaCTOTOM BBISIBJISITh MYTAllMM B «I'€HaX AVMCTOPMOHOTe-
He3a» y MAlUEHTOB C TSKEIbIM BPOXKICHHBIM TUITOTH -
peo3oM. BolbIIMHCTBO MyTalIMii B «T€éHaX AMCTOPMOHO-
reHe3a» ObuiM MonHoamienbHbiMu.  K.C. Kymnukona,
A.A. Konogkuna, E.B. Bacuiwes, B.M. Iletpos, ®.®D.
l'odman, A.fl. Kopkun, M.A. IletpoB, B.M. Kenuc,
A.H. TionbnakoB onucaay CIeKTp MyTaluei mpu ru-
nodocdaremuueckoM paxute (I'@P). Myraunu ObuTH
BhIsiBIIeHBI B 100% cityyaeB nipu cemeiinoit hopme T'DOP
u B 88,5% — npu cniopaguveckoii ¢hopme. Pe3ynbraTel
HUCCIeAOBaHUS MOATBEPAUIN TIpeobnagaHue neeKToB
B reHe PHEX y naumentoB ¢ '®P. Bonbuioit pasmep
reHa PHEX v c10XXHOCTb €r0 CTPOSHUSI 5KOHOMUYECKU
OIpaBABIBAIOT IPUMEHEHME METoJa CEKBEHMPOBAaHMSI
CJICIYIOLIETO MOKOJICHUs st nuarHoctuku ['OP.

Heckonbko n10oK/1anoB ObUIO MOCBSIIEHO 3a00J1eBa-
HUSIM HaIIIOY€YHUKOB, B TOM YUCJIE OCOOEHHOCTSIM Te-
YeHUsT M Tepalnuu aApeHOTreHUTAJIbHOTO CHUHIpOMA.
B noknane «<HemocratouHas 103a 3aMeCTUTEILHON Te-
paruy MUHEPAJIOKOPTUKOUIOB, KaK NPEAUKTOP pa3BU-
™ TART npu BAKH y manbunkos» (M.C. YyryHos,
M.A. KapeBa, E.M. Opnosa, 3.C. Ky3neuona, C.B. bo-
roJito00B) OBIJIO TTOKA3aHO, YTO HEJOCTAaTOK MUHEPAJIO-
KOPTUKOMIOB SIBJISICTCS IIpeIpaciojiaraioliiuM, HO He
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€IMHCTBEHHBIM (haKTOPOM pa3BUTUSI 3TOro 3aboJjieBa-
Hus.

B noknane «MMMyHOTMCTOXMMHMYECKOE UCCIEIOBA-
HUE aHAPOTCHOBBIX M 3CTPOrCHOBHIX PEIICNITOPOB B TKa-
HSIX HapY>XHBIX TEHUTAJIUMN y TeBOYEK C KIACCUYECKUMU
dopmamu BJAKH» (M.B. Konsinosa, B.}O. Cricoena,
T.1O. I'meiouna, M.A. KapeBa) ObL1a mpoaHanu3upoBa-
Ha 3KCIpeccus PelerToOpOB MOJOBbIX CTEPOUIOB B MO-
cJeonepallMOHHOM MaTepuajie, MoJIydeHHOM MpH Mpo-
BEICHUU KJIUTOPOIUIACTUKU. DPa JoKanu3oBalIuCh B
sgapax KJIeTOK mapaba3ajJbHOro M 0a3aJbHOTO CJIOEB
SMUIEPMUCA, a TaKKe B AepMajibHBIX (puOpodacrax,
Toraa Kak AP BBISIBIEHBI TOJIBKO B KJIETKaX Mapabasaib-
Horo ciosl. Jlokanusauusl U pacipenejeHue aHapore-
HOBBIX U 3CTPOTEHOBBIX CQ-PELIENITOPOB B TKAHSX Ha-
PYXHBIX TeHUTanuit y neBouek ¢ BJIKH okazanuch co-
MOCTaBMMBIMU C pacIpeaeIeHeM TaKOBBIX Y 30POBBIX
JKEHIIIMH PEeNpOAyKTUBHOIO BO3pacTa. ODKCIIPECCUs
3TUX pelenTopoB He 3aBucuiia ot dopmsl BIIKH u cre-
TIEHU BUPUIM3ALUM HAPYKHBIX TTOJIOBBIX OPTaHOB.

H.B. Maka3zan, M.A. KapeBa u E.M. OpnoBa onu-
CaJIi KJIMHUYECKUM CIydyall pe3UCTEHTHOCTHU K TJIIOKO-
KOPTUKOUAAM U TUPEOMIHBIM TopMoHaM. [1pu Mosexy-
JIIPHO-TEHETUYEeCKOM uccienoBaHuu reHa NR3C1 my-
Taluit 0OHapyXeHo He Obu10. ['eHe3 coueTaHHOI pe3u-
CTEHTHOCTH K TUPEOMIHBIM TOPMOHAM U TJIIOKOKOPTH-
KOHIAM OCTaeTCsl HeSICHBIM

HBa mokiama ObUIM ITOCBSIIEHBI ayTOMMMYHHOMY
nonuriaaHayiasHoMmy cuaapomy. E.M. OpnoBa 1 coaBT.
(JI.C. CozaeBa, M.A. Kapesa, E.IO. 3axaposa, B.E.
Odrenans, JI. bpeiiBuk, 3.C. Xycbu) mpoaHaaIu3nupo-
BaJIM KJIMHUYECKUE TIPOSIBICHUS ayTOMMMYHHOTO I1O-
JIMTTIaHAYASIPHOTO cuHApoMa 1-ro Tuna y 112 manueH-
TOB. B OOJIBIIMHCTBE cTy4yaeB MPOBOAUIOCH CEKBEHU-
poBanue reHa AIRE. bouio BbIgBIcHO 20 pa3IM4HBIX
myTauuii u cpeau Hux 10 HoBeIx. MyTauus Arg257STOP
SIBJISIETCSL CaMOM 4acTOM B POCCUMCKOM MOMYJISILIUU.
Hdnsa paHHel OUarHOCTUKU PEKOMEHAYETCS MCCIenO-
BaThb aHTUTEJA K UHTeDEPOHY-®.

JI.C. Co3zaeBa, E.M. Opnosa u M.A. KapeBa noae-
JIWJIKChH OMBITOM MPUMEHEHMSI PEKOMOMHAHTHOIO Ma-
patropmoHa (1—34) B Tepanuu rumnorapaTupeosa y pe-
3UCTEHTHON K aib(haKkaiblIUAONy TMalMEHTKHU C TsKe-
JIBIM ayTOUMMYHHBIM MOJIUTJIaHIYISIPHBIM CUHIPOMOM
1-ro TMIIa, Y KOTOPOI1 ObIJIM BBISIBJICHBI JIBE KOMIAyH/I -
TreTEPO3UTOTHHIE MyTauuu B reHe AI/RE.

M.A. MenuksaH, X. Kpucrencen, E. Iletpsiikuna,
A. Tonapnakos, 0. Tuxonosuu, A. Crenano, M. Ka-
peBa, C. ®nanaran, C. Dmrapa, K. bpycraapn, B. Tle-
TepkoBa M Xanuja XyceilH NpoaHaau3upoBaId B3au-
MOCBSI3b TeHOTUIT — eHoTun y 90 mereit ¢ BpoxKaeH-
HBIMU TUIIEPUHCYJIUHU3MOM.

Ha cexiuu, TOCBSILIEHHONW HapylIeHUSM pOCTa,
E.B. HaraeBa u coant. (T.}O. Illupsiera, H.H. Boie-
Boaz, O.A. Yukynaesa, M.C. [lankparoBa, A.E. 'aBpu-
JIOBa) MPOaHAIN3UPOBAIU BIMSHUE TpernapaToB rop-
MOHa pOCTa B COYETAaHUM C SCTPOTeHaMU Ha apTepUaib-
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HOe IaBJIeHUEe, TeOMETPHUIO Cepalla U JUIMUIHbIA OOMEeH
y IeBOYEK ¢ CUHApPOMOM TepHepa B IydoepTaTHOM Tepu-
one. Jaxe npy HOpMaJIbHOM apTepUAIbHOM HaBICHUU,
y alIMEHTOB OOHAPYKUBAJIUCh, HAPYIICHUS €0 CYyTOY-
Horo putMa. JleyeHre He MPUBOAWIO K TMIEPTPODUUN
JIEBOT'O XKEJIyIOo4YKa U He BIMSUIO Ha YPOBEHb JIUITUIOB
KPOBH.

M.C. IlankpatoBa u coanT. (M.B. ®aaccen, T.1O.
Iupsesa, E.B. Haraesa, B.A. IletepkoBa, A.A. baii-
KymaHoB, A.W. FOcunosuu, I'.B. MakcuMoB) nipeacra-
BWJIA JOKJIaN Ha TeMY «AHTUOKCUAAHTHAsI CUCTEMa W
PE3UCTEHTHOCTh K MHCYJIMHY y A€BOYEK C CHHAPOMOM
Tepnepa mocne 1 roga Tepanuy ropMOHOM pPOCTa», B
KOTOPOM OBLIO II0Ka3aHO pa3BUTHE OKCUIATUBHOIO
cTpecca Ha ¢oHe popMuUpyIolIeiicss MHCYIMHOPE3UCTE-
HOTHOCTU TIpM MCIIOJIb30BaHUM CyNpadu3noIoruye-
CKMX 103 TOPMOH POCTa.

A.B. I'aBpunoBa, M.A. MenuksH u A.H. Tionbmna-
KOB OITMCAJIU CIy4ail BpOXACHHOIO IMITONUTYUTapu3Ma
M 3aJePKKU TICUXOMOTOPHOI'O Pa3BUTHSI, CBSI3aHHBIX C
roMO3UroTHoi MyTaumeii B rene POUIFI. 1o MHeHUIO
aBTOPOB, TsKeJasl 3a7epKKa ICUXOMOTOPHOIO pa3BH-
THS Y HAIlMEHTKU MOIJIa ObITh CICACTBUEM HEOHATallb-
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HBIX TUIOTJIMKEMUIA, IIEHTPAJbHOTO TUIIOTUPE03a WIN
COCTaBJISATh YaCTh CUHIPOMA.

Ha cexuuu, MoCBSINEHHOM OXUPEeHWIO, ObUT Mpea-
craBJieH nokjan «['penuH u HelipoTpoduueckuii pakTop
TOJIOBHOT'O MO3ra y faeTeii ¢ cuapomom [1panepa—Buii-
m» (E.A. boroBa, H.H. Boneson3, B.A. Ilerepkona).
ABTOpBI HaIlUIM MOBBILIEHUE KOHILIEHTPALIMKU TpejvHa y
STUX MAIlMEHTOB 10 CPAaBHEHUIO C AETbMU, CTPaTaIOII-
MM KOHCTUTYLIMOHAIBHO-3K30T€HHBIM OKUPEHHUEM.

Ha cexiuu, mocBsIIeHHONW HapylIeHUsM (hopMU-
poBanus mnona, E.C. Ky3nemona, B.A. Moyrcu, A.A.
Kononkuna, H.}O. Kanunuenko n A.H. Trwoabmakos
TIOJIOKWJIM O cliydae HapylleHus ¢opMUpOBaHUS MoJia
46XY BcaencTBre coyeTaHHOro AeunnTa 17-B-ruapox
cuctepounaeruaporeHassl  3-ro tmna u C-21-
runpokcuiasel. CekBeHupoBaHue reHa HSD17B3 Bbisi-
BWIO paHee OMMCAHHYIO IAaTOIeHHYI TOMO3UTOTHYIO
MyTaluio crjaiicunra c¢.277 + 4A> T, aHanu3 reHa
CYP2IA2 BBISIBUJT TOMO3UTOTHYIO MyTauuio p.V281L,
XapaKTepHYylO0 [Ji1 Hekiaccuueckoit ¢dopmbl BAKH.
DTO mepBoe OINUCcaHME codeTaHHoro aedumura 173
I'CII 3-ro Tuma u HekJIaccudeckoil (hopMbl aedulnTa
C-21-rugpokcunasbl.
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