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axapHblii auadet (CI) 2 tuma sBiasieTcs

FeHeTUYEeCKN U KIMHUKO-MeTabOoJINIeCKN

reTeporeHHbIM 3aboneBaHueM. B ero ma-
TOT€HE3 BOBJIEUEHBI 2 KIIOUEeBbIX MEXaHU3Ma: PE3UC-
TEHTHOCTb K OMOJIOTMYeCKUM 3P deKkTaM MHCYJIUHA
B OOMEHe TJIIOKO3bI U JIUITHIOB U HealeKBaTHasl CeK-
penust MHCYJIMHA [B-KJIIETKaMU MOIKETyTOYHOM Ke-
Jie3bl. Y JIUI] C TEHETUYECKOW MpeapacioloXeHHOC-
Thio K CJ/I 2 Tuna ned6roT 60Jie3HU OOBIYHO HacTyMa-
€T MpHU TIPOrPecCUPOBAHUU OXUPEHUsI, OCOOEHHO
BUCIIEPATBHOI'O MJIM C DKTOMMYECKUM Tiepepacriipe-
JleIeHueM XXMPOBOW TKaHU, YTO YCYTYOJISIET MHCYIU -
HOPE3UCTEHTHOCTb.

B HacTosiliee Bpemsi uaeHTUdULIMpPOBAHO OoJiee
20 MOHOTreHHO HacJieAyeMbIX CUHIPOMOB C BbIpa-
XKEHHOW MHCYJMHOPE3UCTEeHTHOCTbhIO (Tabdia. 1) [5].
IIpu 3TOM KaXXIblii TEeHETUYECKUI CUHAPOM, acco-
IIUMPOBAHHBIN C MHCYJIUHOPE3UCTEHTHOCTHIO, NME-
€T CBOUW KJIMHMKO-JIJabopaTOpHbIe M MaTOreHEeTUYecC-
K1e OCOOEHHOCTH.

MHCYIMHOPE3UCTEHTHOCTh TIPU TUX CUHIPOMAX
BbIpaXkeHHasi, ypoBeHb WHCYJIWHA BapbUpyeT OT
50—-70 mo 300 MKE/mMnm m BbIIIe HaTOIIaK U OT
300—400 mo 2500-5000 MxE/Ms1 mmocine cTUMYJISILIUMA
rawoko3oi [7]. Takasg MUHCYJIMHOPE3UCTEHTHOCTb MO-
XeT ObITh 00ycJioBJeHa AedeKTaMU pelenTopa UH-
CyJMHA M OOJILIIOTO KOJUYEeCTBA Pa3JUYHBIX CUT-
HaJIbHBIX MOJIEKYJ, y4acTBYIOIIUX B BaXXHEWIIUX
aTanax BHYTPUKJIETOYHOM TPAaHCAYKIIMU WHCYJIUHO-
Boro curHana. K HacTosiimnemy BpeMeHM HauboJjiee
U3YUYEHHBIMU SIBASIOTCS Ae(hEeKThl pelenTopa MHCY-
JuHa [8], oTHOCSIIMECS K MePBOMY YPOBHIO UHCYJIU-
Hope3ucTteHTHOCTU (puc. 1) [3]. OHU upe3BbIYANHO
peIKO BCTpeYaroTCs B KJIMHMYECKON TpakTuke. B
MUPOBOMU MpakTUKe onucaHo He 6osee 50 myTauuii B
reHe pelienTopa WHCYJIWHA TPU TaKUX CUHIPOMAax
kak JoHoxbio, cuHapom PabcoHa-MeHaeHxoJs1a,
CUHAPOM WHCYJIMHOPE3UCTEHTHOCTU THUna A (y
10—20% 6onbHbIX) [10]. MyTauuu peLentopa MHCY-

JIMHA TaKXe OMUCAHBbI Y OOJbHBIX TaK Ha3blBaeMbIM
HAIR-AN cunapomom — CJI 2 Tha B COYETAaHUMU C
OXUpPEHUEM U TulnepaHaporeHuei, acanthosis
nigricans U HapylIeHUSIMU MEHCTPYaJbHOTI'O IIMKJIA.

MyTtauuu reHa peuentopa uHcyiauHa mo S.I.
Taylor n coaBT. MOAPA3AETSIIOTCS Ha TSITh KJIacCoOB,
KOTOpbIe OOyCMaBAMBAIOT: HapylleHUe Tpollecca
CUHTE3a pelenTopa, HapylleHue TPaAaHCITOPTUPOBKU
peuentopa K TOBEPXHOCTH KJETKH, CHUXEHUE
aUHHOCTU pelenTopa K MHCYJIMHY, CHUXKEHUE aK-
TUBHOCTU TUPO3MHKHMHA3Bl U YCKOPEHHOE pa3pyliie-
Hue peuentopa [9]. Haubosnee Tsxenyo KiMHUYEC-
Kyl0 KapTUHY uUMeeT CUHIpoM JloHOXbiO (TIpexkHee
Ha3zBaHWE — JIETpeXyayHu3M), BIIEpBble OTIMCAHHBII
B 1954 rony y aByx cectep. Y Takux 60JbHBIX 371b(O-
nogobHoe Jaulo (LIapoBUAHBbIE Tjaa3a, OOJblLIME
VI, MUKPOTHATUsI), BHYTPUYTPOOHAasi UJIM MOCTHA-
TajgbHasl 3aJiep>KKa pOCTa, OTCYTCTBUE MOIKOXKHO-
JKUPOBOM KJIeTYATKU, TUPCYTU3M, TUTIEPIIIA3Us T10-
JIOBOTO YjieHa y MaJibYMKOB, KJIUTOpAa — y JIEBOYEK,
KMCTO3HbIE U3MEHEHUSI SIMYHUKOB y JAeBouek. Bo3-
MOXHBI TTOPOKM Pa3sBUTUS BHYTPEHHUX OPTaHOB —
JIETKUX, TIOYEK, BbIMaJeHUEe NPSIMON KUIIKU. Bojb-
Hble CMHAPpOMOM JIOHOXbIO TMOHYT B paHHEM JIeT-
CKOM Bo3pacTte (0ObIYHO B Bo3pacTe 1o 2 Jjet). Tak-
JKe XapaKTepPHBbI 3TTM30/bl TMITOTIUKEeMUIT HATOIaK U
BbIpakeHHasl TMOCTaJIMMEeHTapHasi TUIEPTJIUKEMUSI.
B KpoBU TUNEPUHCYJIWHEMUSI, TOCTUralOeT OYeHb
Bbicokux mudp (500—5000 mxEn/m). Jnsa KoMmrieH-
caly caxapHoro nuabdera TpeOyIoTCsI OTPOMHBIE 10-
3bl DK30TN€eHHOTO MHCYyAMHA. [IpuYnHO MHCYINHO-
PE3UCTEHTHOCTU SIBISIOTCS pa3jMYHbIe MYTalluu
SKCTpaleJUTIONIIPHOTO JIOMEHa pellernTopa MHCYJIU-
Ha, KOTOpbIe TIPUBOJIST K YMEHBIIEHWUIO B3aUMO/Iei -
CTBUSI MHCYJIMHA C PELENTOPOM, CKOPOCTU TpaHC-
Mmopra pelenTopa K MeMOpaHe, TMCCOMAIMN UHCY-
JIMHa OT penenrtopa u T.a. CBs3biBalas Crocoo-
HOCTh pelierTopa MHCYJMHa cocTaBasieT MeHee 10%
OT HOpMbI. BHYTpuyTpoOHas 3aaepxkka pocta 00Jb-
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Puc. 1. TpaHCayKUMS MHCYAMHOBOTO CUTHANa 1 YPOBHU MHCYNMHOPE3NCTEHTHOCTH.

HbIX CBSI3aHa C YMEHbIIIeHUEeM OMOJIOTMYECKOro aeli-
cTBUs uHcyanuHa Ha cuHTe3 JHK. D10 3a60neBaHue
BBI3BAHO TOMO3UTOTHBIMU WJIHM CJIOXHBIMU TETEPO-
3UTOTHBIMU MYTAaLlMSIMHU B TeHE pelelTopa MHCYJIN-
Ha. HacnenoBanue — ayrocoMmHo-pelieccuBHoe. s
MHCYJMHOPE3UCTEHTHOCTU TUIa A, cuHapoMa Pab-
coHa-MeHIeHX0J/1a, XapaKTepHbIMU SIBJISIIOTCST T'e-
TEpO3UTOTHBIE MyTauuu. I[lpm 3THUX 3a00JeBaHUIX
HabJomaeTcsl MHCYJIMHOPE3UCTEHTHOCTh B coYeTa-
HHUH C CUHIPOM IOJIMKHCTO3HBIX SUYHUKOB Y JICBY-
wek. [Tpu cunapome PabcoHa-MenaenxoJsuia, Bnep-
BbI€ OIMCAHHOTO B 1956 roay, B OTIMYKE OT CUHAPO-
Ma JJoHOXbIO, MHCYJIMHOPE3UCTEHTHOCTh MEHEEe Tsi-
Xenasi, 1eTU XUBYT 10 5—15 ner. TunepuHcyinHe-
mus mocturaet 500—2000 MxEn/mi m Beie. [1pm
5TOM MMEETCSI caxapHbIii AUa0eT, TPeOYIOIMU st
CBOEI KOMMEHCAlMM OOJIbIINX 103 UHCYJINHA, YCKO-
PEHHBINW POCT, TUTIEPIIa3Us AEeCeH, MTPU3HAKH JIOXK-
HOTO TIPEXIEBPEMEHHOTrO TIOJIOBOTO CO3peBaHMS,
acanthosis nigricans, TrycTble MeAJEHHO pacTyllue
BOJIOCHI Ha TOJIOBE W YTOJIIIIeHHbIe HOTTU. Hepenko
BBISIBIISICTCSI TUIICPIUIA3USI IMUINIKOBUIHOM JKeJIe3Hhl,
MpUYMHA KOTOPOI HE YCTaHOBIICHA, C BO3MOKHBIM
MOBBIIIEHUEM €€ MeJaTOHUHOoOpa3ywleil GyHK-

nuu. TeueHue nuabeTa J1abuJIbHOE, IMJIOXO TOAAA0-
meecss KOMIeHCcaluu, coO CKJIOHHOCThIO K pedpak-
TEPHOMY KeTOallna03y, XapaKTepHbI MUKPOCOCYIMC-
Thie OCJIOXKHeHUs. [IpuuynHOIl MHCYTUHOBOU pe3uc-
TEHTHOCTH SIBJISTIOTCSI MyTallM¥M B MHTPALIEJTIOJSIP-
HOM JIOMEHEe pelrernTopa MHCYJIWHa, YTO MPUBOJIUT K
CHUKEHUIO CBSI3bIBAHUS WMHCYJUHA C PElernTopoM
6osee yeM Ha 70% ot HopMmbI. B 2004 roay BnepBbie
coo01eHo 00 3(PGPEeKTUBHOCTU PEKOMOWHAHTHOTO
JIETITUHA B JICYEHUU CUHAPOMA Y IBYX OOJIbHBIX CUO-
JuHroB, noaydaBuux 2000 Mmr metdopMuHa U 2 MT
pO3UTJIMTa30HA €XEeIHEeBHO, IMpuyeM OOJbHOI Opar
noayyan eue 300 Ex. uncynuHa B cytku. HaszHaue-
Hue jentuHa B TedueHue 10 mec. npuseio K 40—60%
CHUXXEHUIO TJIMKEeMWUW HaATOIlaK, YPOBHS WHCYJIWHA
U TJIMKMPOBAHHOTO reMorjioonHa (MeXIyHapOaHbII
KOHTpecC 3HAOKpUHOJ0TOB, JIuccadbon 2004).

C.R. Kanh u coaBt. B 1976 roay pasaeJuiand CUHI -
POM MHCYJIMHOPE3UCTEHTHOCTU C aKaHTO30M Ha TUTI
A v tun B [6]. CUHAPOM MHCYJIMHOPE3UCTEHTHOCTHU
Tuna B ObLI onMcaH y XEHIIWH CPETHEeTO U MOXMUJIO-
ro Bo3pacTa ¢ ayTOMMMYHHBIMU 3a00JIeBaHUSIMU, KO-
TOpbIe UMEJIN OJIOKUPYIOIIIME aHTUTEIa K PelelnTopy
nHcynrHa. CUHAPOM MHCYJIMHOPE3UCTEHTHOCTU TH-
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Tabaumna 1

HekoTopble CUHEPOMbI BbIPAXEHHON UHCYNMHOPE3NCTEHTHOCTH

CuHppom

Jvnoguctpodpun
CemeitHasi, YacTnyHasi, Tun JlyHHUraHa
CeMeitHasi, YacTu4Hasi, JlyHHUraH-nof06HbIA
CeMmeitHasi, YacTM4Has C MaHANGYNoakpanbHoi aucnnasueit
YactuyHas, «overlap syndromes»
BpoxperHasi, reHepanu3oBanHas bepapanHennmu-3eiina
AGPAT2
l'eHepan13oBaHHas C CUCTEMHbIM KUCTO3HBIM aHrOMaTo30M

SHORT cuHapoM (HWU3KOPOCOCTb, MMNEPMOBUILHOCTL CYCTABOB, rPpbixa, aHOManus Purepa, 3aaepxka npopeablBatis 3y6oB)

[Mporepus
CuHapom BupemanHa-PayTeHwuTpayxa
CuHapom BepHepa

[edexTbl peLenTopa MHCynuHa 6e3 OXMpeHus
CuHapom [loHOXbIO
CuHppom PabcoHa-MeHzeHxonna
VIHCYnMHOPE3NCTEHTHOCTL THNa A

[ledexTbl peLienTopa MHCYMHA C OXMPEHNEM
HAIR-AN cuHapom

HacnencTBeHHbIE CUHLPOMbI C OXMPEHIEM
CeneKTvBHasi MHCY/IMHOPE3VUCTEHTHOCTb C NCEBAOAKPOMErasInet
CuHppom AnbcTpema
Cunppom bappet-bupna tvn 1
CuHppom bappet-buana in 2
Cunppom bappet-buana tvn 4
CuHppom bappet-buana in 6
Cunppom bapaet-buana tun 7
MyTaumu rexa, KoAMpYIOLLEro NenTuH
MyTaumm rexa, KOAVPYIOLLEro PELLenTop NenTuHa
CuHppom Kpoy3oHa

SADDAN cuHpapom

CHHAPOM MHCYNMHOPE3NCTEHTHOCTY TNa B

leH Tvn HacnenoBaHNs
LMNA Al

PPARG Al
LMNA AP
LMNA Al
BSCL2

AP

BSCL2 AP

He u3BecteH BoamoxHo AL

He n3BecreH

He n3BecteH BoamoxHo AP
WRN AP
INSR AP
INSR AP
INSR AP

(y 10-20% 60nbHbIX) AL (Tvn A2)

INSR

PI3-K?

ALMS1 AP
BBS1 AP
BBS2 AP
BBS4 AP
MKKS AP
BBS7 AP

LEP AP
LEPR AP
R1 n R2 FGR
R3 FGR

He un3Becten

All — ayTOCOMHO-A0MUHAHTHbIA
AP — ayTOCOMHO-PELECCUBHbIA

ma A ObLJT OMMCAaH y XyIOIIaBbIX A€BOYEK ITOJIPOCTKO-
BOT'O BO3pacTa, UMEIIINX BhIPaXKEeHHYIO WHCYJIMHO-
PE3UCTEeHTHOCTh, acanthosis nigricans, BbIpaxkeHHYIO
TUTIEPaHIPOTEHUIO SUYHUKOBOTO TeHe3a. B morry-
OepTaTHOM BO3pACTe €IMHCTBEHHBIM KIMHUYECKUM
CUMIITOMOM SIBJISIETCSI HaJMuue acantosis nigricans.
B mepuon mojioBoro co3peBaHUS MOSBISIOTCS yMe-
PEHHO BbIPaXXEHHbIE TPU3HAKU TUMNEPaAHIPOTCHUU
(rupcyTu3M, akHe), aHOBYJSITOPHBI MEHCTpyalb-
HBII LIMKJI, OJTUTOMEHOpPEs BILUIOTh 10 aMmeHopeu. 13-
MEHEHMUsI B COJIEP>KaHUM MOJOBBIX U TOHAAOTPOITHBIX
TOPMOHOB OJIN3KM K TAaKOBBIM TIPU CUHIPOME TOJIU-
KMCTO3HBIX SMYHUKOB. HapyliieHue yrieBoagHoro oo-
MEHa y MHOTUX MOAPOCTKOB OTCYTCTBYeT. 3Hauu-
TEJbHO MO3Xe 3TOT CUHJAPOM OMUCAH Y JIULL MY>XCKO-

ro noja. B 1978 rony R.S. Bar u coaBT. mokasanu,
YTO NPUYNHON CUHIPOMA MHCYJIMHOPE3UCTEHTHOCTH
TUMa A MOTYT OBITh HE TOJIbKO pelleNTOpHbIE 1edeK-
Tol (TUn Al), HO U TOCTpPELENTOPHbIE HapYyILIEHUS
(tum A2) [1]. MyTauuu pelentopa UHCYJIMHA UMEIOT
ayTOCOMHO-JIOMWHAHTHBIM WJIM PELECCUBHBINA TUTI
HacjieJOBaHUSl C Pa3JIUYHON CTENEHbIO MEeHETPAHT-
HocTu. CliieqyeT OTMETUTh, YTO B OTJIMYHE OT OOJb-
HBIX WHCYJIMHOPE3UCTEHTHOCThIO THUIIA A, OOJIbHBIE
HAIR-AN cunHapomMoM wumerwT oxupeHue [10].
CpaBHUTENbHO HeaaBHO, B 1993 roay, ObL1 omnucaH
CUHIPOM BBIPAaXXEHHOW CEJIeKTUBHOW WHCYJIWHOPE-
3UCTEHTHOCTU C TceBaoakpoMeranueit [4]. B otau-
yue OT CUHAPOMa UHCYJIUHOPE3UCTEHTHOCTHU TUMA A,
JUTST TAKUX OOJIBHBIX TaKXKEe XapaKTepHO OXUpEeHUe.
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Puc. 2. BonbHas H.M., 13 ner,
BbIPXEHHAsH CENEKTUBHAs

VHCY/IMHOPE3UNCTEHTHOCTb
C NCEBA0AKPOMEraIneN.

IMpuBoaum cobcTBeHHOE HabMIOACHUE.

boavnas H.II., 13 aem, (puc.2) nocmynuaa ¢ oua-
eHo30m comamomponunoma. Ilpu nocmynisenuu npeds-
645914 HCAN00bl HA BbICOKOPOCAOCHb, U30bIMOUHYIO
maccy meaa, HapyuieHue MeHCmpyaibHo20 YUKAA.

JleBouka poauiaach B cpok oT Il 6epeMeHHOCTH,
npoTeKaBllIeil ¢ yrpo3oi Beikuablna. [TepBbiit pede-
HOK yMep B Bo3pacTe 8 Mec. MaTh U poaHas cecTpa
matepu 6osabHbI C/I 2 Tuna. Macca Tesia npu poxie-
Huu: 3750 r., poct 53 cMm. IlpeBbilieHue 99 nmpoleH-
TWIA O Macce TejJa U POCTOBBIM MOKa3aTelsiM C
nepBbIX JeT Xu3Hu (puc.3). Menses ¢ 11,5 net, Hepe-
TyJIsSIpHBIC.

ITpu noctymnenuu poct 177,5 cM, macca Tena 98 Kr.
HUMT = 31,1 kr/m? (95 ipouieHTHIIb = 26,1 Kr/M?).

BepxHue n HUXKHUE KOHEYHOCTU, MOJIOYHBIE XKe-
JIe3bl aCCUMETPUYHBI (JieBasl TTOJIOBUHA 3HAYUTEIbHO
npeobianaeT Haa MpaBbiMU oTaeaaMu). Kuctu pyk u
CTOITHI HEMPOTIOPILIMOHAIBHO OOJIbIIINE, KPbUIbSI HO-
ca, yIIHbIe PAKOBUHBI M SI3bIK HECKOJIBKO yBeJIUYe-
HBI, MeXay 3y0amu TpeMbl. HUXKHSISI MaKpoTHaTHSI.
Bonochl Tyckiible, cyxyue, pocT BOJOC MO OeJoil Ju-
HUU XUBOTa. MHOXeCTBEHHbIe acnae vulgaris Ha KO-
Xe JiMua, BepXHeW vacTu TyJoBMILa, acanthosis

Ll
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nigricans B MOAMBIIIEYHON 00JIACTU, HA 1lI€€, BHYT-
peHHell moBepXHOCTU benep, crudbaTe/ibHOM MOBEPX-
HOCTH JOKTeBbIX cruboB. IloakoxXHO-XuUpoBas
KJeT4yaTKa pa3BuTa U30BITOUHO. YMEpEeHHas rumnep-
TpodUs MBIIII, HECMOTPSI Ha HU3KYIO (DU3UUECKYIO
akTUBHOCTb. [TosoBoit cTatyc o TanHepy: B-3, P-4.
Imukemust ot 6,4 10 9,2 MMOJIb/J, TIMKUPOBAHHBIN
remoriio6ouH Alc — 7,5% (Hopma 10 6,4%), bpykTo-
3amMmuH — 379 umol/l (Hopma 205—285), rmoko3a B
moue 10 1%. TAJl antutena u IA-2- oTpuuaTeabHbIe.
AuietoHa B Moue HeT. OOIMI aHaAIU3 KPOBU, MOYU
0e3 MmaToJornyeckux usMeHeHuii. B Ouoxumuuec-
KOM aHaJii3€ KPOBU MOBBIIIEHUE YPOBHS TpaHCAMMU -
Ha3: AJIT- 129 e/n (5—30), ACT — 52 e/n (10—40).
MAY — 51,4 mr/n (Hopma 1o 23 Mr/i). YpoBeHb CO-
MAaTOTPOITHOTO FTOPMOHA, TUPOKCHUHA, TPUHOATUPO-
HUWHAa, TAPEOTPOMHOTO FTOPMOHA, CEKC-CTEPOUJ CBSI-
3bIBAIOIIETO IJI00YJIMHA, MPOJaKTUHA, JIIOTEUHU3U-
pytouiero u GoTUKYyI0CTUMYIUPYIOIIETO TOPMOHOB
B TIpeaesiax HopMbl. UMMYHHOpPEAaKTUBHBIM WHCYJIMH
(MUPWN) natomak 126 MKEn/min. MHaeKc MHCYIUHO-
pe3sucteHTHOcTU HOMA = 38,7 (HopMma o 4 B my-
OepraTHOM mepuojne). B xone BHYTpUBEHHOIO TJIIO-
Ko3oTosepanTHoro tecta (BBI'TT) onpenensiercs
runepuHcyirnHemus Hatomak u Bo Il dazse, I daza
cooTBeTcTBYeT 10—25 npoueHTunau (puc. 4).
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Puc. 3. InHammka pocta 1 Macchl Tena 6onbHoi H.M.

NDP-1 — 468,7 ur/ma (Hopma 39—-406), TecTo-
crepoH — 9,8 Hmonb/n (Hopma o 2,7) Ha ODKI yme-
pEeHHbIe U3MEHEeHUsI MUoKapaa. Dxo03[ — npusHa-
KW BHYTPUYEPEITHOI rureptreH3un. PeHTreHorpam-
Ma uepermna 06e3 ocobeHHocTell. «KoCcTHBIN Bo3pacT»

Puc.6. Ouarosebiii cknepos CTpombl sniHKka 60nbHOR H.1.
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Puc. 4. YpoBeHb MHCYNMHA HATOLLAK M ero cekpeums B xoae BBITT
y GonbHoit H.IM.

COOTBeTCTBYeT 14 rogam. YabTpa3ByKoOBO€ MCCIEd0-
BaHMe: TMpaBasi 40Jis MeyeHu yBeaudeHa a0 14,3 cwm,
JgeBas goJist 1o 8,0 cM, CTpYKTypa MOBBILIEHHOW 3X0-
reHHOCTH, Auddy3HO HEeoaHOpoaHas, 0e3 00beM-
HBIX 00pa30BaHUM, MPU3HAKH XHUPOBOU MHPUIIETpa-
uuu. CeneseHka yBeaudeHa (pasmepamu 13,0x6,1
CM), KOHTYpHI POBHBIEC, CTPYKTypa TOMOTCHHAas.
Martka B anterversio, pasmepamu 4,5x3,6x2,4 cwMm,
JJWHA ek MaTku — 2,5 cMm. TonimmHa sHAOMET-
pus — 0,3 cM. AUYHUKYU YBEIUYEHBI: TIPAaBbIA pa3zme-
pamu 4,2x2,2x3,2 cM (o0bemM — 14,8 Mi); JeBblid
5,5x3,1x3,5 cm (29,8 mu), Kamncyjga sSsMYHUKA YyTOJI-
meHa. B auyHuKax BU3yaJanu3upyroTCsI MHOXECTBEH -
HbIe KHUCTO3HBIC 00pa30BaHUS OKPYIJIoi (GOpPMBEI, C
4YeTKUMU KOHTypamu, auamerpom 0,5—0,7 cm, Je-
BbI COAEPXKUT KUIKOCTHOE O0Opa3zoBaHUe pa3zMepa-
mu 3,3x2,9x2,0 cM. Mexay MaTKOW U MpaBbIM sIMY-

Puc. 7. Tekamarto3 cTpoMbl iniHIKa B0NbHOI H.T.



HUKOM BU3YaJTU3UPYETCs XKUIKOCTHOE 00-
paszoBaHue pasmepamu 7,0x6,8x5,5 cm
(puc. 5). IlpoBeaeHa KJIMHOBUAHAS pe3eK-
1S 000MX SIMYHUKOB, dHYKJIealus Iapa-
oBapuajbHBIX KUCT CIIpaBa M cjieBa, dHYK-
Jeanust GOJUTUKYJISIPHOW KHMCThI JIEBOTO
guuyHuka. Ilpu mnatroMop@dosiornueckom
WCCIEeIOBAHUY BBISIBJIEH B 000OMX STUYHU-
Kax 04aroBblii CKJIEpO3 (puc. 6) u Tekama-
TO3 (puc. 7) CTPOMbI, MHOXECTBEHHbIE KU -
CTO3HO-aTpe3upoOBaHHbIE (QOJUIUKYJIBI C
runeptpodueii teca interna (puc. 8), B rpa-
BOM SIMYHUKE oOHapykeHa Me3oHebpasb-
Hasg kucTa (puc. 9). nsg KoppeKuu yrie-
BOIHOrO oOMeHa Ha3zHaueH MeT(hOPMHUH B
cytouHoit no3e 2,0 . Yepes 2 roga kKataMHe-
CTUYECKOTO HabJIoAeHUsT Macca Teaa 97 Kr,
TJIMKUPOBAHHBIA TeMornoouH Alc=5,6%
(HopMma 10 6,4%), ypoBEHb TECTOCTEPOHA
3,5 HMonab/n (HopMa 10 2,7), IMKJT Hepery-
asipHbiii. Ha doHe mpuema, Ha3HAUYEHHOTO
IO MECTY XKHUTEJbCTBA, STUHUIICTPATUOII-
JIPOCTIMPEHOH KOMOWHUPOBAHHOTO TIpeIia-
pata (ApuHa®) oTMeuyaeTcsl yBeJUYEHUE
macchl Teqaa g0 103 xr.

IMpuBeneHHBI caydail SIBIsIETCS Bapu-
aHTOM CUHJIPOMA BbIPa’KeHHOU WHCYJIMHO-
PE3UCTEHTHOCTHU, COYeTalollelics C TICeB-
JloaKpoMerajimeii: yCKOpeHMeM pocTa, MaKporjioc-
cueil, yBeJMUYEHMEM YIIHBIX PAaKOBUH, aKpaJbHOM
runeprpodueii. CienyeT OTMETUTh, YTO TEPBbIE
MPU3HAKU TICEBA0AKPOMETaJUU OOBIYHO TOSIBIISIIOT-
cs1 B Bo3pacTe ctapiie 13 jieT (XoTs onrMcaHo HabJII0-
JICHWE 3TOTO CUHIpOMa y MajJibuuKa S5-W JIETHETO
BO3pacTa), a BbIpaxkeHHble — cTaplie 25 jeT. [Tpuuun-
HOUW TaKOil CUMIITOMAaTUKM SIBJISIETCSI TaK Ha3biBae-
Masl CeJIEKTUBHAsI MHCYJIMHOBasl Pe3MCTEeHTHOCTh. B

KnnHnyeckune cnydyamu

b Kncro siamikn

4+ MNapaosapiaisine
KHCTA

Puc. 5. MapaosapuanbHas KuCTa 1 Kucta snyHuka y 6onbHoi H.MM.

KyJbTypax (pubpo061acToB TaKMX OOJbHBIX CTUMYJIH -
POBaHHBIA WHCYJIMHOM MUTOTEHE3 M TOIJIOIIeHUE
aMUHOKUCJIOT HEe HapyllIeHbI, B TO BpeMsl KaK MOrjo-
1eHue riawko3bl cHuKeHo. K. Dib u coast. (1998),
obcyienoBaB MATh OOJBHBIX C BbIPAXEHHOU MHCYJIU-
HOPE3UCTEHHOCTbhIO, YCTAHOBUJIM, YTO Y BCEX TpeX
OOJIBHBIX C TICeBIOAaKpoOMeraaueil uMeeTcsl CHUXKe-
HUe aKTUBHOCTU dochouHo3uTua 3 kuHasbl (PI xu-
Ha3za Ha puc. 1) Ha 70% 1o CpaBHEHUIO CO 30POBBI-

Puc. 8. KuctosHo-atpeanpoBaHHble Gponnkynbl ¢ runeptpodueit
teca interna y 6onbHoi H.I.

Puc. 9. Me3oHedpanbHas kucta B npaBoM smdHuKe Yy 60bHoIA H.I1.
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KnnHunuyeckune cny4dyamu

MU JULAMU U BbIpaXXe€HHOE YMeHbllIeHUe B (hubdbpoo-
Jactax 00JbHBIX aKTUBUPOBAHHOTO cyocTpaTta | pe-
LlenTopa UHCYJMHA, aCCOLIMUPOBAHHOIO ¢ dhochou-
Ho3uTtua 3 kuHazou [2]. Kakux-nmubo HapylueHu
aKTUBHOCTM caMoOTo cyOcTpaTta 1 peuentopa MHCY-
JIMHA WIN pelenTopa UHCYJIUHA BhISIBJIEHO HE OBbLIO.
MHCYAMHOPE3UCTEHTHOCTh B OMUCHIBAEMOM CUH]I-
poMe OTHOCHUTCS K TepBoMy ypoBHIo (puc. 1). B oT-
Jiu4yre OT OOJBIIMHCTBA APYTUX CUHAPOMOB MEPBOTO
YPOBHSI WHCYJIUHOPE3UCTEHTHOCTU, 3TOT CUHIPOM
Mo KJIWHUKO-Tab0OpaTOPHBIM XapaKTepUCTUKAM
“MeeT B OOJIbIIEH CTETIEHU CXOXKME YePThl C MeTabo-
JIMYECKUM CUHIPOMOM, YeM IPyrue CUHAPOMBI Mep-

BOT'0 YPOBHSI MHCYJIMHOPE3UCTEHTHOCTU. OXupeHue
Yy TakuX OOJIbHBIX Pa3BUBAETCS YK€ C MEepPBBIX JeT
JKU3HU, BBIPAXXEHHOCTh €T0 IMPOrpeccupyeT mo Mepe
CHUXKEHMUSI CKOPOCTH pocTa. BrickazaHO mpearoio-
JKEHME, YTO TaTOJOTUUYECKUN POCT OOYCIIOBJIEH BbI-
COKMM YPOBHEM HMPKYJUPYIOIIET0 MHCYJIMHA, KO-
TOPBI CTUMYJIUPYET MPOIIECCHl POCTA Yepe3 UHTAKT-
HBIiI MUTOTEHHBIN MyTh U, BO3MOXHO, OTYACTH 4Ye-
pe3 akTUBAIMIO pelienTopa MHCYJIUHOMOMTO0OHOTO
dakTopa pocta 1, a ¢eHOTUN OOYCJIOBJEH MOCTpe-
LIENTOPHBIM 1e(heKTOM TPAaHCAYKIIMU WHCYJIUHOBOTO
CUTHaJla C HapylieHueM MeTabOoJIMYeCKUX, HO He
MUTOTeHHBIX 23 (HEKTOB UHCYJMHA [2].
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