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B 0630pe MMTepaTypbl NOAPOGHO OCBELLEHbI BOMPOCHI FeHETUKM, 0COBEHHOCTEN HACNeA0BaHNS!, KIMHUYECKOH KapTUHbI 1 fleueHns
3a6oneBaHuii rpynnbl ncesgorunonapaTupeosa (MITIT). B npakTyyeckoi 4esTenbHOCTY KIMHALMCTbI Yallle UMerT Aeno ¢ THnom
la AFMT, ¥ AMarHocTUKa 3TOro TUNA He Bbi3biBaeT 3HAUNTENbHbIX CIOXKHOCTe. OfHAKO, HECMOTPS Ha MaJlyto pacnpocTpa-
HEHHOCTb OCTa/bHbIX TUNoB MITTIT— Ib, 1c n 2, 3a60/1eBaHNs MOTYT NPOTEKATb C BbIPAXKEHHO KIMHUYECKON CUMMTOMAT KO
N NPeACTAaBNATh 3HAUNTENbHYH0 NPO6AEMy B NNaHe AUArHOCTWKYA U nedeHuns. [JaHHblii 0630p MOXKeT NpeAcTaBnsTh UHTEpeC Kak
NS KIMHAUMCTOB, TakK U A/l FTeHeTUKOB, UHTEPECYIOLMXCS 3TOl NpoGaemoi.

KnroueBble cnioBa: runonapaTupeos, ncesgorunonapaTupeos, rncesfo-ncesgorunonapaTupeos, runepkansumemus, ocTeo-
nopos, reHeTun4eckne acrnekThbl.
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The review of literature details the issues ofgenetics, the specific features of inheritance, the clinical picture and treatment ofpseu-
dohypoparathyroidisms (PHPT). In practice, clinicians morefrequently deal with type 1 PHPT and the diagnosis ofthis type creates
no significant problems. However, despite the low prevalence of the other types of PHPT - Ib, Ic, and 2, the diseases may run with

noticeably clinical symptoms and present a significant problem in the context of diagnosis and treatment. This review may be of
concern to both clinicians and geneticists who are interested in this problem.
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Mcesporunonapatupeos3 (MIMT) — rpynna 3a6o-
NEBaHWUM, rnaBHOM OCOGEHHOCTbIO KOTOPbIX ABMSETCH
Pe3NCTEHTHOCTb OPraHOB-MULLEHEN K [eiCTBMIO Mna-
patupeougHoro ropmoHa (MTI). NHTepecHo, 4To 3TO
nepBoe 3HAOKPUHHOe 3ab0neBaHve, Npy KOTOPOM Obl-
J10 BbISIB/IEHO HapyLLeHWe YyBCTBUTE/IbHOCTY OpraHoB-
MULLIEHEA K TOPMOHY. B HacTosiLee BpeMs BblAENAOT
cnepytowve Tunel MITT — la, Ib, 1c n 2, oTinyato-
LMecss KIMHUYECKOW KapTuUHOM 1 natoreHesom (On-
line Mendeliane Inheritance in Man 103580, 603233).

Bnepsble 3a6oneBaHme 6b1/10 onvcaHo F. Albright B
1942 r. Ha npumepe Tpex MaumeHToB C rmrokanbLue-
Muel, runepgocharemMmeii, COXpaHHOW (YHKUMEN
MoYyeK, He OTBeYaloLMX Ha BBEAEHWE 3KCTpakTa Ko-
POBbUX MapaTupeongHblxX Xenes. OH MPeanosioXu,
YTO K/IMHWYECKUE MPOSAB/EHNS 0OYC/OBMIEHbI CKOpee
pe3ncTteHTHoCcTbO K T, yem ero Hegoctato4yHoO-
CTbtO, 1 Ha3Ba/ 3aboneBaHue "NceBgormnonapaTmpeo-
30M". Y BCex MauMeHTOB HabM4a/IUCh CXOAHblE
BHELUHWE MPU3HaKW, BK/IKOYAs OXUPeHWe, HU3KWUM
POCT, OKPYT/I0e JINLLO Y YKOPOUYEHHbIE MACTHbIE KOCTU
5, 9].

[ I'I]TF peann3yeT CBOe AENCTBME B OpraHax-MuLle-
HAX 3a CYET CBA3bIBAHUS C TPaHCMeMOPaHHbIM Kaslb-
LMii-4yBCTBUTENbHBIM pelenTopoM. B 1977 1. 6bi10
MoKasaHo, 4YTO PeuenTOpPHbI KOMI/JIEKC COCTOUT MO
MeHbLLEe Mepe M3 3 KOMMOHEHTOB: peuenTopa, KaTa-
NINTUYecKoro hepmMeHTa afleHunatumknasel U Gs npo-
TemHa (nenTuga cynepcemelicTBa ryaHO3MH-CBA3bI-
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BalOLLMX NpoTenHoB). Ce COCTOUT U3 @, p- U y-cybbe-
OnHUL. Tak kak Ce MpoTenH SIBASETCA BadKHenLlein
CUTHa/IbHOM MOMEKy/lon 1 obecrneymBaeT nepegavy
CUIHa/I0B MHOXXECTBa BHEK/IETOYHbIX MECCEH/XKepOB,
TO U3MEHEHUSA B CTPYKTYPe JAHHOT0 6efka npuBogsAT K
uenomy crnekTpy natonoruin [4, 6]. Passutme MIMAT
CBS13bIBAKOT C MOJIEKYNAPHbLIM AehekToM reHa CKAS1,
pacrnosioXXeHHOro Ha AJ/IMHHOM T/lede XPOMOCOMbI
20ul13.2. ITOT reH KoaupyeT a-cybbeanHuuly C-npo-
TeuHa. B Tabn. 1 npeacTasneHbl NpYMepbl MyTaLuii re-
Ha CKAS, npusogdawmx K pasnnyHeiM tunam MIMT
[2, 11, 15, 17].

Osa gpyrux sapuadta MIAMT — tun 1c v tun 2 —
ropasgo MeHee M3y4yeHbl, YeM npeblgyLime. Maugnex-
Tbl C TUMOM 1C HE MMeIOT ABHOro dedekta O6 NpoTen-
Ha, HECMOTPS Ha Ha/IMUMe KIMHUYECKMX 1 labopartop-
HbIX MPU3HAKOB, CXOXWX C TaKOBbIMW Y MauUNeHTOB C
Tunom la. MNMaumeHTbl C TUMOM 2 MMEKT NaTosiorvko
cKeseTa v fedeKTbl Pa3BUTUA, TaK XKe KaK 1 MauneHTsbl
¢ 16 TMNom, HO B NPOTUBOMOMNOXKHOCTbL UM [EMOHCT-
PUPYIOT HOPMaJlbHbIV OTBET Ha BBefeHue MTI B Buae
ycuneHns akckpeumn LAM® ¢ mouoin [18].

MauyeHTsl ¢ MITIT TvNa la MMerT, Kak npasuso,
[OCTaTOYHO XapaKTepPHbIA PeHOTUM: HU3KWIA POCT, KO-
peHacToe TesIOC/IOXKEeHVe, OXMpeHue, OoTCTaBaHue B
pasBUTUW, OKPYT/0e /INLLO, TUMONMasuio AeceH, YKO-
poyeHne MeTakapnasbHbIX N MeTaTap3a/ibHbIX KOCTEeN,
KabUMPUKaLumMio MArK1x TkaHei [3, 18]. Mnokasb-
umemMms y B3pOC/bIX U AeTeil 4acTo NpoTeKaeT 6eccrm-
NMTOMHO, OAHAKO Y MHOIMX 60/IbHbIX MOTYT pa3BMBaThb-
CA MapecTe3nu, MbllLeYHble MOAEPrnBaHUA, TeTaHus,
CYLOPOXHbIA CUHAPOM. MMaumeHTbl ¢ TMNOM la MoryT
cTpajatb HapylleHuem BKyca, OOOHSAHWSA, 3peHUs U
cnyxa (tabn. 2).

HapylueHnsa penpogyKTUBHOM  CUCTEMbI  Yallle
BCTpevatoTcs y naumeHTos ¢ MITIT tnna la, y >eH-
LWWH MOTYT UMETb MECTO 3afep>kKa MosioBOro cospe-
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Tabnuua !

Mpumepbl MyTauuii reHa BKAB, npuBogsluve K pasnuyHbiv Tunam MM [2, 11, 15, 17]

Viccneposarenu

rog

OnucaHne myTauun

J. Patten n co- 1989, 1990 B cewmbe, rae matb 1 cbiH cTpaganu MITT1a, 66110 YCTaHOBIEHO HalM4YMe MyTauuy B FreTepo3nUroTHOM COCTOS-

aBT.

HUM reHa GNAS”" — 3amMeHa afileHMHa Ha ryaHvH B 1-M 3K30He reHa; BrnepBble ObI/10 MOKa3aHo, YTO MyTauus
nokyca reHa OYAB! npuBoauT K octeoancTpoum OnbpaiiTa

OnpegeneHvie reTepo3nroTHON MyTauum y 4 cectep, ctpagarowmx MIMTla, — 3amMeHa ryaHuHa Ha LITO3MH B
10-m nHTpoHe reHa O1MAGSL, npuBoAsLLaA K MyTaLuy B y4acTKe CM/IaliCUHra; MHTePEeCHO, UYTO Y MaTepu nauu-
E€HTOK TakxKe Obl/1a BbliB/leHa MyTaLWs B reTepo3uroTHOM COCTOAHUM — feneunsi ryaHHa B 10-M 3K30He reHa

OnpepeneHvie myTauuv B reTepo3nroTHOM COCTOSHUW B BUe 4-bp geneumn B 7-m 3Kk30He reHa CKABL y na-
umeHTa ¢ MIMT1la, NnpMBOAALLAA K CABUTY "PaMKU CUUTBLIBAHUA™ N BO3SHWUKHOBEHUIO NPeXAeBpeMeHHOro cTomn-

IoaTBep>kaeHo, YTo nosTopsAoLmecs 4-bp aeneunmn B 7-m ak3oHe OYAS1 reHa pacnpocTpaHeHbl y naumeHToB
¢ MI'MT1a; Takke 6blna BbisSiB/IEHA MyTaLuMs B FeTepo3MroTHOM COCTOSAHUM B BuAe 12-bp BCTaBKM B 13-M 3K30HE

OTKpbITUE ABYX HOBbIX [efeLmii CO CABUIOM pamKX CUUTbIBaHWSA, NpuBoaawmx K MITIT1la; B ogHOM cnyyae
6blna BbisBNeHa Aeneums 1-bp BHyTpu 38-ro KofoHa 1-ro ak3oHa C314AS1 reHa, B Apyrom — 2-bp Aeneums BHyT-

L. Weinstein u 1990
COaBT.
GNAS, npuBofALLaa K CABUTY "pamMKU CUNTbIBAHUA™
L. Weinstein u 1992
COoaBT.
KofoHa
M. Aldred n 2000
C0aBT.
ON51 reHa, npusogswasa K MrrtTla
G. Mantovani 2000
1 COaBT.
pn 287-ro KogoHa 11-ro 3K30Ha TOro Xe reHa
A. Linglart n 2002

CoaBT.

WccnepoBaHbl 17 NaumeHToB ¢ KIMHUYECKOM KapTuHOW MM T1a; 14 U3 HUX ABAANUCL FeTEPO3UroTamm Nno my-
Taumm O1YAS51 reHa; 6bIN10 BbIsSIBNIEHO 11 HOBbLIX MyTaLuii U onpeAeneHa MyTareHHas "ropsyas Touka' (y4acTok
XPOMOCOMbI, XapaKTepU3YHOLLMNIACA MOBbILLIEHHOW YaCTOTOM CMOHTAHHbIX MyTauuii), BKIoYarowas 189—190-i

KOOOHbI

Y nauueHTkn ¢ MIMT1c 6bina BbisSBAeHa MyTalusi B reTepo3MroTHOM cocTosHUM 13-ro ak3oHa GNAS reHa

BaHWA, onnuromeHopes, 6ecnnogue. MNMpu Tvne laynuu,
MY>XCKOFO Mosia MOXKeT pa3BnBaTbCA TECTOTOKCMKO3 —
rOHafoOTPOMNH-HE3ABNUCUMOE TMpeXaeBpeMeHHOe Mo-
NT0BOE pa3BuTKE, YTO ObIIO OMNMCaHO Y ABOMX Ma/lbyu-
KOB ¢ TMNomM la [14]. O6bI4HO naumeHTbl ¢ MITIT TU-
na la cTpagarT Pe3ncTeHTHOCTbIO K J1IT, uTo B gasib-
HelllleM MPUBOAUT K MEPBMYHOMY TUMOrOHaAN3MY.
MapafoKcanbHbIA TECTOTOKCMKO3, ONWUCAHHbIN Y 3TUX
nauveHTOB, BO3HWK B pe3ysibTaTe TOUYeYHOU MyTauum
reHa CMASL, koTopas npvsena OAHOBPEMEHHO K
CHVDKEHUIO 1 BO3pacTaHuio QpyHKUuMn O6 npoTenHa.
MIOT Tnna la xapakTepusyeTcs CHUYKeHVeM (yHK-
unm Cé npoTenHa BCNeACTBME TeMMepaTypHOM MHaK-
TMBauMM MyTaHTHOro 6efka Mpu Temnepatype Tena.
TeCcTOTOKCUKO3 yKa3sblBaeT Ha opraHocrneuuunyeckoe
ycuneHnve yHkumMn O6 npoTerHa mM3-3a 3KCrpeccuu
MyTaHTHOro 6enka. MNMoHWKeHHaa TemrepaTypa anyek
npegoxpaHseT MyTaHTHbI 6efoK 0T TepMUYecKol
NHaKTUBaUnn.

CHWKeHVe NHTeNeKTa, NnamaTy oTMe4vaeTcs npu-
MepHO B nosnosBuHe cnyyaes MNITTIT Tnuna la n cBa3aHo
6osiblle C HegocTaTovyHOCTbIO O6 MPOTEWHa, YeM C
XPOHWYECKOW rMnoKasbuuemmeld, NOTOMy 4TO y 60/1b-
HbIX ¢ Apyrumu coopmamm MITT v runokansuyemueri
YMCTBEHHbIE (DYHKLMU COXpaHeHb! [5, 16].

B HacTosLLee Bpems M3BECTHO HECKOJIbLKO BapuaH-
ToB MITT, Hanbonee uzyveH Tun la. V3HavanbHO
cumTanock, 4to MIMT n octeogucTpotma Onbpaita
HacnefytTcs no X-cuenjieHHoOMY JOMUHAaHTHOMY Me-
XaHu3My. 3TO MNpennosioXkeHne 6a3npoBasiocb Ha Ha-
6MIOAEHNM, YTO >KEHLLUMHbI 60Me0T B 2 pasa uaule
MY>XUMH. TeM He meHee 5. Mann u coasT. B 1962 r. [ 10]
06HapPY>KW/IM, YTO TOMBbKO 4 13 36 BOMbHbIX YKEHLLWH
CTpajam HenosiHol opmoi 3aboneBaHus, 6 us 14
60/IbHbIX MY>XUMH HE WMENU MOJIHOTO MPOSB/IEHNUS.
OTa Haxofika, B MPOTUBOMOMOXHOCTb OCTa/IbHbIM X-
CLerneHHbIM 3a60/1eBaHnsAM, Nokasana, 4To 3abonesa-
HWe HacnegyeTcs B AeMCTBUTE/IbHOCTM MO TUMNY CBS-
3aHHOro C MoJIOM OOMWHWMPOBaHUA (T. e. JOMUHUPO-
BaHWA ayTOCOMHOIO asifieNsi B 3aBUCUMOCTM OT nona —

LOMUWHMPOBaHWe y CaMLOB U PeLecCMBHOCTb Y CaMOK
“ HaobopoT).

Heckosbko fpyrvx nentuaHbIX rOPMOHOB, BKJ/IHO-
yasg TMPEOTPOMNUH, aHTUAWYPETUYECKUIA TOPMOH, ro-
HafoTponuHbl, rawkaroH, AKTI n comaTtonnéepuH,
TaKKe peanM3ytoT CBOe AeMCTBME B TKaHSAX-MULLEHSIX
nocpeacTBOM a-cyobeanHuubl O6 npoTenHa [6]. Y na-
umeHtoB ¢ MIMIT Tmna la MOXET ObITb PE3NCTEHT-
HOCTb M K 3TUM rOpMOHaM, XOTH, KaK npaswnio, 4ys-
cteuTenibHocTb K AKTI 1 rntokaroHy coxpaHeHa. Yc-
TaHoBneHo, yto npu MITIT TMna la CHUXKeH OTBET Co-
MaTOTpPOhoB Ha AecTBMe comaTtonnbepuHa, W, Kak
cnefctsuve, AeULMT COMATOTPONMHOIO ropMoHa rmno-
(hn3a, YTO MOXET 06YC/IOB/IMBATL TaKMe KIMHUYECKMNE
NMpU3HaKW, Kak HU3KWUI pocT, oxxupeHwue [7, 13]. Oo-
KasaHo, YTO AOMMHaHTHbIA TN HacnegoBaHus MITT
Thna la cBSi3aH C HEMO/IHbIM AOMWHMPOBaHMEM reHa

Tab6nunuya 2

PacnpocTpaHeHHOCTb KANHUYeCKUX cumnTomoB npu MITIT Tuna la
no D. Cole u coasT. [5]

KnuHnyeckuii cumntom Yacrota. %

Hun3kuii poct 80
OxxunpeHne 50
OkKpyrnoe Mo 92
‘NMomMyTHeHne XpycTanmka 44
C1pobusm 10
‘'mnonnasvsa geceH 51
‘Kanbungurkaumsa 6asanbHbIX FraHrnes 50
['MnepocTo3 KocTell cBofa vepena 62
HapyLiueHvie mbllneHns 75
YKOopo4yeHVe MeTaKapna/ibHbIX KOCTel 68
YKOpouyeHVe MeTaTap3asibHbIX KOCTEN 43
YKOpoyeHune nasbLes 50
CHwmxeHne MIKT 15
OKTonuyeckas occumkaums 56
‘MofKoXKHaa KasbLngurKaums 55

MpumeyvaHue. ‘TlpusHaky, BCTpeyatoLMecs 1 npu Apyrux
thopmax runonapaTtmpeongHoi runokansumemumn; MMKT — MuHe-
pasibHast MNOTHOCTb KOCTHOM TKaHW.
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ObIA81. 3T0 03HauaeT, YTO MPOTEMH, MpoAayuupye-
MbIli C €4VWHCTBEHHOI0 HEW3MEHEHHOrOo anfens, He
MOXET 06ecrneynTb afeKkBaTHOe (YHKLNOHMPOBaHME
O3 6enkKa, X0TS [OCTaTOueH A9 BbDKUBaHUA. MNpn Ha-
NNYNN  HEN3MEHEHHOIO aslfleNid TakXe CcoxpaHsaeTcs
YyBCTBUTE/IbHOCTb K TaKUM FOPMOHaM, Kak r/lloKaroH
n AKTE

B nocnepyroLmnx nccnefoBaHUsaX nosyyveHbl HOBble
WHTepeCHble JaHHble. BblIfo 3aMeYeHo, YTo cpean yne-
HOB OHOW CeMbW MOTYT ObiTb HOCUTENN MYTaHTHOIO
OKAB8-reHa, nmerowye pesvcteHTHocTb K MNTIT, Torga
KaK y OCTa/lbHbIX Y/IEHOB MPUCYTCTBYET XapaKTepHbIi
theHOTMN ocTeogmncTpothmm Onbpalita, HO OTCYTCTBYET
pe3ncTeHTHOCTb K MTI; nocnegHsas rpynna 6blia Ha-
3BaHa ncespo-rncesgorunonapatmnpeos (M-MrriT). B
1993 r. 6bLIM MpoaHanu3npPoOBaHbl POLOC/NOBHbIE MNa-
umeHToB, cTpagarowmx MIrrT v M-MrrT, n yctaHoB-
NEHO, 4TO /IMLQ, HacneayoLne AedeKTHbIN FeH OT OT-
ua, umenun B ganbHeliwem M-MNrHT, notomy 4to My-
TUPOBaBLUMIA TEH He 3KCMPeccUpoBasiCad U NPOAYKT
OAVHOYHOIro MaTePUHCKOro reHa CoXpaHan HopMasib-
Hbli OTBeT Ha BosgencTteme MTI 1 TupeoTponuHa.
Tem He MeHee Hannuuve geHoTuna guctpodum On-
6paiiTa y naumeHToB ¢ M-MIMT ykasbiBaeT Ha TO, 4TO
JKcnpeccusa egnHcTeeHHoro reHa GNASL He aBnseTtca
[OCTaTOYHOWM ANs BCeX TKaHel.

MaumeHTbl ¢ TMNOM 1b MMEKOT OnpefeneHHyro re-
HETUYECKYID N BMOXMMUYECKYID KapTuUHY 3aboneBa-
HUA, Y HUX OTCYTCTBYHOT WM Cnabo BbipaXeHbl heHo-
TUNMYECKME MpPU3HaKM ocTeogucTpodun OnbpaiiTa,
HOPMa/IbHbIA YPOBeHb NPoayKumm O-NpoTenHa u or-
paHnyeHHaa pe3ncTeHTHOCTb K Tl B opraHax-mu-
LeHsIX. PesancteHTHOCTb K MTI MOXKeT HabmoaaTbes
TOMbKO B MOYKax, @ B KOCTHOW TKaHW MOXeT coxpa-
HATbCA a[eKBaTHbIA OTBET Ha BO3[eNCTBME FOPMOHA

5].

[ ]I/Iccne,qOBaTenm NnpeAnonoXXunun, 4Yto Hacnegosa-
Hue MITIT TMna 1b nponcxoanT No ayToOCOMHO-A0OMU-
HaHTHOMY TUMy, HO MyTauus, NPUBOAALLAA K 3abore-
BaHUO, He Oblna 06Hapy>KeHa HU B FeHe, KOAVPYHOLLEM
MTI, vy B ero peuentope. B 1998 r. 6b111 06¢cneno-
BaHbl 4 nauveHTa c MNITT Tnna 1b, ABnstoLwmecs une-
HamMn OOHOW ceMbW. B pe3synbTare OblIM MOMYYeEHbI
[JaHHble, COrfacHO KOTOPbIM HEW3BECTHbIV FeH Obin
UMMPVHTMPOBaH MO OTLLOBCKOWM IMHUWN 1 PACcofioXeH
Ha HebosblWOM y4acTke 20u13.3, o4YeHb 6MM3KO K
OKAB81 reHy. NeHOMHBbI MMMPUHTUHT ABseTcs op-
MO HeMeHZENeBCKOro aNMreHeTUYeCcKoro Hacneg0Ba-
HUA, KOTOpOe xapakTepusyeTcs auddepeHunansHoMm
JKCrpeccuel reHa B 3aBUCUMMOCTU OT ero poamuTesb-
CKOroO MPOUCXOXXAEHNSA — MaTepyn nnm oTua. VI3BecTHO
y>Xe 0Ko/10 60 MMAPUHTUPOBAHHbLIX FeHOB, MHOTVe K13
KOTOPbIX OKa3blBalOT CYLLECTBEHHOE B/INSHME Ha POCT
n passuTme nnoga. OCHOBHbIM 3NMUTEHETUYECKUM MO-
ANNKATOPOM reHoMa SIBNSETCS MeTUIMpoBaHue yya-
cTkoB AHK, 3a cyeT yero npoLecc CYUTbIBAHUA WNH-
hopmaumn ¢ 3TUX Yy4aCTKOB CTaHOBUTCA HEBO3MOXK-
HbIM [1].

Mpy pganbHerwnXx muccnefoBaHMAX 6bi10 YCTaHOB-
JIeHO, 4YTO MyTauma MPoMOTepa WM 3IHXaHCepa reHa
CKAS8 BbI3bIBaeT HapyLleHne rnpoLLeccoBs MeTUInpo-
BaHWA 3TOr0 reHa U COOTBETCTBEHHO HapyLLeHVe rnpo-
Lecca UMMNPUHTUHIA, B pesyfibTaTe OTCYTCTBYET 3KC-
npeccua Ce npoTenHa B MoYKax, HO He B ApYrux TKa-
HAX, 4YTO MPUBOAUT K MOYEYHOW PE3UCTEHTHOCTU K
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MTr. B 2001 r. \¥. \¥un n coasT. [19] nccnegosann Ho-
BYIO OTKpPbITYO MyTauuto 3'-koHua reHa GNASL y 3
nauyeHToB ¢ MITIT Tuna 1b. 3T1a e myTaumsa 6bina
06Hapy>keHa y maTepu nauuveHTOB M y OTua MaTepw,
XOTSi KIMHUYEeCKMe MPU3HaKM 3ab0/eBaHnsA He ornpe-
genannck. OTCyTCTBUE pe3ncTteHTHoCcTU K MTI y nvy,
KOTOpble SIBAAMINCb HOCUTENAMW TOW ke caMoi MyTa-
LUK, COrNacoBbIBA/IOCh C TEKyLUei MOAenbo poau-
Te/IbCKOro MMMNPUHTUHra reHa [19]. OkoHuaTesibHO yc-
TaHosneHo, yto MNITIT Tuna 1b cBsA3aH C OTCYTCTBUEM
MeTUINPOBaHUA 3K30Ha A/B MaTepuHCKOro reHa
GNAS1 Bcreactsve MUKPOAENeUMM Ha  y4yacTke
BTX16 reHa.

Mpy 06BLEKTMBHOM OCMOTPE MOTYT ObITb BbISB/EHbI
MPU3HaKN TUMOKa/IbLIMEMUN B BUAE MONOXKUTENbHBIX
cumnTomMoB Tpycco, XBocTeka. CambIM XapaKTepHbIM
npu3HakoM ocTeoguctTpoum OnbpainiTa SBAseTCA
BpaxmaakTnans, OHa MOXET ObITb KaK CUMMETPUYHOMN,
TaK MU aCMMMETPUYHOWN, MOXeT nopakaTb OfHY Wau
[IBe KOHEYHOCTU. Y'KOpPOoUeHMe MeTaKapnasibHbIX KOC-
Teli NpUBOANT K YKOPOUEHMIO NasibLieB, 0CO6eHHO 1V v
V. YKazaHHbI/i CUMNTOM MOXeT 6bITb YCTAHOB/IEH NP
OCMOTpe, a TakXe Npu MpoBefeHUN peHTreHorpapun
KUCTel pyK, B 4ONOJIHEHME JaHHOe UCCnef0BaHne no-
MOraeT O6HapyXX1Tb Ka/lbLUPUKALMIO MATKUX TKaHel

5].
[]XapaKTeprnvl K/IMHNYeckuM cumntomom [T
ABNAETCH BbIPaOKEHHbIV OCTEONMOPO3, TaK Kak YyBCTBU-
TE/IbHOCTb PELLeNTOPOB KOCTHOM TkaHu K MTI ocTa-
eTCA COXPaHHOIA.

Y nauymeHTos ¢ M-TITIT Takke nMeroTca Npu3Ha-
KU1, XapakTepHble o5 octeoguctpodumn Onbpaita, HO
OTK/IOHEHNA B GUMOXUMMWYECKUX MapameTpax OTCYTCT-
BYIOT.

Ona nauvedTtos MITIT Tnna 1b xapakTepHa rvno-
KarbUVeMnsl, HO TMpU3HaKoB ocTeoamucTpotmm On-
bpaiita HeT, BbIPaXKEHHOCTb FMMOKabLUNEMUN MOXET
3HaUNTeNIbHO BapbMpOBaTb Cpeau U/IeHOB OAHON ce-
MbW.

UTto KacaeTcsl OaHHbIX N1abopaToOpHbIX UCCefoBa-
HUIA, To ana MITIT xapakTepHO cnefyroLlee: CHUXKe-
HVEe KOHLEHTpauun Kanbums B KpoBU (KakK 06Lero,
TaK M MOHU3VPOBAHHOIO), YBENIMYEHNE COAEPXKaHUA
thochopa, nosbiweHne yposHA [T (cnefyet oTMme-
TUTb, YTO EC/IN MPU HANNYUW TUNOKa/IbLMEMUN Orpe-
JenseTca nosbileHWe yposHa MTIC, To AndhepeHLn-
aNbHbI/i  AMarHo3 MpoBOAUTCA MeXAy Kakon-nnbo
copmont MIMT n BTOPUYHBLIM TUMepHapaTUPeo30Mm
(cM. pUCYHOK).

L9 OLEHKN UyBCTBUTENbHOCTU TKaHel K MTI pe-
KOMeHyeTCA MPOBOAMTL CreAyloLlyto npoby: B Teue-
Hve 5—10 muH B/B BBOAAT 200 en. Tepunapatvja
(cuHTeTnYeckunii yenoseveckuii MTI), onpegenstoT
KOHUeHTpauno BLAM® un docgarta B CyTOUHOM MOYe.
Y 3[00pOBbIX NHOAEN nocne BBefeHMS Tepunapatuga
KOHUeHTpauns UAM® B moue Bo3pacTaetr B 10—30
pas; aKcKpeuusa gocgarta ycunmseaeTca 60nee yem B 2
paza. MNpu MIMT Tvna la kKoHUeHTpauun LAM® n
thochata He yBenuumsarotea. Mpu MITIT Tvnos 1b u
1c KoHueHTpaumsa LAM® He NOBbLILLAETCA UKW YBENU-
UMBAETCA HE3HAUMTE/IbHO, KOHLeHTpaumsa gocgara He
WU3MEHSETCA WM He3HauynTeNbHO MoBblwaeTca. [pu
MroT tmna 2 v M-MNFMT KoHueHTpauys uAM® pac-
TeT, a coflep>kaHue hocara ocTaeTcs MpexxHUm [16].
[Ana noaTBepXKAeHMA [uarHosa HeobXOoAUMO Takxke



YpoBeHb Ka/lbUusA B CbIBOPOTKe, Mr%

Pe3ynbTaTbl, MOMy4YeHHblE NMPU OLHOBPEMEHHOM OrMpeaeneHnn
YPOBHS UMMYHOPEaKTMBHOIO napaTtupeouaHoro ropmoHa (MMTr,
NMpoOu3BOJIbHbIE EAUHULbI) U KaslbLMsi B CbIBOPOTKE KPOBU Mpu
pa3/IMYHbIX MaTOIOMMYECKUX COCTOSHUSIX (hOC(HOPHO-KasbLMEBOTO
obmeHa.

H — faHHble, MosyyeHHble Y 3[j0pOBbIX Ntogeil, O — y NauuveHToB C OMyXoseBOi rm-
nepkanbuvemueid, M — y 6onbHbIX rMnonapatupeo3om, MIMT — ncesgorunonapaTu-
peosom, XIMH, 2° I'TIT — XpOHMYeCcKol NoYeyHOW HeAO0CTaTOYHOCTbIO U BTOPUYHBIM TU-
nepnapatupeo3om, - I'MT — nepBuYHbIM runepnapartupeo3om (no Potts J. n coasT.).

NnpoBefeHne TeHeTUYECKOro aHanm3a — onpejenieHne
MOJIEKYNISIPHOM CTPYKTYpbl reHa GNASL.

YUTto Kacaetcs ieveHus MNIMT, To, cornacHo o6Lue-
NPUYHATOMY MHEHUWIO uccnefosaTeneli, He06XoANMbI-
MV KOMMOHEeHTaMW SBNAKOTCA MpernapaTtbl KaibLus,
aKTUBHble MeTabonnTbl BUTaMuHa W 1 nx aHanoru. B
npovecce Tepanuy HeO6XOAUMO MOCTOAHHO MOHUTO-
pypoBaTb GUOXMMUYECKME MOKasaTenn KpoBu. Peko-
MeHJOBaHHas [03a 3/IEMEHTAapHOro KasibLns COCTaBs-
nsaet ot 1 Ao 3 r B CYTKM, fo3a KasibumTtpmona — ot 0,25
Mr 2 pa3a B cyTku o 0,5 mr 4 pasa B cyTku [9]. Mpu co-
XpaHeHUM BbICOKOIO YPOBHA (hocaToB KpPOBU pPeKo-
MeHA0BaHO MCMOob30BaHWeE TMNoochaTHON ANETbI Y
Ha3HaudeHVe MnpenaparTos, CBA3bIBaKOLWMX ocgop, Ta-
KMX KaK KapboHaT Kanbuus, aueTaT Kaibuuda. Maum-
eHTaMm, Y KOTOpPbIX WUMEKTCA 3KTOMWYECKUE KasbLin-
(hmKaTbl, B page cny4vyaeB HeOGXOAUMO XUPYPruveckoe
neyeHwne. fokasaHo, yto npn MNITIT vmeetca Hepoc-
TaTOYHOCTb CeKPELMN FOPMOHa POCTa, YTO MOXET 00Yy-
C/OBNMBATL TaKMe KNMHUYECKME MPOosBeHUs 3aborne-
BaHWs, Kak HU3KUIA pocT, oxkmpeHune [12]. CornacHo
N3MTOXKEeHHbIM (hakTaMm, Tepanus npenapaTtaMmyv ropmMo-
Ha pocTa ABNsSeTCS HeOOXOAMMbIM KOMMOHEHTOM. [Ans
YTOYHEHNWS BOMPOCa O LieNecoobpasHOCTX Tako Tepa-
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NnUU 3anaaHMpPoBaHO MPOBeAEHNE KIMHUYECKOro UC-
cnepoBaHua "M3ydeHure 1Cnosb30BaHuA ropMoHa poc-
Ta npu nevyeHuu MIOT Tun la v N-NCOT" (Clinical
trials gov. identifier NCT00209235).

Taknm o6pasom, MITT — goctatovyHo peakoe 3a-
6onesaHue, Ecnu pgmarHoctmka MITIT TMna la He
npeAcTaBnseT 0COBEHHbIX TPYAHOCTEN, TO pacno3HaTb
Haimume MIMT Tuna 2 4yacTo 6ObIBAaeT AOCTATOYHO
C/IOXKHO BBUY OTCYTCTBUSA XapaKTEPHbIX KIMHNYECKNX
CMMMTOMOB, MO3TOMY [JaHHOe 3ab0sieBaHVE MOXKeT
[lonroe BpemsA OCTaBaTbCA HeANarHOCTUPOBAHHLIM U
HefneyeHHbIM. 3TO B CBOKO O4Yepefb MPUBOAUT K Bblpa-
YKEHHOMY YXY[LLEHUIO COCTOSHWA MauyeHTa K npo-
rpeccupoBaHmio NaToN0rMYeCKUX U3MEHEHN OpraHoB
n cucteMm. M3yyeHue reHetuku MITIT asnseTca 06s-
3aTefIbHbIM A1 NyYLIEro NOHUMaHUsA MexaHu3ma Ha-
CnefoBaHVA AAHHOVW NaTofornn, MOMEKY/ISPHbIX W3-
MEHEHWUI FeHOMa, MPUBOAALLUMX K HapyLUeHWsSM Mpo-
Lecca 6uocuHTesa. OgHaKO reHeTUYecKoe nccneaoBa-
HWe BNAeTCS LOPOroCTOALMM U JO/MKHO BbIMOMHATL-
CA CTPOro Mo rokasaHusMm.
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