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HacaeACTBeHHble CUHAPOMDI
C MHCYAMHOPE3UCTEHTHOCTbIO

1O.A. LLlep6ak

HaupoHaabHasg AeTckas cneumaAmsmpoBaHHas
6oAbHMLA «OxmaTtaeT», Kues

B crarbe wiaeT pedb 0 CHHAPOMAX € MHCYJIMHOPE3UCTEHTHOCTBIO Y OOJIBHBIX Oe3 0XKUpeHus 1 caxaproro jauabera. [latorenes
TeHETHYECKH IETEPMIUHUPOBAHHON PE3UCTEHTHOCTH K HMHCYJIHHY 00YCIOBIIEH JTHO0 MATONOTHEN HHCYIHHOBBIX PEIETNTOPOB, TIO0
MepBUYHBIM JieheKToM aaunonuTos (sunoauctpodun). Onucan cOGCTBEHHbBINA KINHUYECKUIT Cydyail.

KioueBbie ciioBa: MHCYJIMHOPE3UCTECHTHOCTD, MyTAI[MK B TEHE PEIEITOPA MHCYJINHA, TUTOAUCTPODUH.

MHCyJII/IHOpCSI/ICTeHTHOCTb (P) — ato Hapyrie-
Hue GUOJIOTHYECKOTO JEHCTBUSA WHCYJWHA W
PeaKIuy NHCYJIUHOYYBCTBUTETHHBIX TKAHEH HA MHCY-
JIUH, COCOOCTBYIONMX XPOHUYECKUM METaboImdec-
KUM u3MeHeHUsM [3]. MexaHusM BO3HUKHOBEHUS
NP 5o cux nop Hysk/1aeTcs B U3y4eHUU, BO3MOKHBI
HapyIIeHns Ha MPeperiennTOPHOM (CHHTe3 aHOMAaJb-
HOTO WMHCYJINHA), PEIIENITOPHOM YPOBHAX (CHIKEHIe
KosindecTBa Wian ahGUHHOCTU PEIENTOPOB K MHCY-
JIUHY), Ha YPOBHE TPAHCIOPTUPOBAHUS TJIIOKO3BI
(CHMZKEHME KOJIMYeCTBA MOJIEKYJl OEKOB-TPaHC-
MOPTEPOB TJIOKO3bI, PETYIUPYEMBIX WHCYJIUHOM
(GLUT4)) u mocTpelienTOpHOM ypOBHE (HAPYIIEHU:T
repejlayil CUTHAJIA 110 BHYTPHUKJIETOYHOMY KacKay
peaktuii u dochopunupoBanus riaoko3bl) [9, 10].
Hanuuue VP uacto acconmmpyercst ¢ oKUpeHueM 1
caxapubiM auaberom (CI) 2 Tuma, HO B psifie CIyYaeB
Tskenyio VP HabmoiaioT y marenToB 6e3 0KUpeHusl.
[TaToreneTnveckn MOHOTEHHBIE PACCTPOICTBA C
NP nendrcst Ha JBa TUIA: MATOJOTUS MHCYJIUHOBBIX
perenitopos (insulin receptoropathies) u nepsudHbIi
nedext agunonuTo (munoanctpopun) [10].
CymiecTByionie GHOXMMUYECKHE KPUTEPHUH JTHAT-
Hoctuku WP He ABIIOTCA YHUBEPCATHHBIMU U
JIOJIZKHBI  OTIPEIEJIATHCS OTHOCUTENBHO HaCEJeHUs
CTPaHBI C Y9eTOM HOPMaJIbHBIX ITOKa3aTesel MHaeK a
maccel Tena (MMT). Kputepusimu ararnoctuku P
V B3POCJIBIX, TI0 TaHHBIM D. Savage 1 cOaBT., ABJISIOTC:

e orcyrctBue C/l y muirc UMT < 30 kxr/m?, ypoBeHb
uHcyanHa HaTotak 6osee 150 TMOJTE /T, THK WHCY-
JIMHAa BO BPeMsT MPOBEIECHUS OPaJbHOI MPOOBI C
HArpy3Koi T1ioKo30i Bbiie 1500 mMous /I,

* C/I ¢ abcoIOTHOM HEIOCTATOYHOCTHIO HHCYJIMHA Y
st ¢ UMT < 30 kr/m2, noTpe6GHOCTD B 9K30T€HHOM
uHcyauHe > 3 EN/KT B CYTKH;

* YACTUYHAS HEOCTATOUHOCTH CEKPEITUU MHCYJINHA
u/mmn UMT > 30 xr/m? [10, 11].

Knunuuecku WP Mosxker ObITh HpeicTaBieHa
OJTHUM W3 TPeX CUMIITOMOB: MOCTOSTHHbIE THIIEPIJIN-
KEMUM, HECMOTPST Ha OOMBINNE 03bI WHCYJIWHA ¥
6ompubix ¢ CJI, dvepHbii akanTo3 (Hambosee
pacnpocTpaHeHHbIH cuMmnToMm Tspreyaon WP mipum
MOHOTEHHBIX CHHAPOMAX), OBapHajbHasi THIIePAH]I-
POTEHMST WM CUHIPOM TIOJTUKHUCTO3HBIX SIMYHUKOB
(omuro- m aMeHOpes — YacTo nepBbiil npusHak NPy
MOJIOZIBIX sKeHuH) |3, 9—11].

Ha cerogus unentuduumposano 6ouee 20 Hacses-
CTBEHHBIX CUHPOMOB ¢ BbipaxkerHoit P (Tabauia)
CO CBOUMHU TIATOTEHETMUYECKUMHU W KJINHHUKO-
J1aboPaTOPHBIMK OCOOGEHHOCTSIMU. YPOBEHb MHCYJIU-
HAa B KPOBW IPU PA3TUUYHBIX COCTOSHUSAX MOJKET
BapbupoBarh ot 50 10 5000 MxE/]/Mu Hatoraxk.

HauGosiee msyueHbl MyTalii B TeHE peIENnTopa
nucyauna (INSR; 19p13.3-p13.2), koropsie 10 OT-
KPBITHST TEHETHYECKOTO JedekTa ObIN OMMCAHbl KaK
curapoMm [JoHoXbi0 M cuHApoM PabcoHa—MeHpeH-
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Tabavua
HacaeactBeHHble cuHApPOMBI ¢ UP

CuHApPOM len Tun
HaCAeAOBaHUS

CrHAPOM AOHOXbIO INSR AP
CuHapom PabcoHa—MeHAEeHX0AAA INSR AP
CuHapom HAIR-AN INSR ?
CuHapom bepapanHeaan—Cerina AGPAT2, BSCL2, CAV1, AP
(BpOXKAEHHas reHepaAn30oBaHHas AMNOANCTPOUS) PTRF
AnnoancTpodust cemeriHas, YactmyuHasg, Tmn AyHHUraHa LMNA AA
A GnOmDaHOn AnCAIAGH (MAD) LMNA AP
AunoamcTpodus cemeitHas, YacTmyHas, AyHHUraH-NoAOGHbIN TUM PPARG AA
CuHapom BuaemaHa—PayTeHuwuTpayxa (HeoHaTaAbHas nporepus) He n3BecteH AP
CuHapom BepHepa WRN AP
CuHapom ceaekTuBHOM MP € nceBaoakpomeramen [eH-kaHanaaT PI3-K ?
CuHApPOM AAbCTpema ALMS1 AP
CuHapom bapae—buraas

Tmn 1 BBS1

™n 2 BBS2

™n 4 BBS4 AP

™n 6 MKKS

T™n 7 BBS7
MyTaumm reHa, KOAMPYIOLLEro AenTUH LEP AP
MyTaumm reHa, KOAMPYIOLLEro peuenTop AenTuHa LEPR AP
CuHapom SADDAN R3 FGR ?

[Mpumeyanne. AP — ayTOCOMHO-PELLECCMBHDBIN TUM HACAEAOBAHMS, AA — ayTOCOMHO-AOMMHAHTHbIN TUM HACAEAOBaHMSI.

xoJsta. PaszHooOpasue KJIMHUYECKUX TIPOSIBIEHUIA
00yCTIOBIEHO pa3HBIMU BUAAMHU MYTAllUi B TEHE,
KOTOpBIE BBI3BIBAIOT HApPYIIEHNE CHHTE3a OETKOBBIX
MOJIEKYJI PeIlerTopa WU €r0 TPAHCIOPTHUPOBKHU K
MMOBEPXHOCTU KJIETKHU, CHUKeHUE apUHHOCTU Pelieri-
TOpa K WHCYJWHY, CHUKEHUE aKTUBHOCTU TUPO3WH-
KnHa3bl (pepMeHTa, SBJSIONIETOCS KJIIOYEBBIM B
mepefiaue CUTHAJIA KJIETKe) WM YCKOPEHHOEe Paspy-
nrenue perenitopa [12].

Cunzpom [loHOXBIO pPa3BUBAETCS BCJIEJICTBUE
TOMO3UTOTHBIX UJIU T€T€PO3UTOTHBIX MYTaIlUil B TeHe
peIenTopa HHCYINHA, O0YCIOBINBAIONINX CHIKEHTE
(110 10 % oT HOPMBI) CBSI3BIBAHUST MHCYJIMHA C PEIlET-
TopoM. TWN HaciemoBaHWS CHHAPOMAa ayTOCOMHO-
perieccunbiit [2, 11]. [lsig neteit ¢ aTUM CUHAPOMOM
XapaKTepHbl TPOTECKHbIE YePTHI JIUIA, OOJbIINE U
pacIooKeHHbIe HU3KO YIITHBIEC PAKOBUHBI, HETIPOTIOP-
IUOHATBHO OGOJBIINE KUCTH W CTOTBI, BO3MOKHO
HaJn4re MyTMOYHBIX U TaXOBBIX TPBIK. XapaKTepHa
BHYTPUYTPOOHAsT M MOCTHATAJIbHAS 3ajepkKa (husn-
YeCKOT0 Pa3BUTHUS, KOTOPasl CBSI3aHA C YMEHbIIIEHNeM
CTUMYJUPYIOIIETO BANSHUS WHCYJIWHA HAa CHHTE3
GenkoB. VI3MEHEHMsT CO CTOPOHBI KOKH BKJIIOUYAIOT
OTCYTCTBHE TOAKOKHO-KIPOBOM KJIETUYATKI U TUD-
¢y3ubIii rutiepTpuxo03. Kimnuueckue mpusHaku J0K-
HOTO TIpeskieBpeMeHHoro rnojosoro pazsutus (1111P)
— TUTIEPIIIA3HUsI TIOJO0BOTO YJIeHA Y MATbIMKOB U KJIN-
TOpa y MeBOYEK, KUCTO3HbIE U3MCHEHNS STMIHUKOB —
OTIVICAHBI y fleTell yiKke B Bo3pacTe 1 roga. XapaKkTepHBbI
AMU30/Ibl TUIIOTJIMKEMUM HATONIAK M BbIPAXKEHHA
MOCTIpaHAuaIbHAs TUTIEPTIIMKeMUs. [unepuHcyiu-
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HEeMUST JocTUTaeT BoICOKUX udp — 10 5000 MxE/T /Mt
K coskanenuto, MeTabomuecKne HapyIeHus: He T0/1-
MAIOTCST KOPPEKITUHU, CMEPTh HACTyMmaeT OOBIYHO B
Bospacte 1—2 ropa.

MyTamuu B TeHe pelenTopa WHCYJIMHA, BBI3bI-
Balol[e HAPYIICHUS CBA3BIBAHUS WHCYJTMHA C PEIlel-
TopoM (710 30 % OT HOPMBI), OIIMCAHbI KAK CHHIPOM
Pa6cona—Menaenxosura. KianHnueckass KapTuHa
BKJIIOYAET YCKOPEHHBIN JIMHEHHBIH pOCT, ruiepriia-
3ui0 JieceH, nmpusHaku Joxkuoro IITIP, yepublii akan-
TO3, TYCTble, Me/JIEHHO PacTyIIhe BOJIOCHI M yTOJ-
MeHHble HOTTH. [umepwHCy/InHEMUsS BapbupyeT B
npexenax 500—2000 mMxE/l/ma. Passusmmuiics C/]
JUTS TOCTUZKEHUST KOMIIEHCAI[MY HYKAAeTCs B OOJTh-
WX 032X WHCy/MHA. Tedenue puabera TabUIbHOE,
IIJIOXO ToJiIatoleecss MeInKaMeHTO3HOH KOPPEKIINH,
CO CKJIOHHOCTBIO K KETOAIU/I03Y U € OICTPBIM Pa3BU-
THEM COCYIUCTHIX ociokHeHWi. [IpomomkuTens-
HOCTb JKU3HU He rpesbimaer 15 ner [2, 11].

Cunnpom HAIR-AN (HA — runepanjporenus,
IR — uncynunopesucrenTHOCTh, AN — UepHBIN aKaH-
103) B 1988 r. onucamu R. Barbieri u coasr. [lust Hero
xapakrepno Boipaxkennoe oxupenne (MMT 6Gonee
97-i1 meprierTIsIN ). MyTanuu B TeHe PEIENTOpa UHCY-
JINHA TIPU 3TOM CUHIPOME TOUYEYHbIE, CBSI3bIBAHIE
UHCYJIMHA C PEIenTopoM coxpaHeHo o 60 %, rumep-
uncysmnemust He ipeBbiinaer 500 MxE/l /M. Cunapom
HAIR-AN, kak mpaBuJIo, IMarHOCTUPYIOT Y JIUIL TIOCT-
myOGepTaTHOTO Bo3pacTa. B KJIMHUUYECKOH KapTiHe
peobanaioT kano0el, xapakrepsbie s CJI 2 Tuna, B
COYeTaHWM ¢ OKUpeHNeM U rurnepasporesneii [11].
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B 1993 r. 6BIT omMcaH CHHIAPOM BBIPASKEHHOM
cenexktuBHoil UP ¢ nceBpoakpomeraimeid, KOTOPbIi
00yCJIOBJIEH TIOCTPENENTOPHBIM JIe(PeKTOM TIepesadn
WHCYJIWHOBOTO CHUTHAJIa BCJEACTBUE CHUXEHUS
aKTUBHOCTU (epMenHTa (HocHOMHOZUTHI-3-KUHASHI
(Pl-kunassr) g0 70 % or HopmasbHOu. Ilpuumna
dopmMupoBanus 3TOr0 CHHIPOMA — MYTAIlUsI B TeHe
PI3-K, oTBeuatoriiero 3a ak THBHOCTD 3TOTO (hepMeHTa.
Hapymienuii akTUBHOCTHM pelernTopa WHCYJIWHA He
BBISIBJIEHO. XapaKkTepHble MPU3HAKU CIHIPOMA: Tpe-
HaTaTbHAS MAKPOCOMUS, OJKUPEHIE, TPU3HAKN TICEB-
noakpoMerasiny (YCKOpEHHe POCTa, MaKpOTJIOCCHS,
yBE€J/IMYEHUE YHIHDbIX PAKOBUWH, aKpajibHasl TUIIEPTPO-
(bust), KoTOpBIE OOBIYHO MOSBIISIOTCS Y A€TEH cTapIie
13 gner. [ToHas KTUHWYECKAsT KapTHHA Pa3BePThIBA-
etcst mocye 25 ser. IlaTonorns mo KIWHWKO-1abo-
PATOPHBIM XaPAaKTEPUCTUKAM UMEET CXOKUE YePTHI C
MetabosmuecknM curapoMoM X. Beickasano nperno-
JIO)KEHNEe, YTO IATOJIOTHYEeCKOe OIepeskeHne pocTa
00y CJIOBJICHO TUTIEPUHCYIMHEMHUEH, KOTOpast CTUMY-
JIUPYET TPOIECChl pocTa Oiarofaps aKTHBAIIUN
pereniropa MHCYJIUHOMOA0OHOTO (hakTopa pocra-1
(I®P-1) u upeamepHOMY 0OPasOBAHUIO COMATOME-
JIUHOB [3].

Jlunogucrpodpuu — rereporeHHast rpyIina Hacjae/-
CTBEHHBIX 3a00JI€BAaHUH € YACTUIHBIM MJIHM TTOJHBIM
OTCYTCTBUEM JKUPOBON TKaHU, JIIsT OOJIBITMHCTBA U3
kotopbix xapaktepua UP [2]. Kuaccudunupyiores
JINTIOAUCTPOMUN B 3aBUCUMOCTU OT aHATOMHYECKOTO
PACTIONIOKEHNST 30H MCUe3HOBEHUS KUPOBON TKaHMU.
Hanuume n pactipenenenne ;KUpoBoii TKaHWU OTpese-
JITIOT C TOMOIIBIO JBYX9HEPTETUYECKON PEHTIEHOB-
ckoit abcopbrmomerpun (DEXA) wnm marautHO-
pesonaHcHoi Tomorpaduu (MPT).

Cunapom bepapmunemmn—Ceiina (BposkieHHAs
reHepasn3oBanHas Junognctpodus (congenital
generalized lipodystrophy — CGL)) mposisisiercst
[IOJIHBIM OTCYTCTBHMEM KUPOBOI TKAHH, YCKOPEHHBIM
]II/IHefIHbIM POCTOM M KOCTHBIM BO3PaCTOM, ITOBbI-
IIIEHHBIM aIllIeTUTOM. B ZIOTIIKOIBHOM BO3pacTe MOsIB-
JIIeTCsl 4YEePHBIl akaHTO3 B OOGJACTH IIeH, Ha
€CTeCTBEHHBIX CKJIAKax W Ha TyJoBuile. [loutn y
Bcex OOJIBHBIX JMAarHOCTUPYIOT TelaToOMEeraiuio,
IIYIIOYHYI0 TPbIKY U AKPOMETaJlOUJHbIE YEPThI
(yBenmueHne HIKHEN YemocTh, OOMbINNEe KUCTH U
CTOTIBI). Y JIEBOUEK-TIOJIPOCTKOB (DOPMUPYIOTCS KJIH-
TOPOMETaNusd M KUCTO3HbIE U3MEHEHUs B SIMYHUKAX.
B mocTy6epTaTHbIil IepHO/L TPOTPECCUPYIOT KINHU-
YyecKue MPOsIBJIEHIS TUIIEPAH/IPOTEHUN B BUIE THPCY-
THU3Ma W HapylleHUuHl MeHCTPYaJIbHOTO IIHKJA.
BoIpakeHHBIN THTIEPUHCYIMHU3M W TUTIEPTPUTIIUTIE-
pueMus 6pIBAIOT yiKe B Bogpacte 1 rox. P pmurenn-
HOe BpeMs KOoMIleHcupyercs, Ho mocie 10 JeT, Kak
npaBusio, Mmanudectupyer C/I 2 tuna. B 3aBucumoc-
TH OT TEHETUIECKOTO JIeheKTa BBIZICJSIOT 4 TUTTA CUH]I-
poma. IIpmunnoit 1 Tuma cunapoma bepapannenii—
Ceiina (CGL1) sBastiorcst mytannu B reie AGPAT2
(99q34.3), xoToperii KomupyeT 1-amuarauiieposi-3-
dochar-O-anunrpancdepasy-2. Itor GepMeHT

Ne1 2015

UTpaeT BaKHYIO POJIb B OMOCHHTE3E JUTH/IOB, U TIPU
ero jiedeKTe OHU He HAKAIIMBAIOTCS B Q/[UIIOIUTAX.
Y 60JIbHBIX OTMEYAIOT UCYE3HOBEHE META0OINYECKU
AKTUBHOM KUPOBOIl TKaHU MOJAKOKHO B MHTpaab1o-
MUHAJIBHOU U BHYTPUTPYIHON 00JACTSX, B KOCTHOM
MO3Te TIPU COXPAaHHOCTH MeXaHWYeCKOH KUPOBOI
TKaHW, BBIMOJIHIIONIEN 3aIUTHYIO ¥ aMOPTU3UPYIO-
1yio byHKIwn (B 06JacTi CyCcTaBOB, OPOUT, Ha JIA0-
HaxX 1 nopomBax). [Ipuaunoit 2 Tuna (CGL2) saBis-
forcst myTaruu B reie BSCL2 (11q13), koaupyrorem
6eToK ceHTiH, (QYHKITISI KOTOPOTO TIOKa He M3BECTHA.
JlokazaHo, 4TO TeH MaKCUMAaJIbHO SKCIIPECCUPYETCs B
KJIeTKaXx MO3Ta U MUHUMAJIbHO — B KMPOBOI TKaHU.
Y manueHToB OTMEYAIOT WCYE3HOBEHME KaK MeTabo-
JIMYEeCKU aKTUBHOW, TaK M MEXaHUYeCKOU KUPOBOU
TKaHW, KPOME TOTO, IJIsI HUX XapaKTepHa yMepeHHas
yMmcTBeHHas orctanocts. [Ipu 3 tune (CGL3) onu-
canpl myTtaiiuu B rene CAV1 (7q31.1), koTopblii Ko-
aupyeT GeI0K KaBeOJMH — OCHOBHON CTPOMTEIbHBIN
6es10k KreTounbix MemOpan. Ten CAV1 MakcumanbHo
aKCcIpeccupyeTcsl B JKUpoBoi TKauw. llanmentam
CBOYICTBEHHA MBIIIEYHAS THIIOTOHUS U KapIUOMera-
mus. Tunt 4 (CGL4) obyciioBieH MyTallusiMi B TeHe
PTRF (17g21). 9ToT ren kogupyeT noanmepasy-1 u
PUIN3WHT-(GAKTOP TPAHCKPUMIINHU, YYACTBYIOIIHE B
dbopMupoBanuu U crabuimsaiun KaBeos (GOKaIo-
06pa3HbIX MHBATMHAIUH MTa3MaTHYECKOW MEMOPaHHI,
6orateix CUHTOTUNUAAMU U XoJjecTepruHom). TIpu
reHeTndeckoM siepexre rena PTRF kaBeossl Tepsior
cBOTO (hOPMY, B pe3yJIbTaTe Yero HapyIaeTcss BHyTPU-
KJIETOYHAsT PETYJIANNS JTUIHAHOTO ob6Mena. Kinu-
yecku tumel 1 u 4 cuagpoma bepapaunemmn—Ceiimna
He PasJUYUMbl U MOTYT OBITH AU dEpEeHITPOBAHBI
TOJIBKO Ha MOJIEKYJISIPHOM YPOBHE.

OO1IM JIJIsT BCEX THITOB SIBJISIETCS] HAPYIIIEHHE Pas-
BUTHUSI W HOPMaJbHOTO (DYHKIIMOHUPOBAHUS aUTIO-
ITUTOB: (POPMUPYIOTCS AJUTONUTHI, 06eTHEHHBIE TPH-
TJINIEPUIAMU UJTH C HEIOCTATOYHBIM HAKOIIJIEHUEM
dochommnupos, HeOOXOAUMBIX IS BHYTPUKJIETOY-
HOIT Ilepeiauil CUTHAJIOB 1 0OecriedeH sl HOpMaJIbHO-
ro GyHKIMOHUpoBaHusa MeMOpaH. OTCyTCTBIE MeTa-
GOIMYECKN aKTUBHON JKUPOBON TKAHU TIPUBOAUT K
HapyIeHnio 0OMeHa X0JIeCTepUHA U TPUTIUIIEPUIOB
C HAKOIJIEHHMEeM WX B KPOBU W JIEMIOHUPOBAHUEM B
neyeHu U ckeseTHblx Mbinmax. Pazsutue WP npu
ATOM CHHIPOME OOYCTOBIEHO MeeKTOM Ha MOCTpe-
MENTOPHOM YPOBHE. BbIpakeHHOCTH MeTabosmdec-
KUX HApYIIEHUU MPHU JUMOAUCTPO(PUU TTPOTOPITNO-
HaJIbHA CTENEHU TIOTEPH ;KUPOBOH TKanu. Koppexiiuio
VP npoBomaT kak 6Guryanugamu (MeT(hOpMUHOM) B
KauecTBe MOHOTEPAITHH, TaK U B COUETAHUU C Ipera-
paTtoM peKOMOUHAHTHOTO JIETTUHA (METPEIETITHHOM ).
CuuTaloT, 9YTO UCIOJIb30BAHIE METPEIENITUHA CHIKA-
€T YPOBEHb TPUTJIUIIEPUIOB U IIIMKUPOBAHHOTO T€MO-
rinobuna [2, 4, 5, 11].

Jlunoauctpodun ceMeiiHble YaCTUUHbBIE — TeTepPo-
TeHHbIE AYyTOCOMHO-IOMWHAHTHBIE 3a00J€BaHUs C
pasaMuHBIMU  BapuaHTamu (enotuna. Hawnbomee
M3BeCTHas JunoaucTpodus cemeiiHass yacTU4Ha,
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tun JlyHHHTaHa, KOTOPasl Pa3BUBAETCS BCJEICTBUE
ToueuHbIXx MyTanuil B rene LMNA. Pacnpenenenue
TOJIKO’KHO-KMPOBOI KJIETYATKU B JIETCKOM BO3PacTe
HOPMaJIbHOE, ICUEe3HOBEHNE €€ B OCHOBHOM Ha BepX-
HUX W HIDKHUX KOHEYHOCTSIX MPOUCXOAUT C HACTYTI-
JleHneM 1oJioBoii 3pesoctu. [lo3anree B mporiecc BOB-
JIEKAETCS KMPOBAsi TKAHD € 00JIACTH JKUBOTA 1 TPY/IH.
Ha MPT Busyanmuaupyercs ImoTepsi MOAKOKHOTO
JKUPa U YBEJMUEHHE KOJTMYECTBA MEKMBIIIEYHOTO U
UHTPaabIOMUHAIBHOTO. Y OOJBHBIX PEIKO ObIBAET
YEPHBI aKaHTO3 W IMOJUKUCTO3 AMYHUKOB. VP n
COITYTCTBYIOIINE M3MEHEHUS YTJIEBOJHOTO M KHUPO-
BOr0 0OMeHa BCTPEYAIOTCS Yallle Y SKEHIINH U Pa3Bu-
BalOTCS BO BTOPOM JECATUICTUN KU3HU [2, 4, 5, 11].

Cunapom SADDAN (SA — Tskesrast axOH/IPOTLIa-
3ust, DD — 3azmepskka pazsutust, AN — 4epHBIiT akaH-
TO3) — PEAKOE TEHETHYECKU JeTEPMUHUPOBAHHOE
HapyIIeHne POoCTa KOCTEH B COUETAHUY C BPOKIAECHHBIM
MOPOKOM pa3BuTusi rosoBHoro mosra u UP. Ilopa-
JKaeTcs CKeJeT, Kak MPU KIAaCCUIeCcKOi aXOHIPOIIa-
3UU: HEMPOMOPIMOHATHHAS KapJUKOBOCTh 32 CYET
YKOPOYEHUSI [JI€YEBbIX U OeJPEHHBIX KOCTEl, MaKpPO-
nedans, W30MAKTUIUSA, TOSCHUYHBIN JIOP/O3.
CTpyKTYpHbIE aHOMAJIMK Pa3BUTHSI MO3Ta 00YCJIOB-
JIUBAIOT MOSIBJIEHUE CYAOPOT, 337IePKKY TICIXOMOTOP-
HOTO Pa3BUTHSI, YMCTBEHHYTO OTCTAIOCTh [11].

MopbuIHOE O5KMPEHYE, Pa3BUBAIONIEECST BCJECACTBUE
CTUMYJIUPYIONMX MyTanuil B reHe Jentuna (Lep,
7q31.3) u rene pernentopa JentuHa (LEPR), takke
conpoBoskaercs VP, B HOpMe jilenTWH ydacTByeT B
peryistin 06hbeMa IeTOHNPOBAHHOTO KA, IEHCTBYET
Ha [IEHTPATBHYIO HEPBHYIO CHCTEMY, PETYJIUPYS TIOTPed-
JiIeHre TWIM 1 pacxoji auepruu. [umnepsentuneMmust
MPSIMO TIOJIABJISIET CEKPEIIHIO WHCYJINHA, a TaksKe 00yC-
JIOBJINBAET CHIKEHNE YyBCTBUTEIBHOCTH TETIATOIIITOB
K IeFiCTBUIO MHCYIMHA. [eH JenTuHa sKcmpeccupyercst
B 6esoll JKUPOBOI TKaHW, JKeIy/Ke, TIalleHTe U, BO3-
MOKHO, B MOJIOYHOW sKeJre3e. THIm Hacsie/[oBaHus 3TOro
COCTOSTHHS @yTOCOMHO-pelteccuBHbI [10, 11].

Oco0blii MHTEPEC TPEJACTABISET U3y4YeHHUe B3aw-
MOCBSI3U MEXIY TOAUMOP(MU3MOM TeHa WHCYJIUHA
(INS VNTR) u passutuem WP. Omupezneseno, 4to
YHCJIO TIOBTOPOB Iap OCHOBAHWII B TeHe WHCYJIMHA
MOJKET IIPSIMO TPONOPIMOHAJIBHO BJUSATH HA €ro
aktuBHOCTb. IIpu mccnepoBanum yvyactka VNTR ¢
BapuabeIbHBIM KOJIMYECTBOM IIOBTOPOB 14—15-TH
map OCHOBAHWI (IICJIO TIOBTOPOB MOKET BAPhUPOBATh
ot 30 10 160) 6bLIO BBIZIETIEHO TPU THIIA aJLJIEJIeH:

» xiacc I — penkue moBTOphl — 28—44 (pacmpocTpa-

Hennoctb 50—70 %);

» kjacc [T — mpomexxyTounbIil THT (TTPAKTUYECKU He

BCTPeUYaeTcs y eBpPOTeNIeB);

o kmacc IIT — 6osbmue mosToper — 138—159

(5—30 % cayuaes) [1, 6—9, 13].

Anenu ¢ 6ospimm yncaom osropos (111 kmacc)
OTBEYAIOT 32 BBIPAGOTKY OOJIBIIErO KOJIMIECTBA HHCY-
JIUHA, 9eM ajienu | xiacca, KoTopble He BIUSAIOT HA
aKTHBHOCTB reHa. B HacTosIee BpeMs loKa3aHa poJrb
INS VNTR B pazsutun C/I. Astess [ kiacca cauraior
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renoM-kanauaarom 11 yposust st passutust C/l
1 Tuna, ajurens 111 knacca, Ha06OPOT, CUUTAIOT IPOTEK-
TuBHOU B otHOMIenuu pazsutust C/I 1 tuna, npegoxpa-
HSIONIEH OT ayTOPeaKTUBHOCTH K OGeTa-KJIeTKam
MOJUKETYI0UHOT sKeste3bl. OHako uMeHHo ayiesb 111
KJ1acca 00yCIOBINBAET PA3BUTHE TUTTEPHHCYTMHEMUH,
NP u CH 2 tuna[1,6-9, 13]. Hocurenu aByx asieneit
I knacca (renorun I/T) xapakrepusyiorcst 6osiee paH-
HUM BpeMeHeM 1e0r0Ta TOJNMKICTO3a SIUYHUKOB, B
GOJIBIIMHCTBE CJIYYaeB COBIAAMOINMM € BO3PACTOM
MeHapxe. Y HEeKOTOPHIX GOJBHBIX OTMeueHa U Gosiee
PaHHA MAaHU(PECTAITIS CUMIITOMOB TUITEPAHIPOTeHUH,
6OJIbIITAst CTENEeHb TMPCYTU3Ma, BBIPAKEHHOCTD aH/[PO-
reHO3aBUCUMO JiepMoTIaThH. Y MallMeHTOK ¢ TeHOTH-
nom III/IT] mpusHaku TUTIEpaHAPOTEHUH BBIPAKEHbBI
cmabo WM YMEPEHHO ¥ TPOSIBISIOTCS HapyIIeHHeM
MEHCTPYATBHOTO ITUKJIA C AHOBYJIAIIHET.
Ycranosiena B3auMocBsi3b Mexay VP u passutn-
€M KHCTO3HBIX U3MEHEHUN SIMYHUKOB. HpI/IHI/IMaH BO
BHUMaHUE JaHHbIe 00 OOIIHOCTH PEIENTOPOB K MHCY-
guny u UMDP-1, npearonaraior Kak nepBudHOE BJIM-
SHUE TUMEPUHCYJTUHEMUN HA TUMEPILIA3WI0 KJIETOK
TEeKU SUYHUKOB, TAK U CyIIleCTBOBaHUE jlepeKTa cepu-
HoBoOrO (hochopunupoBanus nutoxpoma P450c17 u
MHCYJIMHOBOTO PEIeNTOPa, OJHOMOMEHTHO TTPUBO/ISI-
niero K pazsutuio 1 P, u runepanaporenun [13].

Kimnuueckuii cryyait

Havyuenmxy P. B Bo3pacte 6 jieT 9 Mec HarTpaBUJIN Ha
KOHCYJIBTAIINIO € JKamobaMy Ha YCUJIEHWE TIMTMEHTa-
M KOJKU B OOJTACTH TIIEH ¥ TTOJIMBITIICUHBIX BIAJUH (C
1,5—2 jieT), ycusienne pocta TEpMUHATIBHBIX BOJIOC Ha
KOHEYHOCTSIX U CITUHE, YBeTUnYeHe MOJIOUHBIX JKeJle3.

Anammes ycusniL: POIAIACH OT TPeTel GepeMeHHOCTH
U BTOPBIX CPOYHBIX POJIOB IIyTEM KeCapeBa CeYeHust
(sSITOIYHOE MTPEITIEKAHIE ), MACCA TeJIa TIPU POSKIAECHUN
— 3250 1, poct — 54 cm. CraHOB/IEHNE CTATO-MOTOPHbIX
U TICHXO-PEYEBBIX HABLIKOB IMPOUCXOIIJIO COTJIACHO
Bo3pacTHbIM HopMaM. OObekTuBHO: poct — 126 cMm
(+ 1,4 SD), Tesocioxenre mMporopImoHaIbHOe, Macca
tesa — 24 kr, UMT — 15,1 kr/m? (< 15-ii niepiiertuiim),
KOJKa CMYTJIad, TeHepaJM30BaHHbIN TUTIEPTPUX03 (THUP-
cyrHoe uyucyao 1o mkane @Deppumana—lomnBes —
10 GamtoB), YEpHBI AKAHTO3, KOKHBIE MANUJIIOMbI,
JKECTKHE KypyaBble BOJIOCBI, MOJIOBOE Pa3BUTHE TIO
Tarnepy — Ma2 P1 Ax1 Mel (puc. 1).

ITpu 06ceToBaHUN BBISBUIIN THIIEPIHCYTTHEMIIO
(uMMyHOpeakTuBHBIN uHCyJIUH — 289,6 MkExn/mn
(nopma 2,6—24,9) nipu HOpMOrTHMKeMuu (TJIOKO3a
MJIa3Mbl BEHO3HOH KPOBU HATOMaK — 3,9 MMOJIb/
(mopma 3,33—5,55), BBICOKUIT UHIEKC WHCYJUHOPE-
sucrentnoctu HOMA — 50,19 (wopma < 3,2),
C-nerrun — 4,29 ur/mi (vopma 0,81—3,85), rimku-
poBaHHBIA TeMoryobun — 5,9 %, TUNOJIENTHHEMUIO
(0,38 ur/ma (wopma 3,7—11,1 ur/mn). CyrtouHas
AKCKpEIUsl KOPTU30Ja ¢ Mouoii, ypoenb /I'EA-c B
kpoBu, DCI, JII, scrpagrion — B mpezesiax HOP-
MaTUBHBIX 3HaueHnil. [Ipoba ¢ qudepenntom (0,1 mr)
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Puc. 1. TmnepTpuxo3, YepHbIi akaHTO3

orpunaresnbhas (orcyrersue nosbitenust JIT, OCT),
HO OTMEUEHO 3HAYUTEJbHOE MOBBINIEHUE CTUMYJIH-
POBaHHOTO YpOBHS acTpaauona (depes 1 4 — 10
14,19 nir/mu; wepes 4 u — 10 55,47 1ir/mut; yepes 24 u
— 110 64,42 iir/Mut). YpOBEHb B KPOBU aHTUMIOJLIEPO-
Ba ropmona (AMI) — 8,99 ur/ma (Hopma 171 sieBo-
yek gomybepraTHoro Bospacra — 1,0—8,9). Jlunumo-
rpaMma: OOIMIA  XOJEeCTePUH 4,57 MMOJIb/ T
(< 5,2 MMOJIB/JT — OTCYTCTBUE PHUCKA), JIUTIOTIPOTEU/IBI
Boicokoi moraHoctu (JIIIBII) — 1,65 mmomb/n
(1,15—1,68 MMOJIb/J1 — YCTOBHBIH PUCK), JUTOTIPO-
ten/ il HU3KoM otTHoctu (JIITHIT) — 2,64 Mmmoub/ ot
(2,59—4,12 MMOJIb/J1 — YCJIOBHBIN PHCK), TPULJIH-

—— VPU*, MKEA/MA
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nepuzasl — 0,61 Mmmomb/n (< 2,3 MMOJIB/JT — OTCYT-
CTBUE pUCKA), MHJEKC aTeporeHHoct — 2,77 (HopMa
1o 3,0). [Ipu ynsrpazsykoBom uccaenoBanuu (Y 31)
HIUTOBUIHOMN JKeJIe3bl, OPraHoB OPIONIHOM MOJOCTH 1
[I0YeK 11aTOJOTHYeCKUX U3MeHeHUH He BbisBeHo. 1o
JTAHHBIM PEHTTEHOTPa(UN KUCTEM C Ty9e3arsiCTHBIMU
CyCTaBaMM BBISABJIEHO YCKOpeHUe occubuKaium
(koctHbrit Bozpact 8,5—9 uer). Ilo manneim Y3U
OPraHOB MAJIOTO Ta3a JUTMHA Tejla MATKH — 25 MM,
repeHe3aiHuii pasamep — 18 MM, ToNepeyHbIiT —
17 MM, sHIOMETPUN He BUIYATU3UPYETCS; SUIHUKA
YBEJMYEHDBI, C KUCTO3HOW TIEPEeCTPONKON: TIPaBbIil S1Y-
HUK — 72 — 29 — 47 MM, TPEUMYIIIECTBEHHO COJTUIHON
CTPYKTYPBI CO MHOKECTBEHHBIMU MEJKOKHCTO3HBIMU
BKJTIOYCHUSMH TI0 TIePUMETPY, 7 POJITNKYJIOB TMaMeT-
poM 20 MM 1 3—7 MM; JIeBbIIl SUIHUK — 48 — 28 —
31 MM, cofepKHUT 3 KHCTO3HBIX 00PA30BaHUS JHAMET-
pom 13,18 u 22 mm; Tommuna creaku — 1,7 mm. MPT
OPTaHOB MAJIOTO Ta3a MOATBEPANIIA HATNYNE KICTO3HO-
COTMAHBIX HOBOOOpa3oBaHuil 000MX AMYHUKOB. SInd-
nukoBbie onkomapkepbl (CA-125, a-derornporent,
B-xopuoHuYecKuii TOHAIOTPOIINH) — B TIpejiesiaX Hop-
MaTUBHBIX 3HAYEHWI, TTAIIMEHTKY TIPOKOHCYJIBTUPOBA-
su B HanmonasbHOM MHCTUTYTE paka, 3J10Ka4eCTBEeH-
HBIII OIyXOJIEBBIM TIPOIECC B SIMYHUKAX WCKJIIOYEH.
YuuteiBasg Hammure cunapoma NP, nedunmra Maccs
tera (UMT < 15-it neprierruin), jgoxuoro I1IIP mo
M30CEKCYaTbHOMY THUITY, THIIOJIENITUHEMUN, CIieludu-
4ecKOro (heHOTHTIA, GbLJT BHICTABJIEH TIPEIBAPUTEHHBIIT
QIMATHO3: BPOK/EHHAs TeHEepaJn30BaHHAS JIUOIN-
crpodust (cungapom bepapamrennn—Ceiima). Moare-
KYJISIPHO-TEHETUYECKUIT aHAJII3 He BBISIBUJI MyTaIUH B
retax AGPAT2 u PTRE Ho 6bL1 onpejiesieH TeHOTUTT
IT1/I1T nomumopdnoro yuactka VNTR rena nncysu-
Ha. Ilo pesyznsrataMm 3THX HCCTIEJOBaHWI YTOYHEH
3aKJTIOUUTEJIbHBIN IMarHo3: cuHAPoM P, reneTnyeckn
nerepmunupoBannbiii (romosurora I1I/1IT mo VNTR
INS). Ipymnma Bbeicokoro pucka mo passuruio C/]
2 tumna. Kucrosuble u3aMeHeHUsT SUYHUKOB. [uroer-
TUHEMUS.

- UNuaekc HOMA

450 44A0’1

;”;8 305,5 / \ 330,4 317.7

300 _% / \ 559 7 A 2

250 / \ AN /

200 \ / \ \ 160,7/

150 \94,4/ \117V 136,6

100 \/ 65,33 \"

oo 50,19 45,2 : 1763 37,62 48,31 20,03 23,96 50,13
O T T T T T T T T T

Aekabpb MapTt Mait ioHb

oAb

CeHTs16pbp  OkT6pb  Aekabpb AuBapb  deBpanb

Puc. 2. AMHaMMKa nokasarteaei MHCyAuHa u mHaekca HOMA Ha choHe reuenns

Mpumeyanne. *MPUN — MMMYHOPEAKTUBHbIN MHCYAMH.
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OIHOBpPEMEHHO C YTOUHEHNEM TIPUIIHBI CUHAPOMA
VP u yunThiBast KJIMHUYIECKYIO KaPTHHY, ObljIa HaYaTa
Tepanus MeThOPMUHOM, HOP3TUCTEPOHOM, TelaTo-
npoTtekTopamu. HavampHas no3a metdopMrHa cocTas-
gstia 250 Mr/cyT ¢ HOCTENeHHBIM YBeJTUYeHUeM 10
1000 mr/cyTku (yBeaudeHue 1036l TPOBOIUIN B CJIY-
Yae BO30OHOBJIEHUS TIOBBIIIEHHBIX YPOBHEI B KPOBH
uncynnaa u ungekca HOMA (puc. 2)).

Ha cone tepanmm uepes 4 Mec yMEHBITIINCH PA3MEPDI
JKeJIe3UCTON TKAHW MOJIOYHBIX JKeJe3, OMHAKO TOTIOKH-
TEJIBHON TMHAMWKHA U3MEHEHUI CO CTOPOHBI SIMYHUKOB
He oTMeueHo u uyepe3 1 roa. K coskanenuio, npenapatr
PEKOMOMHAHTHOTO JIENTUHA TAK/Ke MOKa He JIOCTYIIEH.
OcTaeTcst OTKPBITHIM BOTIPOC JIAJTbHENTIIEH TAKTUKHY TEPa-
MTUA TAIAEHTKA C TeHeTHYeCK! JIEeTePMIHIPOBAHHBIM
cunapomom VP, nusknm UMT, kucTosHoit Tparchopma-
1IUell SIMTYHUKOB W TUTIOJIENI THHEMUEN.

BoiBo1bI

1. HCy/IMHOPE3UCTEHTHOCTL HE BCEr/la COIPO-
BOKIAeTCs OKMpPeHHeM WM M3OBITOYHON Maccoit
TeJ1a, 0COOEHHO IPU MOHOTEHHBIX CUHIPOMAX C HHCY-
JIMHOPE3NCTEHTHOCTHIO.

2. HeobXoanMo WCIOIH30BaTh METOJBI MOJIEKY-
JITPHO-TEHETUYECKOU UATHOCTUKU C IEJThI0 TTOMCKA
IIPUYUHBL CUHAPOMA WHCYJIUHOPE3UCTEHTHOCTU W
Bepu(UKAIIUN IHAarHO3a.

3. BeiensioT MOHOT€HHO HaCJIeqyeMble CHIPOMBI
C BBIPQ)KEHHON WHCYJUHOPE3NCTEHTHOCTHIO U CUH/I-
POM  MHCYJMHOPE3UCTEHTHOCTH, 00YCIOBICHHBIN
nosmmopdusmom rena nHcysnHa (VNTR INS).

4. luckyrabenpHa TeMa BbiOopa Tepanun (JeKap-
cTBeHHbBIE (DOPMBI U JIO3WPOBKM ) TAIIMEHTaM C TeHe-
TUYECKU IeTEPMUHUPOBAHHBIM CHHIPOMOM HWHCYJIH-
HOPE3UCTEHTHOCTHU.
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CnaAKoBi CMHAPOMM 3 IHCYAIHOPE@3UCTEHTHICTIO
10.0. LLlep6ak

HauioHaAbHa AMTSYa creuiaAizoBaHa AikapHs «OxmatamnT», Kuis

VY craTti fi1eTbest mpo CUHAPOMU 3 iHCYJIIHOPE3UCTEHTHICTIO Y XBOPUX Ge3 OJKUPiHHS Ta 1ykpoBoro aiabery. I[lartorenes reme-
THYHO JIeTEPMIHOBAHOI 1HCYJIIHOPE3MCTEHTHOCTI 3yMOBJIEHHET a0 MATOJIOTIE 1HCYTIIHOBUX PEIENTOPIB, a00 MEPBUHHUM Jie(eK-
ToM agunonuTiB (srinoauctpodii). Omnucano BracHUN KITHIYHWIT BUIIAJIOK.

KoiouoBi cioBa: inCyIiHOPe3UCTEHTHICTD, MyTaIlil B T€Hi pererntopa iHCyJiny, Jinoauctpodii.

Hereditary syndromes with insulin resistance

Yu.O. Shcherbak
National Children's Specialized Hospital «Ohmatdyt», Kyiv

The article presents the syndromes with insulin resistance without obesity and diabetes. Pathogenesis of genetically determined
insulin resistance caused by disorders in insulin receptors or primary defect of adipocytes (lipodystrophy). The clinical case was

described.

Key words: insulin resistance, mutations in the insulin receptor gene, lipodystrophy.
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