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Jlunoauctpodun — rereporeHHbIe TPUOOPETEHHbIE WJIM HA-
CJIEACTBEHHBIE 3a00JIEBAaHNUSI, XapaKTepU3yIOLIMeCsT U30upa-
TEJIbHOM MOTEPEN XKUPOBOM TKAHU.

IIpnodperennbie unomuctpoduu (JI/I) BcTpeuaroTcs yarie,
YeM HACJIEICTBEHHbIC, U KaXblii BUA UMEET crieuuduuec-
KYI0 KJIMHUYECKYIO KapTUHY U MTATOTeHE3.

Yacmuunas JIJI y nayuenmoe ¢ eupycom ummyrnodepuuyuma
ueno06exa

Y naiueHToB, 3apaXXeHHbIX BUPYCOM UMMYHOAeDULINTA Ye-
joeka (BUY), monyyaromumx aHTUPETPOBUPYCHYIO Tepa-
nuto uHruouropamu nporeas (MUI1), yacto passubaercs JI{
C MoTepeit MOJKOXHOTO XUpa Ha JINLE, BEPXHUX U HUKHUX
KOHEUYHOCTSIX, UHOTAA B COYETAHUU C €T0 U30BITOYHBIM Ha-
KoruieHueM B obsiactu meu. JIZI MoxeT couetaTbesi ¢ MHCY -
JIMHOpe3ucTeHTHOCThIO (MP), rumepTpurivuepuaemMueit
(I'T) m cHUXXeHWEM YPOBHSI JIUIIOTIPOTEUIOB BBHICOKON
miotHoctu (JITIBIT) B chIBOpOTKE, a TakXkKe CTeaTO30M Iie-
yeHu. Pexe BcTpeuyaroTcs rumneprivukemMuss U acanthosis
nigricans. Ha ceroaHsIHuii 1eHb MpUOOpETEHHAs! YaCTUY -
Hasl TUMoAUCTpodus y MauueHToB, 3apaxkeHHbIXx BUY, s1B-
JISIETCS CaMbIM PACIPOCTPAHEHHBIM TUIIOM JIMIIOAUCTPO-
buii.

Y BUY-uHOUIIMPOBaHHBIX MALIMEHTOB, IMOJyYarolIuX aHa-
JIOTW HYKJIeO3UZla, MOTYT HaOI0aaThes NepepacnpeneieHme
JKMPOBOI TKAHU B COYETAHUU C MOTEpEel Beca, HAPYLIEHUEM
(GYHKINUY TIEYEHU, ACLIUTOM Y MOJIOYHO-KUCJIBIM alliI030M,
npu 3ToM runepuHcyinHemus: (I'M) wiu runepaununeMus
BCTPEYAIOTCS PEAKO.

TouHble MexaHU3MBI, clIOCOOCTBYIOLIKME pa3BuTuio JIJI mpu
tepaniuu UI1, He ycraHosieHsl. [Ipennonaraercs, yro UII
HapylamT 1@ depeHIMPOBKY MPeaiunoLuTOB, TPUBOAS K
arnonTo3y MOAKOXHBIX aAUIIOLUTOB. BbISBIEHO, UTO B XU-
POBOI TKaHU MalueHToB, noiayvyasuux MII, ymeHbliaercs
konuectBo MatpuuHoii PHK (mRNA) HekoTopbix Kiitoue-
BBIX (HaKTOPOB TPAHCKPUIILIUU, BOBJIEYECHHBIX B aIUTIOTEHE3:
CTEepPOJI-peryJIMpyeMoi YacTUIIbI, CBSI3bIBalOLIEell OeloK Ic
(SREBPIc), u aktuBupyeMoro mpoiandepaTtopoM MepoKCH-
com petenropa (PPAR).

Ilpuotpemennvie wacmuunvee JI/] (Cundpom Barraquer-Simons)
BropeiM 110 BCTpeyaeMOCTH TUIIOM MPUOOPETEHHBIX Yac-
TUYHBIX JUMOAUCTpOobUil sBiIsieTcss hopMa, ONMMCaHHAas
Mitchell, Barraquer u Simons. K Hacrosiiiemy BpeMeHU B
JuTepatype coodiaercs: o 250 mamueHTax pa3JIMuyHOro 3T-
HUYECKOTO MPOUCXOXICHUS. 3a00IeBaHNe BCTPeUaeTcs ya-
1€ y XEeHIIUH, 4yeM y MyxuuH (4:1 coorBeTcTBeHHO). UcC-
Ye3HOBEHUE KMPOBOW TKAHW IMPOUCXOAWT B JETCTBE WJIU
FOHOCTH, TIPEUMYIIIECTBEHHO Ha JIMIIE, IlIee U BepXHEel yacTu
TyJI0BUINA. MOXET OTMEYaThCsl OTJIOXKEHUE XK1Upa B 00JIaCTH
SATOAULL U Oenep, 0COOEHHO y XeHIIMH. MHCynuHope3uc-
TEHTHOCTb U €€ OCJIOKHEHMS BCTPEUaloTCsl TIpU 3Toii (hopme
penko. Y 20% GobHBIX IPUOIU3ATEIBHO Yepe3 8 JIET I0C/Ie
manubucranuu JIJI pa3BuBaeTcs Me3aHTUOKAMIUISIPHBIN
(MeMOpaHoTpoaudepaTuBHbIA) rIoMepyioHedput. B psne
CJIy4aeB BBISIBJISIOTCS ApYyTrMe ayTOMMMYHHbIE 3a00JI€BaHus,
Takue KakK CHUCTeMHasi KpacHasi BOJMaHKA M IOBEHUJIbHBIN

JIEPMATOMUO3UT.

[lpennonaraercs, 4To KJIIOYEBYIO POJib B PA3BUTUU NTaHHOM
(opmbl JIJT MmoryT urpath Tak Ha3biBaemblii C3-HedpoTrye-
ckuii pakTop u dakrop D (apuncuH).

IlpuoGpemennvie ceneparuzosantvte aunooucmpogpuu

B nureparype onurcaHo 80 MalMeHTOB ¢ MTPUOOPETEHHON re-
HEPaTM30BaHHOW JIMTTOAUCTPODUEl TTPenMyIecCTBEHHO Oe-
JIOI pachl (COOTHOIIEHWE MYXKYMHBIKeHIIMHBI — 1:3). [1pu
atoii popme JIJI moTepst kupa MPOUCXOANT B JIETCKOM U FOHO-
LIECKOM BO3pacTe, 3aTparuBasi 00JIbIlIKE MO IUIOIaA1 odJiac-
TH, TIPEUMYLIECTBEHHO Ha JIMIIE, BEPXHUX U HUKHUX KOHEU-
HocTsIX. MIHOTHA McYe3aeT MOMKOXHBINA KUP Ha JadOHSIX U
MTOJIOIIIBAX NP COXPAHEHUU PETPOOPOUTAITBHOMN KIIETIATKY 1
JKMPOBO# TKAHM KOCTHOTO Mo3ra. CTeTieHb oTepr MHTPaad-
JIOMWHAJILHOTO XXUpa pa3inyHa. Y OOJBIIMHCTBA MAIIUEHTOB
¢ JIeTCTBA pa3BUBAIOTCS acanthosis nigricans U creaTo3 rneye-
HU, y 20% — 1Mppo3 reyeHu. YPOBHU JICTITUHA U aIUITOHEK-
THHA B CBIBOPOTKE, KaK MPaBUJIO, HU3KUE.

[Mpubau3uTeabHO y 25% MalMeHTOB IPUOOPETEHHYIO FeHe-
panu3oBaHHyto JIJI CBSI3BIBAIOT ¢ MaHHUKYJIUTOM. Elie y
25% soisgBisiercst accoumanys JII ¢ ayToMMMyHHBIMEA 00-
JIE3HSIMU, B OCHOBHOM C IOBEHUJIbHBIM JAEPMaTOMUO3UTOM.
Okosio 50% narreHToB MMEIOT UIMOTIaTUYECKUl BapUAHT
JIA. Cpenu 60abHBIX ¢ JIJI, 00yc/0BAEHHOM MTAaHHUKYJIUTOM,
MeHbIIIe BhIpaXKeHa MOTePsT XKUPOBOW TKAHU, HUXKE PacIpo-
CTpaHEeHHOCTh caxapHoro auabdera 2 tuma (CI-2) u I'T mo
CPaBHEHUIO C IPYTUMU MalIMeHTaMU C TIPUOOPETEHHBIMU Te-
Hepayim3oBaHHbIMU JI]I.

Ocpanuuennvie aunoducmpoguu

YV 60bHBIX ¢ orpaHuYeHHBIMU JI/] TOTEPST MOAKOXKHOTO XU -
pa IPOMCXOIUT Ha HEOOJIBIIMX IO TUIOMIAAN 00JIACTSX, peXke
BOBJIEKAIOTCS OOJIbIINME YYACTKM TYJOBMIIA UM KOHEYHOC-
teit. Kak npaBwio, JIJI pa3BuBaioTCsi B MeCTaX UHBEKIIUI
rpenapaToB, TaKUX KaK WHCYJUH U KOPTUKOCTEPOUIBI, a
TaKXe B pe3yJibTaTe IJIUTEIbHOTO CAABIEHUSI, TaHHUKYIUTA
iy 6e3 BUIUMOU MPUYUHBI.

Hacnaencrennnie dopmbl JIJI BcTpeyaroTest 0CTaTOYHO pell-
KO, TIPY 3TOM MEXIY HUMU CYIIECTBYIOT Pa3IMuMsI.
Bpoxcdennas eenepanuzosannasn JIJI (Cundpom Berardinelli-Seip)
BpoxneHHas reHepaiu3oBaHHas JIJ| — peiakoe ayToOCOMHO-
pelieccuBHOE 3a00jeBaHue. K HacTosieMy BpeMeHU CO00-
maercs o 250 maureHTax pa3auyHOro dTHUYECKOTO MPOUC-
XOXIeHus1. PacnpocTpaHeHHOCTh 3a00JieBaHUS B MUPE —
npubausutenbHo 1 Ha 10 MuuMoHOB YenoBek. Camast xa-
pakTepHasi KIMHUYeCKast 0OCOOEHHOCTh — IMOYTH TTOJIHOE OT-
CYTCTBHUE XXMPOBOI TKAHU, IIPX 3TOM KOHTYP MBIIIIL] XOPOIIO
MPOCJICKUBACTCS YK€ MPU POKICHUM.

JI71s1 malMeHToB ¢ BpOXAEHHON reHepaniu3oBaHHoM JIJI xa-
PaKTepHBI YCKOPEHHbIM JIMHEWHBII POCT, OTIEPEKEHUE KOCT-
HOTO BO3pacTa M IOBBIIICHHBII anmeTuT. B manpHelimem
rnosiByisieTcs: acanthosis nigricans B 00JacTy 1€, MeCTax
TpeHUS UM Ha TynoBuine. YacTto BCTpeyaloTcs TeNaTro- W
crieHoMeranus. [TouTu y Bcex 00IbHBIX UMEIOTCS BBITISTIM -
BaHUeE MyIKa VI IPbiKa ITyIIOYHOM 00J1aCTH M aKPOMETaJio-



WIHbIE YEPThl: HEOOJbIIIOE YBEJIUUYEHUE HIKHEH YesIoCTH,
PYK U HOL. Y JeBOYEK MOcJe MOJOBOTO CO3PEBAHUSI MOTYT
Pa3BUTHCS KIUTOPOMETINSI U CUHIPOM TMOJUKUCTO3HBIX
suyHukoB (CIIA). ¥ MyxuuH (hepTUIBHOCTE OOBIYHO HE
HapyllleHa. ¥ HEKOTOPbIX MallMeHTOB BbISBISIIOTCS TUIEP-
Tpoduyeckass KapIiMoOMHONaTUsI U yMEPEHHOE OTCTaBaHUE B
YMCTBEHHOM pa3Butuu. BeipaxkeHnHusle ' u I'T moryt Ha-
0JII0IAI0TCS YK€ B paHHEM JETCKOM BO3pacTe, a B IOHOIIIEeC-
KoM 00b1yHO MaHubecTupyeT CJ1-2. YpoBHM CHIBOPOTOUHO-
ro JIeNTUHA U aAUITOHEKTHHA Ype3BblYallHO HU3KHE.
Bb1iensioT A€ MOJIEKYISIPHO pa3iuuyHble (POPMbI BPOXKICH -
HBIX reHepanu3oBaHHbIX JI/I — tun 1 u 2. OgHaKo, HEKOTO-
PBIX MAIMEHTOB HEJIb3s1 OTHECTU K KaKkoMy - JIMOO orpese-
JICHHOMY TUITY.

IIpeanonaraercsi, YTo MPUUMHOM TUMA 1 BPOXIEHHOM reHe-
panuzoBaHHo JIJI Moxer siBisitbess mytauust AGPAT2 (1-
anuarmnuepon-3-gochar O-auunarpaHcdepasa 2) Ha Xpo-
mocome 9q34, 4To MpUBOIUT K coKpalieHuIo cuHTe3a TT B
KUPOBOM TKAHU U (POPMUPOBAHUIO aIUTTOLIMTOB, OOCIHEH-
HbIX TI' 1/unu ¢ HegoCTaTOUHBIM HakoIUieHueM dhochonu-
IMUIOB, HEOOXOMMMBIX Ul BHYTPUKJICTOYHOM Iepexadn
CUTHAJIOB U 00ecreyeHusi HoOpMaabHOW (PYHKIIMU MEMOpPaH.
Y G0JIbHBIX OTMEUYAETCSl MICUE3HOBEHUE METa00JINYECKU aK-
TUBHOM XXMPOBOM TKAHU B OOJBIIMHCTBE MOAKOXHBIX 00J1a-
CTell, UHTPaaOJIOMUHAIBLHON M BHYTPUTPYIHON O0JACTIX U
KOCTHOM MO3T€ IPU COXPAaHEHUMW MEXaHWYECKOW XUPOBOW
TKaHM, BBITIOJHSIONIEH 3alllMTHYI0O W aMOPTU3HMPYIOIIYIO
(GYHKIIMU, B YACTHOCTU B 00JIACTU CYCTaBOB, OpOUTE, JIado-
HSIX, TOIONIBaxX U Ap. Bo3MOXHO, UTO cOXpaHEHWE MeXaHU-
YECKOM XUPOBOM TKaHU y nalueHToB ¢ AGPAT2 myranusi-
MM TIPOMCXOIUT M3-3a IMOBBIIIEHHS SKCIIPECCUU IPYTUX U30-
dopm AGPAT.

B Hacrosiiiee Bpemst cuuTaeTcsl, 4TO MPUIMHON TUma 2
BPOXIEHHON reHepain3oBaHHOM JI/I MOXET SABISIThCS MyTa-
s B seipin-reHe. OHaKO TOYHbIE MEXaHU3Mbl PA3BUTHUS
naHHoit dopmbl JIZI HesicHbl. [1pu obcenoBaHuu y maueH-
TOB C TUIIOM 2 BBISIBJISIETCS MICUE3HOBEHUE KaK MeTaboanue-
CKM aKTMBHOMU, TaK U1 MEXaHUYECKOU XKUpoBoi TKaHU. Kpo-
M€ TOro, MalMEHThI C Seipin-MyTalUsIMUA UMEIOT 0oJiee BbI-
COKYIO PacIlpOCTPaHEHHOCTh YMEPEHHOM YMCTBEHHOW OT-
CTaJIOCTH M TUTIePTPODUIECKOM KapIUOMHUOIIATUH, YeM JTU -
1a ¢ AGPAT2 myrauusiMu.

Bapuanm Dunnigan cemeiinoti wacmuunoi aunooucmpogpuu

CewmeiiHble yactuuHble JIZI — 3T0 rereporeHHbIe ayTOCOMHO-
JMIOMWHAHTHBIE 3a00JIeBaHUs ¢ Pa3IMIHBIM heHoTrmoM. Ha-
uboJjiee pacipocTpaHeHHbIN peHoTun (6osbiine 200 ciyyaes,
IJIAaBHBIM 00pa30M Cpeay MallMeHTOB eBPOIEHCKOTO TIPOKC-
XOXACHMST) ObLT TIepBOHAYaabHO onucaH Dunnigan u coas-
Topamu. PacrnpeneneHue XMpPOBOW TKaHU B JIETCTBE HOP-
MajbHOe. Vcue3HOBEHME MOIKOXHOTO XUpa MPOUCXOIUT B
OCHOBHOM Ha BEPXHUX M HIDKHMX KOHEYHOCTSIX U HaOJTIoIa-
€TCsI ¢ HACTYIICHUEM ITOJIOBOI 3pesiocTu. [1o3nHee 3aTparu-
BalOTCs 00JIACTU XXMBOTA U TPyAU. Y MHOTUX OOJIBHBIX, OCO-
OCHHO Yy XEHIIMH, MOXET HaOII0JaThCsl KYIITMHTOMIHOE T1e-
pepacrpeeseHre K1Upa ¢ TPeUuMyIIeCTBEHHBIM HAKOTUIEHH -
€M ero B 00J1aCTH Jivlia, 1Ied U MHTpaadpoMuHaibHO. [Tpu
MPT Busyanusupyiorcs morepst MoaKoXXHOTO KUpa, YBEeJIU-
YeHre MEXMBIIIEYHOTO XKMpa Ha KOHEYHOCTSIX M M30BITOK
€ro B MUHTPaabJIOMUHAJILHOM JIeTO. Y OOJbHbBIX C BAPUAHTOM
Dunnigan cemeiiHoii yactuyHoit JIJI penko BcTpedaroTcs
acanthosis nigricans u CIIf. ComytcTByloiue HapyuieHuUs
YIJIEBOTHOTO M KUPOBOTO 0OMeHa GoJiee pacipoCcTpaHeHbl Y
JKEHIITUH, YeM Y MY>KUYMH U Pa3BUBAIOTCSI OOBITHO BO BTOPOM
necatuaeThu XusHu. I'T MoxXeT MpuBOAUThL K OCTPOMY TMaH-
Kpeatuty. IHOTIa pa3BUBaIOTCS yMEepeHHast MUOTIATHUSI, MbI-

meyHast AMcTpodusi, KapAMOMMUONATUSl ¥ HapyllIEeHUe Mpo-
BOJIMMOCTH, TaKUe Kak TpeacepaHast Guopuisiius, Tpedyro-
11as1 UMIUIAHTALIMU BOIUTEISI PUTMA.

[Ipennonaraercs, 4YTo0 MPUUYMHON PA3BUTHSI CEMEMHOM Yac-
tuuHoii JII (Bapuant Dunnigan) MOTYT SIBJISITbCSI TOUEYHBIE
MyTallMu B reHe, KoaupytoieM miactTuHku A u C (LMNA).
Bo3moxHo, uto LMNA-myTtauuu SBASIOTCS MPUYMHOMN
MYJBTUCUCTEMHOIO CUHIPOMA AUCTPOMUU, MPU KOTOPOM
TSDKECTh M BO3PAcT Hayaja pa3jiu4HbIX KIMHUYECKUX MPO-
SIBJICHUI MOTYT OTJIMYAThCSl B 3aBUCUMOCTU OT y4acTKa My-
tauru. OQHaKO, MEXaHW3MbI, JieXalllle B OCHOBE PEruo-
HaJIbHBIX OTJIMYMI B MOTEPE KUPa, OCTAIOTCS 10 KOHIIA He-
SICHBIMH.

Cemeiinaa wacmuunasn JIJ[, ceazannan c mymauusmu PPARy-eena
HenaBHo ommcaHa reTepo3WroTHasl TOYCYHAss MyTallusi —
Arg397Cys — B PPARy-reHe y 64-netHeii xxeHiuHbl ¢ CI-2,
I'T, runeproHueil, TUPCYTU3MOM U HCYE3HOBEHUEM MO~
KOKHOTO XMpa Ha JIIlE, BEPXHUX U HIKHUX KOHEIHOCTSIX.
Haubonee BbIpakeHHasi MOTepsl KUPOBOW TKAHU OTMeEya-
JlJach Ha TIPEIIUICYbsIX U TOJeHsIX. HUKakuX TOMOJHUTEIb-
HBIX OTJIOXKEHUI K1pa B 00JIaCTH TYJIOBUIIA U ILIEU HE OBLIO
oTMe4eHo. B nmreparype ommcaHo elle Tpu YeloBeKa ¢ ce-
meitHoit yactuuHoit JIJA, UP, C/1-2, runepronueii, I'T u re-
Tepo3urotHoii myrauueit B PPARy-rene (unu Pro467Leu
uin Val290Met). [Ipyras TtodyeuHass mytainusi, Phe388Leu,
TaK e CBs3bIBaeTCsI ¢ ceMeitHoit yactuuHoit JIJI. Bospact
Hayvayia ¥ TUI TIOTEPU KUPOBOM TKaHU Tipu 3Toit (hopme JI/1
OCTalOTCST HE YCTaHOBJICHHBIMU.

Takum obpaszom, myrauuu B PPARy-reHe MoryTr siBUThCS
MPUYMHOI pa3BUTUs ceMeiiHo# yactuuHoi JIJI, mpuBoas K
HapyleHuto IuddepeHIUpOBKYA aAUTIOLMTOB, OJHAKO
MIPUIMHBI U30JIMPOBAaHHOM ITOTEPU TIOIKOXKHOTO XKMPa 0CTa-
IOTCST HESICHBIMU.

Jlpyeue munvi cemetinoli wacmuuHou aunooucmpogduu
OnucaHo Heckoabko keHH ¢ C/-2, I'T, moTepeii XXupo-
BOI TKAHU Ha BEPXHMX W HIDKHUX KOHEYHOCTSIX IIPH €ro JI0-
CTATOYHOM Pa3BUTHU Ha JINIIC U N30BITOYHOM Ha TYJIOBHIIIE.
HekoTopsle mamueHThl ¢ ceMmeiiHOl yactuuHoi JIJI, BO3-
MOXKHO, UMEIOT YHUKAJIbHBIE (DEHOTHUITHI 0€3 OUEBUIHBIX MY-
taunii B LMNA- win PPARy-renax.

Jlunoducmpodghusa, accoyuuposannas ¢ manouby10aKpaibHol
ducnaasueil

ManaubynoakpaabHast IUCIUIA3UsI — YPE3BBIYAIHO PEIKOE
ayTOCOMHO-PELIECCUBHOE 3a00JieBaHue (OomucaHa MpuoIu-
3uTeSbHO y 40 MalMEeHTOB), XapaKTepU3yeTcsl TUIoTUIa3ueii
HWXKHEN YeJTIOCTU U KITIOYMIL, aKPO-OCTEOJM3UCOM, MHOXe-
CTBEHHBIMU KOHTPAKTypaMu, NTUIETIONOOHBIM JIMIIOM, He-
MPpaBWIbHBIM (hopMHUpPOBaHUEM 3y0O0B, aTpodueill KoxXu ¢
MSATHUCTOM MUIMeHTaluei, odasicenueM u JI1. Beigensior
nBa pasnuuHbix Tumna JI. [1pu Tune A morepsi MoaKoXKHOTro
KUpa MMPOMCXOINUT Ha BEPXHUX U HUKHUX KOHEYHOCTSIX TIPHA
HOPMaJIbHOM MJTY M30BITOYHOM OTJIOXKEHHUY K1UpPa Ha JTUIE 1
mwee. Tun B xapakTepu3syeTcs: 6osee BbIpaXXeHHOI MOTepeit
ITOIKOXHOTO XWpa 0e3 HapylleHUsl ero pacipemaeieHUs.
Coo011aeTcs 0 pa3BUTUM Yy HeKOTopbix 0oibHBIX U, UP,
HapyIlIEeHHO! TOJEPAaHTHOCTH K Titoko3e, CII-2 u runepiu-
MMUICMUH.

PazButrie MaHAMOY/NIOAKPAJIbHON MUCIUIA3UUA W TMaplyaib-
Hoit JII (Tum A) CBSI3bIBAIOT ¢ TOMO3UTOTHOM Arg527His-
mytauueiit B LMNA-reHe Wiu CJIOXHOI TIeTepO3UroTHOM
MyTalMel B reHe HuHKMeTauionporenHassl (ZMPSTE24).
OnHaKo, Y HEKOTOPBIX MAlMEHTOB ¢ MaHAMOYI0aKpaIbHON
NVCITIa3ueil He BBISIBIISIETCS] KAKMX-JIMOO OYeBUIHBIX U3ME-

OXXWNPEHUE N1 METABOJIN3M 2'2004
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HoBocT MUPOBOWN MEAULUHDbI

HEHMIA, YTO TaeT OCHOBAHUE TIPEIOJIaraTh CyIleCTBOBAHIE
JPYTUX, MOKA ellle HEM3BECTHBIX JTOKYCOB s JI/I.

Jlpyeue nacaedcmeennste aunoducmpoguu

OnrcaHa JUoauCTpodusi, 3aTparuBaloIias JUIO0, BepXHUE
KOHEYHOCTH ¥ MHOT/IA TYJIOBHMIIE, C COXpAaHEHUEM XKUPOBOI
KJIETYaTKM Ha HOTaX y HEBBICOKMX IMAIIMEHTOB C TMIIEPITO-
JIBIDKHBIMU CYCTaBaMU, CHIDKEHHMEM 3pEHUs, aHOMaJueit
Pumkepa (HempaBWJIbHOE pa3BUTHE PaXyKHOW M POTOBOM
000J10YeK) U 3ajepxKKoi pocra. Jpyrue BapuanTel JIJI, xa-
PaKTEePU3YIONIMECS] TTOYTH IOJTHBIM OTCYTCTBHEM ITOIKOXK-
HOTO XXMpa ¢ MOMEHTa POXKIEHMsI, HO COXpaHEHHUEM K1pa B
KPECTIIOBOM U SITOMUYHOM O0JIACTSIX, BBISIBICHBI Y GOJbHBIX
C ayTOCOMHO-PEIECCUBHBIM IPOTePOMIHBIM CHHIPOMOM
HoBopoXIeHHbIX. HegaBHo reteposurotHast Argl33Leu-my-
Tauusi B LMNA-reHe Obuta UACHTU(ULIMPOBAHA Y MYKUYM-
HBI C MIOCTETICHHBIM HavyaJoM TeHepaiu3oBaHHou JI/ B 1my-
OepTare, KapAMOMUOIATUEH W ASTTMTMEHTAIIUC KOXHI.

MexaHnusmbl, Jexamue B ocHoBe P u MeTadoimyeckux oc-
JoxHeHnit y mamuyenToB ¢ JIJI, HesacHbl. [Ipenmonaraercs
€IVHBII MEXaHU3M MX Pa3BUTHs, TaK KaK 3TH HapyIICHUS
BBISIBIISTIOTCS KaK y JIIOJC C pa3IMyHbIMU TutiaMu JIJ1, Tak u
Ha MOJIEJSIX KUBOTHBIX, M CEPbE3HOCTh 3THX OCIOXKHEHUIA
OIIPEICIISIETCST CTEIEHbIO MTOTEPH KUPOBOM TKaHU. Y GOJIb-
HbIX ¢ JI/] B OCTaBIIMXCS XKUPOBBIX IETIO MOTYT OBITh COXpa-
HEHBI TOJbKO HeboJblre konmudectBa TI. M30bITOK TpuUr-
JIMIIEPUIOB TIPY 3TOM HaKaIUIMBAETCSI B IMMEYCHU U CKEJIeT-
HBIX MBIIIIAX, CIOco0CTBYs pazBuTuio UP. B ciyuae pa3Bu-
Tusa JIJI Ha hoHe Tepanuu MHrUOMTOpaMM TpoTeas, MaHU-
ducrauuu MP MoryT criocoOGcTBOBaTh caMu IIperaparhl,
YMEHbIIIasi CEJIEKTUBHO aKTUBHOCTh TPaHCIIOpPTEepa IIIOKO-
3p1-4. CII4, acanthosis nigricans 1 akpoMerajJouaHbIe TPo-
SIBJICHUST MOTYT OBITh CBSI3aHBI ¢ POCTOBBIMU d(hpekTamu ['N
yepe3 perenTopbl MHCYJIMHA WM KOCBEHHO Yepe3 MHCYJIM-
HOIOA00HBIN (hakTOp pocTa 1.

OCHOBHBIMH NPUYUHAMH 3200JI€BAEMOCTH W CMEPTHOCTH T1a-
nuenToB ¢ JIJI sBusitores: CI-2 U ero mo3maHue OCIOXHE-
HUs, OCTPBIN MaHKpeaTUT B pedynbrare I'T, Huppo3 neueHu
KaK CJIe[ICTBUE JUIMTEIBHO CYIIECTBYIOIIETO CTeaTo3a Ieve-
HU. MHor1e 60JIbHbIE TAKXKE NMEIOT CEPhe3HbIE TICUXOJIOTH~
YecKHUe MpobeMbl M3-3a 0COOEHHOCTEN MX BHEIITHOCTH.

Tepaneemuneckue nooxoowt

IIpu BeIpaXkeHHOI IMOTePe JTUIIEBOTO K1UPa IIPOBOISTCS pa3-
JIMYHBIC TUIBI KOCMETHUYECKUX omeparmii. MHorma Tpedy-
FOTCSI TaKMe XUPYPrUYecKre BMeIaTeIbCTBa KaK JTUIOCAK-
IS WA JIMITOKTOMMSI, B CBSI3U C M30BITOYHBIM OTJIOXKEHHEM
Xupa B oosactu mer. CHIDKEHME Beca MOXET YMEHbBIINUTh
HaKOILJIEHUE XX1pa B 001acTsIX, He 3aTpoHyThIX JI/I.

Jlnst neyeHust cemeiiHoi vactuuHoi JIJI B pesyabrate
PPARy-myTanmm ob6cyxpaercss MCIOJIb30BaHUE TUA30JIM-
JNUHAMOHOB, CIIOCOOHBIX HECKOJIBKO CTUMYIMPOBATh aIUIO-
reHes B obactax JII v yaydimuTh KOHTPOJIb 3a TIMKEMUEH.
OnHaKo THA30JUINHANOHBI MOTYT YCWIIMTh OTJIOXKEHUE KU~
pa B obJacTsx, He 3aTpoHyThIX JI/I.

[TareHTaM ¢ TUNEPTPUTIMLEPUIEMUCIH HEOOXOIUMO CO-
GJIoIeHe OUYeHb HU3KO XKMPOBOI TUeThl (MeHee 15% Xupa B
CYTOYHOM paloHe). Kpome Toro, y HUX AOKHBI MPUCYTCT-
BOBaTb DETYJISIpHbIE A3POOHbIC HArpy3Ku Ul YIy4IICHUs
YYBCTBUTEJbHOCTU K MHCynuHy. Eciu I'T coxpaHsieTcs: He-
CMOTpsI Ha UBMEHEHMUSI B MUTaHUU, aIcKBaTHYIO (DU3NUYECKYIO
HarpysKy 1 SyIJIMKeMUIO, PEKOMEHIyeTcsl Tepanus ubpara-
mu. M3-3a BoamoxkHocTu yeuieHust I'T ciieayer uzoerarh 3¢T-
pPOTeHOB, Ha3HaYaeMbIX C IIeJbI0 KOHTpALCMIIMU, JeUEHUSs
CITA unu KoppeKnu KIMMaKTepUIeCKOro CUHApOMa.

IMTpu pasButumn CJI-2 KUCIONB3YIOTCS MEPOpaJbHbBIEC TUMITO-
[JIMKeMUYeCcKUe pernaparbl Wid MHCYJIUH. OCOOeHHO MoKa-
3aH MeThOopMUH, KOTOPbIIi TOMUMO OCHOBHOTO IEUCTBUS,
YMEHbIIAET alleTUT, CIIOCOOCTBYET CHIXKEHHUIO Beca U Mo-
JIOXuUTeJIbHO BiusieT Ha nposiaeHus: CITS u creatosa neve-
HU. KOHTpOJb TIMKeMuu SIBSIETCS OCHOBHBIM (DaKTOpPOM
IIJIS1 TIPEIOTBPALCHUS TTO3AHUX OCIOKHEHUI 1uadera.
IMepeBon BUY-uHbULIMPOBAaHHBIX MALMEHTOB 00JIbHBIX JIJI
¢ UI1 Ha anbTepHATHBHbIE aHTUPETPOBUPYCHBIE PEXKUMBI
MOXET YJAYYIIUTh JUMUIHBINA CIEKTP, HO HE BOCCTAHOBUT
MOJHOCTBIO TOTEPSTHHbIM MOAKOXHBIN XUp. MHOTME CTaTH-
HbI TUIIa CUMBacTaTUHA, JIOBaCTaTMHA U aTOpBacTaTMHA Me-
Ta0OJIU3UPYIOTCS ¢ MOMOIIBIO IIuToXpoma P-450 uzodopmbl
3A4, kotopsiit ookupyercst 1. Tlpermaparom BeiOOpa st
9TUX OOJIBHBIX SIBJISIETCS MMPpaBacTaTHH.

[ yMeHbIIEHUSI BUCLIEPATbHOTO OXWUPEHUs H3yvyaeTcs
BO3MOXHOCTb MPUMEHEHUSI PEKOMOMHAHTHOTO YeaoBeyec-
KOT0o TOpMOHa pocTa.

Coo01aercst 0 6e30rmacHoM U 3 (HEKTUBHOM NTPUMEHEHUU
PEKOMOMHAHTHOTO JienTuHA Yy 9 XXeHuuH ¢ JIII u runosemn-
TUHEMUEH.

3axarouenue

JanpHeliliee M3ydeHHE MOJEKYJISIPHBIX MEXaHM3MOB Ha-
CJICICTBEHHOM W TPUOOPETEHHON JMIOAUCTPOGUIl OyaeT
CrocoOCTBOBATh NMOHMMAaHUIO Ouoioruu agunouuta u UP
Mpu 3a00JIEBaHUSX KUPOBOI TKaHM, pa3pabOTKe TepareB-
TUYECKUX MOIXOIO0B IO MPEIOTBPAILECHHUIO IOTEPh aAUITOLIM~
TOB, CTUMYJISILINY adUITOreHe3a B 00J1acTsIX, 3aTpOHYTHIX JIJI,
MPeAOTBPALICHUIO MU OTCPOYKE METAOOIMYECKUX OCIOXK-
HeHMii y mauueHToB ¢ JIJI.

Pechepam noozomosuaa Ilroxas A.A.



