Ha) [3]. B akcrepumeHTe in vitro gaHHas myTauus
NposiB/Assiacb MOSIHOM MoTepeli (hepMeHTaTVMBHOM ak-
TMBHOCTW. [10ApPO6GHbI aHamMHe3 >KM3HWM nNaumeHTa
BbISBW/I, UTO C 1 A0 11 Mec >KM3HW y Hero Obln YacTble
PBOTHLI (4TO CBAA3bIBA/IM C MUIOPOCMA3MOM), Macca Tefna
He yBenmMyuMBanacb U K rogy CocTtas/ssia BCEro 5,5 Kr.
Ero pogutenn 6biam TPOOPOAHbIMW 6paToM U CecT-
poii. MpuBeAeHHbIVT KNNHUYECKW NpuMep ABASETCH
NnoKa eMHCTBEHHbIM OMMUCaHMEM CNyYas JeKOMIIeHca-
UMM MUHEPaIOKOPTUKOWAHOM HefoCTaTOYHOCTU Y
B3POC/IOro YesioBeka, KoTopas Oblia CrpoBoLMpOBaHa
COMYTCTBYIOLLMM 3a60/1eBaHMEM, MPUBEALLIMM K MoTe-
pe 3/1eKTPONNTOB.

MepBoHauanbHO nabopatopHas BepuduKauns ae-
thuumTa P450 aldo 6bina OCHOBaHa Ha OnpegeneHun
COOTHOLLUEHMSA KOHLEHTpauuin anbfocTepoHa W ero
NpefLecTBEHHMKOB B MiasMe u (Mv) mMeTabonmToB
MVHepPasIOKOPTUKONAOB B MOYe. B CBA3U € 3TUM 6bII0
NMPUHATO BbIAENATL ABe opmbl 3aboneBaHuns: gedu-
UMT anbgoctepoHcuHTasbl | v 1l Tunos. lMpu Tune |
YPOBEHb a/IbAOCTEPOHA OYAET 3HAUYUTENIbHO CHUXKEH,
BM/I0Tb O HEOMpeAesiieMoro, B COYETaHUU C MOBbI-
LLEeHHbIM ypoBHeM 18-ruapokcun-11-ae30KCMKopTU-
KocTepoHa (18-OHAOK) 1 rnoBbIlLeHHbIM COOTHO-
LIeHNeM KOPTUKOCTEPOH/18-rmapoKCUKOPTUKOCTE-
poH (B/18-OHB). MNMpwn Tune Il ypoBeHb anbaocTepo-
Ha MOXXET ObITb B Npejenax HYDKHeR ppaHuiLbl HOPMbI,
ypoBHU 18-OHB u 18-OHAOK 6yayT MOBbILEHbI,
TaKXKe KakK U cooTHoweHue 18-OHB/anbaocTepoH.
OpHako npy 060ux Trnax 3aboneBaHne CBA3AHO C fe-
thektom B reHe CYP11B2. Kak nokasaHoO B 3KcCMepu-
MeHTax in vitro, npn gepuumte CMO | vaule BCTpe-
yaroTca MyTauun, MpUBOIALUME K 3HAYUTENbHOMY
CHVDKEHMIO BCeX Tpex (PepMEHTATUBHbIX aKTUBHOCTEN
P450 aldo — peneums 5 HyKNeoTMAOB B 3K30He 1,
E255X, R384P [2, 4], Torga kak npu gemuynte CMO
Il (bonee nerkas popma 3aboneBaHns) 11p-ruapokcu-
Nla3Has aKTMBHOCTb (DepMeHTa COXpaHeHa, 1 MyTaLun,
onucaHHble npun pepuunte CMO I, Hanpumep
E198D, V386A, T318M, OeiCTBUTENbHO UMEKT Yac-
TUYHYIO (DepMeHTaTUBHYIO aKTUBHOCTL in vitro [1, 6, 8,
14]. OgHako B nocnefHee BpeMs He BCe aBTOPbI COrfa-
LLIakTCA € pasrpaHuyeHremM Ha (hopMbl, yKasblBas Ha
TO, 4TO, BO-MEPBbIX, He BCErAa BO3MOXHO MO 6MOXK-

¢ 3AMETKW U3 MPAKTUKIA
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MUYECKUM MapKepaM YeTKO pasrpaHnyunTb ABe hopMbl
[13] n, BO-BTOpbIX, He Bcerga BbIABNSAETCA (DEeHOTUI-
reHoTMnuyeckasa Koppensaumsa [7].

Taknum 06pa3om, BrepBble B OTEYECTBEHHOW /nUTe-
paType Hamu onucaHbl Clyyan N30IMPOBaHHON MUHE-
PasIOKOPTUKOMAHOM HeaocTaTouHoCcTU. MprnymHoi 3a-
6oneBaHuA aBnseTCA Oe@UUUT epMeHTa anbpocTte-
POHCMHTa3bl, 4YTO ObII0 AOKAa3aHO Mpu MAeHTU(MKa-
UMM HEW3BECTHOI paHee TrOMO3WUIOTHOM MyTauum
(}178X B reHe CYPWVB2 y ofHOro nawmeHTa 1 cocras-
HOW reTepo3vroTHon myTaumm T1851/b299P — y apy-
roro. JaHHoe HabnogeHVe paclumpseT Hawwy npeg-
CTaB/IEHNA O HACNeACTBEHHbIX BapMaHTax HapyLLeHUs
61OCKHTE3a KOPTUKOCTEPOUAOB U MOAYEPKUBAET He-
06X04MMOCTb BK/TKOUEHUS M30/IMPOBAHHOIO AedhumLnTa
ab0CTepoHa B CNEKTP HO30/10Tni Npu guddepeHym-
aNbHOM AMAarHOCTMKE CUHAPOMA MOTEPU COMW.
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OMEPALINV MPU PAKE LLIMTOBUAHOW >XENE3bl, MPOPACTAIOLLEM CTEHKY

TPAXEN

DY PocCUNCKUIA Hay4YHO-UCCNef0BaTeNIbCKUA OHKOMOMMYECKUI UHCTUTYT PoCMeATeEXHONOrWi, PocToB-Ha-[oHy

3a60/1eBaeMOCTb  PakKOM  LUMTOBUAHOW  >Kenesbl
(PLLL>K) B Poccuiickon defepaunyt HeyK/IOHHO pac-
TeT. B 2005 r. oHa cocTtaBnsana 6,0 Ha 100 000 Hacene-
HUS 1 B HaCTOsILLEe BPeMsi 3aHMMaeT NepBoe MecTo Mo

Temrnam rnpupocTa cpefm BCeX 3/10Ka4YeCTBEHHbIX Ory-
xonei [4]. B PocToBckoli 06nactu 3a nocnegHue 17 net
3aboneBaemocTb PLLK yBennumnack ¢ 2,5 go 6,3, Ha
100 000 HaceneHusi. Cpegn 605bHbIX PLUXK o 30%

31



MPOBJIEMbI SHAOKPVHOJIOI I, 2009, T. 55. Ne 1.

Puc. 1. LiupkynapHasa peseKkuusa Tpaxeu.

a — pak wutoBuaHol xenesbl (PLLK), npopacTarowumii CTeHKy Tpaxeun; 6 — aHacTomMo3
Konewu Tpaxen KoHeli B KOHeL, (BO3BpaTHble HEepBbl COXPaHEeHbI).

nauyeHToB WMeNU pacnpoCcTpaHeHHOCTb MpoLecca,
cootBeTcTBytOWwyt0 111—IV cTagun.

Oco0byt0 CNOXXHOCTb MPeAcTaBsfAoT 60/bHblE, KO-
TOpbIM TpebyeTca MpoBefeHNe paclUMpPeHHbIX onepa-
Luii B CBA3M C MpopacTaHneM Onyxosu B Tpaxeto. My6-
NMKauuii no gaHHoOMy pasgeny mano. Tak, A. W. Ma-
yec 1 coaBsT. [2] coobwmnm o 8, a E. A. banguHa [1] —
0 6 cnydasx npopacTtaHma PLLIXK B Tpaxeto, noTpe6o-
BaBLLIEr0 ee pe3eKuuu.

lMNokasaHWsA K pacLUMpPeHHbIM orepaumnsMm n MeTo-
AWK UX NPOBEAEHUSA U3YYeHbl Masio U A0 HACTOALLEro
BpeMeHn gauckyTtabenbHbl. CrnefyeT OTMETUTb, 4TO
KOHCepBaTMBHaa Tepanusa U HepaguKa/bHble onepa-
LUUN NPUBOAAT K NET/IbHOMY UCXOLY M3-3a 0O6CTPYK-
LM Tpaxew.

AKTUBHbIe XMPYpPruyeckne BMeLLaTe/IbcTBa B 3aBU-
CMMOCTM OT pacnpoCTpaHeHHOCTU MnpoLiecca oCcyLLecT-
B/AIOTCA B BUAE LMPKYNSAPHOM pe3ekumu Tpaxen ¢ ee
BOCCTAHOBJ/IEHMEM aHaCTOMO30M KOHEL, B KOHeL, Ui
OKOHYATOr0 UCCEYEHUS ee CTEHKN.

LnpkynapHasa pesekuus Tpaxen rnogpobHoO onuvca-
Ha M. W. MepenbmaHom [3].

MNpy OKOHYaTON pe3eKuumn Tpa-

Xen ¢ WNPUHON fedeKTa MeHee ee
MOSTYOKPY>XXHOCTU U YOTEHUU He
60see 4 XpALLeBbIX KOseL, naacTu-
Ky fedekTa OCYLUEeCTBMAT CLUU-
BaHWeM WU YKPbITUEM ero npeg-

nexawmmm - MArkMMrM - TKaHaMKU
(Mblwuamuy, dacymein). CroxXHo-
CTU BO3HMKAKOT Mpu  6OMbLUNX
OKOHYaTbIX fJetekTax. TaKTuka

npy Takux ornepauusx pasinyHa.
MnacTuKy OCYLLEeCTBAAT ayTo-,
roMo- WM anfoTKaHAMU Npu Mno-
MOLLIM CBOBOAHBIX KOXHbIX, (hac-
LMa/bHbIX UKW NieBpabHbIX 10C-
KyTOB, Map/ieKCOBbIMM CETKaMu U
T. 4. a

B oTOli cBS3M nNpeAcTaB/sieM
HaluM HaGMHOAEHUS MO AaHHOM na-
TO/OTUN.

C 1997 no 2008 r. B oTAeneHumn "Onyxoneli ronosbl
n wen" PHMOW npoonepupoBaHbl 8 60/bHLIX pac-
npocTpaHeHHbIM NanwiapHbiM PLUXK, npopacTaro-
MM B MPOCBET Tpaxen. Bcem 60/bHBIM Npou3BeeHa
TUPEOUL3KTOMUSA. B 3aBUCUMOCTM OT pacnpocTpaHeH-
HOCTM npougecca 4 naumeHTam OCYLLECTB/IEHA LMPKY-
NApHas pesekuusa Tpaxew, Apyrum 4 60MbHbIM —
OKOHYaTasa pesekuus.

Mpu UMPKYNSPHOW pe3eKkumnu yaaneHo oT 4 go 6
KOJleL, Tpaxen C MoJIoXKeHVeM aHacTOMO3a KOHeL, B
KOHeL, 1 COXPaHEHNEM HeropaXkKeHHbIX BO3BPaTHbIX
HepBOB (y 2 60/bHbLIX A0 onepauyuu 6bl1 OQHOCTO-
POHHWI Napasiny ropTaHu, B CBA3U C YeM HepB pe-
3eumpoBaH) (puc. 1). INpu OKOHYaTbIX pPe3eKuUUsax
wmpuHa gedekta Obina 60sblUe MOMYOKPY>XXHOCTU
Tpaxen. BoccTaHOBUTL Tpaxeto 3TUM 60JIbHbIM MOXK-
HO ObIJI0 TOJIBKO MPOTE3MPOBaHMEM, KOTOPOE Mpo-
BOAW/IN C UCMO/Nb30BaHEM CBOOOAHOIO XPsLLEBOro
NIOCKYTa, B3TOr0 M3 YLUHOW pakoBMHbI. Bbibop go-
HOPCKOro npoTe3a 6bi1 06yc/1oB/eH (DOPMOI YLLIHO-
ro xpsia, n3rnbé KoToporo B orpenesieHHoN cTene-
HW COOTBETCTBOBas1 (popme Tpaxeu. [lpoTes-"3a-
nnaTky" yknagbisain Ha geekT, nepekpbias ero, u
(bykcupoBanin  BUKPWUMIOBBIMWU LLIBamMU. PaHy ro-
CNoiHo ywmBanu (puc. 2). Tak Xe Kak u nocne yup-
KYNsSpHOU pe3eKkuunmn, popMmnpoBasin TPaxeocToMy.
Bce 60/bHbIE MOMYYUIN MOCEONEPALVOHHYIO Ny-
yeByto Tepanuto (40—50 Ip).

3aXMBIeHNe BO BCEX CAy4asx MPOXOAMMI0 MepBUY-
HbIM HaTshkeHnem. Ha 2—3-i1 Hegene nocne onepaunn
NPou3BOAMAN AeKaHynAauuto. [lnacTuyeckoe 3akpbl-
TWe TpaxeoCTOMbl MOTpe6oBasiocb 5 60/bHbIM. KOH-
Tpo/ibHasA 3HAOCKONUA 4Yepe3 1 Mec y 60JbHbIX nocse
LUUPKYNAPHONM pe3ekuMn Mnokasasia KapTvHy CpocLue-
rocs aHacTomMosa ¢ hopMupytowmmcs pyobuom no nu-
HUN pe3eKuuMun, a y NOABEPrHYTbIX OKOHYATOM pe3ek-
UMW — 3NUTENN3ALMIO C MOCNefyoWMM K KOHLY 2-ro
mMecsiua pybueBaHneM. Y Bcex 60/bHbIX BOCCTaHOBU-
JINCb eCTECTBEHHOE AbIXaHue U peyb.

Mpu HabnwgeHU B TeyeHue 3 NeT peunams 3a-
60/s1eBaHNA OTMeYeH Yy 2 60/bHbIX Ha 12-M 1 16-M
MecsLe nocne LUMPKYNSApHOM 1y 1| naumeHTa — Ha
14-m MecsiLe Mocne OKOHYaToOW pes3ekumnn. ITUM
60/IbHbIM BHOBb Obl/1a HAU/I0XKEHA TPAxXeocToMa 1 Ha-

Puc. 2. OKoHuataa pesekuns Tpaxeu.

a — PLK, npopacTarowuii CTEHKY Tpaxeu; 6 — pe3eLpoBaHHbIli y4acTOK Tpaxeu — OKOHYaTbIN AeheKT; B — 3arotoBka

[LOHOPCKOTO MpoTesa (Xpsila ¢ HAAXPSLLHULEN) U3 YLLHOW PakoBWHbI; I — niacTuka fedekta Tpaxen roMoxpsLem.
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3HayeHa Na//IMaTMBHas XMMUOTepanus, y HUX Ha-
CTynun netanbHbIi ncxon. OcTanbHble 5 MayMeHToB
HaxogaTcsa nog HabnwaeHneMm, peunamsa 3abonesa-
HUSA He BbISB/IEHO.

Taknm 06pa3om, BbIMNO/IHEHNE PaCLUMPEHHBIX OrMe-
pauunii ¢ pesekumein Tpaxem 60/1bHbIM pacipoCTpPaHeH-
HbiM PLLI>K no3BonseT B psife cryvaeB OOUTLCSA KIU-
HNYECKOr0 BbI34OPOBEHUSA U BOCCTAHOBEHUS (DYHK-
LN Tpaxew.

C KONJIEKTVB ABTOPOB, 2009
YK 616.447-008.61-053.88-036.1
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TAXENOE TEYHEHUVE ITMIMNEPMAPATUPEOS3A Y MNMOXWNJ1bIX. KITMHNYECKNME

HABJTFOAEHNA

DY SHAOKPUHOMNOTMYECKUNIA HayUHbI LeHTp PocmeaTexHonoruii, Mocksa

MepBuYHbIA rMnepnapaTupeos (MIMT) — 3a6one-
BaHWe 3HAOKPUHHOM cUCTEMbI, 06yCNOBIEHHOE N30blI-
TOYHOW ceKpeumer napatupeongHoro ropmoHa (MTI)
N XapaKTepu3yroLleecs BbIPaXKEHHbIM HapyLUeHUeMm
obMeHa Kanbuusa n octopa. Elle coBcemM HelaBHO B
Poccum TITIT BbISBASACA KpariHE pegko U 4acTo
CKpbIBa/ICA MOJ, Mackoil peunavBUPYOLLE MOYeka-
MEHHOW 60/1€3HN, reHepasIM30BaHHOIO OCTEONopo3a U
[pyroii natonorun. B pesynbTate NaumeHTbl He Nony-
YasiM afleKBaTHOrO JIeYEHUS, YTO B OMpeAesieHHOM
MPOLEHTE C/yYyaeB MPUBOAW/IO K PasBUTUIO TAXKESbIX
OC/IOXKHEHWIA.

Mexgy Tem 3TO pacnpocTpaHeHHoe 3aboneBaHue,
3aHUMatoLLee TpeTbe MecTO Cpeay 3HAOKPUHONATWUIA.
YacTtoTa BcTpeyaemocty MITIT, no mexayHapoaHbIM
OaHHbIM, cocTtasnseT 0,015—0,52% [1, 6].

BbIpa>XeHHOCTb KMHUYECKMX nposBrieHnia MIMT,
KaK npasw/io, KOPPenmpyeT ¢ YPOBHEM KasibLMA B Cbl-
BOPOTKe KPOBM, OAHAKO He pefKu MasloCUMMNTOMHbIe
(Msrkme) n fgaxke acMMMNTOMHbIE hOpMbl 3a60/1€BaHUS,
6e3 MopaXeHWs1 KOCTel, C YMEepPeHHOW runepKaibLme-
MUel, BbisiBNseMble Cy4valiiHo. B 60/bLUMHCTBe CryYa-
€B 3TV (hOPMbI XapaKTepHbl A1 MauneHToB cTaplle 50
ner.

B knaccuyeckmx cnydvasax [T moxetT nposs-
NATbCA TUnepKanbLUnemMmueri, reHepaans3oBaHHOW oOc-
TeoaucTpoduer, (PUOGPOKMUCTO3HLIM OCTEUMTOM, Mopa-
dXeHveM royek (Hedponutnas, He(pOKa/IbLUHO3,
XpoHMYecKast rnoyveyHas HegoctatoyHocTb — XIH),
HapyLLUeHNAMN MCUXMNYECKOTO CTaTyca, HapyLleHAMU
CO CTOPOHbI MULLIEBAPUTENIbHOM (A3BeHHas 60/e3Hb,
YKENYLOUHO-NULLLEBOAHBIA PeIItoKC, XenyeKamMmeHHas
60/1e3Hb, 3amnopbl) YU KOCTHO-MbILLEYHOW (MuonaTms,
nogarpa, 3p03nBHbIV apTPUT) CUCTEM.

K na6opatopHbiM npu3Hakam MITIT B 60MbLUNH-
CTBE C/lyYaeB OTHOCATCSH MOBbILIEHWE YPOBHA O6LLErO
M VOHU3NPOBAHHOIO KasbLus KpoBW, rurnodocdare-
MUs, runepdoctaTypus, TUnepKaibLnypus, MoBbl-
weHve ypoBHs MTI. MNpy NOpaXXeHUN KOCTEN BbIsiB-
NATCA NnabopaTopHble MPU3HaKW HapyLLeHUs KOCT-
Horo MetabonM3ma — TMOBbILLIEHNE MapKepoB KOCTe-
ob6pa3oBaHus 1 pe3opoumnn.

Jo cepeanHbl 70—80-xX rofos MpoLUIOro Beka
eQVHCTBEHHbIM MeToAoM JsiedeHnsa TITIT asnsanoch
XUPYPruyeckoe yaaneHne afgeHoM OKOOLLUTOBUAHBIX
xene3 (OLLUPK). B cBfA3M C COBepLUEHCTBOBaHVEM Me-
TOA0B AMAarHOCTUKW, B NMOCNEAHUE TOfbl 3HAUNTENLHO
yalle ctann BbIABNATbL MsArkue opmbel MITT, oco-
GEHHO y ML, cTapLueid Bo3pacTHoW rpynnbl [2]. Mpw
OTCYTCTBUM BUCLEPASIbHbIX MPOSABAEHUA 1 TAXENoro
oCTeornoposa 3T cfiydyan He TpebytoT OnepaTvBHOIO
BMellaTe/IbCTBa M MOryT BeCTUCb KOHCepBaTMBHO.
Ony6nmkoBaHbl paboTbl NO NPefOTBPALLEHNIO KOCT-
HbIX MOTepPb U NepesioMoB Npu MArkmux gopmax MrAT
C nomoubo 6rctochoHaToB, a Takke MoKasaHa WX
3(hheKTUBHOCTL 151 60pbObI C FunepKabueMmye-
CKUM KPU30M MpPU TSAXKENOM TeveHUn 3aboneBaHusa [3,
4, 7, 9]. B HacToswee Bpemsi MOABUNUCH eVHNYHbIE
COOOLLEHNS 0 BO3MOXXHOCTU CHVDKEHUN YPOBHSA Kaulb-
uma n MNTC KaibuMMUMETUKaMU MPU Heorepabesb-
HbiIX opmax pucka OLLPK un peungmsmpyroLlem
nroT [3, 5, 8, 10].

Ho u ceituac, Korga BbISBNSeMOCTb MATKUX 1 aCUM-
NTOMHbIX opm TIITIT 3HaUNTENbHO YNYy4LLWIACH,
NPUXOANTCA CT/TIKMBATLCA C TAXKENbIMU U Jaxe He-
onepadesibHbIMU CyYasMU.

MpuBoAMM OnMcaHWe KIMHUYECKUX ClyYaeB TsKe-
noro MITIT y »XeHWMH B NOCTMEHOMNAY3e.

BonbHaa B., xutenbHuua Mocksbl, 70 neT, noctynwia B T4-
>Ke/IOM COCTOSIHWUM B OTAENEHNE HEMPO3HLOKPUHOMOIN 1 OCTeona-
TWA DQHOOKPUHO/ONMYECKOr0 Hay4yHoro LeHTpa (SHL,) ¢ »xanobamu
Ha OfbILLIKY, 6011 B KOCTAX, KPYMHbIX CycTasBax W MOsICHULE, 06LLyt0
cnabocTb, MOBLILLEHHYO YTOM/IAEMOCTb, 6011 B 1eBOM nofpebepbe,
601 B 061aCTV cepaLa npy HeGOMbLLONK (hM3NYECKON Harpyske, Ha-
pyLLeHue cHa.

[Npy ocMoTpe 1 c6ope aHaMHe3a BbISCHUIOCh, YTO YXKe B Teye-
Hue 15 f1eT naumeHTKa cTpagaeT HethponuTnasom 6e3 NpucTynos ro-
YeyHoW Konumkn. OKono 5 NeT Hasaf, nocne TAXeNoro cTpecca, Ha-
Yasia yMeHbLLAaTbCsl Macca Tena, CTa/im 6ecrnoKonTb 60U B M/1eYeBbIX
cycTaBax, KOCTSX, OTMeTWU/Ia CHMKeHne pocta. Obpallanack K Tepa-
neBTY MO MECTY XWTeNbCTBa, Npy 06Cnef0BaHNM HEOAHOKPATHO OT-
Meyasiocb YMepeHHoe MOBbILLEHNE YPOBHEN KpeaTVHWHA, MOYeBu-
Hbl, MOYEBOI KMCMOTbI, YTO Ha TOT MOMEHT OCTasIoCh 6e3 BHMMaHUA
Bpayeil. YpoBeHb 3/1eKTPONNTOB KPOBU He uccnefoBasics. MocTas-
JIeH narHo3: 0CTEOXOHAPO3, KNGOCKONMNO3 FPYAHOro OTAeNa No3Bo-
HOYHMKa. MocTeneHHo NpucoevHUANCEL 60N B CMVIHE, B HOTax, B
MenKnx cyctaBax. B Hosabpe 2005 r. KOHCY/NbTUPOBaHa TPaBMaTos1o-
ramMmy-opTornefamu, COCTOsSIHUE MO-MPeXXHeMY 6bI/I0 pacLeHeHo Kak
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