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W CBA3AHHbIX C HUM PACCTPOMCTB
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Summary. The article describes the clinical aspects of
pseudohypoparathyroidism, a disease belonging to the spectrum of rare
disorders of mineral metabolism, characterized by features due to the
resistance of the end organs to parathyroid hormone. The phenotypes of
Albright’s hereditary osteodystrophy, originally described as associated
with the disease, may be associated with endocrine manifestations of
hormonal resistance. Genetic and epigenetic analyses, although not
necessary for making a diagnosis based on basic and secondary criteria
in accordance with clinical and biochemical characteristics, will allow
differentiating different forms for proper therapy planning, counseling
and follow-up.
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BeeaeHne

TOT 0630p ABNAETCA CBOEBPEMEHHbIM, YUUTbIBAA My-

6nukauuio B 2018 rogy nepBoro MexKayHapoaHoro

KOHCEHCYCHOrO 3asABfIeHMA MO ANArHOCTUKe 1 neve-
Huto ncespornnonapatmpeosa (M) 1 cBA3aHHbBIX C HUM
3aboneBaHuin [1]. Uenb 3Toro o63opa — npepocTaBuTb
3HaHuWA, HeobxoauMble ANiA Pacno3HaBaHUS U NeYeHus
MM »n ero Hanbonee pPacnNpPOCTPaHEHHbIX NMOATUMOB —
€ 0630pOM BCEro CneKkTpa 1 KpaTKiM onrcaHnem BeAeHus
OnA KIVMHNYEeCKOro NpuUMeHeHNs.

MM — pepkoe reHeTuyeckoe 3abosieBaHue (B mMupe
pacnpocTpaHeHHOCTb cocTaBnaetr 1-9 Ha 1 000 000 ye-
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AHHomayug. B cTaTbe onucaHbl KNMHUYECKIe acneKTbl NceBaorunonapary-
peo3a, 3ab0neBaHna, OTHOCALLErOCA K CMEKTPY PefKUX HapyLueHuii MuHe-
panbHoro 06MeHa, XapakTepusylLLnxca 0cobeHHOCTAMM, 06YCTIOBNEHHbIMM
Pe3MUCTEHTHOCTbIO KOHEUHbIX OPraHoB K napaTupeousHomy ropmoHy. Oeo-
TUNbI HACNeACTBeHHOIT ocTeoancTpoduu Onbpaiita, nepBoHaYanbHO ONMCaH-
Hble KaK CBA3aHHbIe € 3a001eBaHMeM, MOTYT ObITb CBA3aHbI C IHAOKPUHHBIMA
NpOABNEHUAMU TOPMOHANBHOI pe3UCTEHTHOCTY. [eHeTuuecKme 1 InureHeTy-
yecKme aHanu3bl, XOTA U He ABNAIOTCA HEOOXOAUMBIMIA NS NOCTAHOBKI -
arHo3a Ha OCHOBE OCHOBHDIX 1 BTOPOCTENEHHbIX KPUTEPUEB B COOTBETCTBUMN
C KNUHUYECKAMI 11 BOXMMUYECKIIMI NPU3HAKAMI, NO3BONAT AnddepeHLm-
poBaTb pa3NuuHble GOPMbI ANA HAANEXKALLET0 NNAHMPOBAHNA Tepanui, KOH-
CYNbTMPOBAHUA 1 NOCNeAYIoLLero HabnoaeHus.

Kniouesvie cnosa: nceBporunonapatipeos, octeoanctpodua Onbpaiita, Ha-
CNefCTBEHHAA OCTEOAUCTPOOMSA, TOPMOHANbHAA PE3NCTEHTHOCTD, MMAHUPO-
BaHUe Tepanuu.

noBek [1]), KOTopoe B CBA3M CO CXOXKECTbIO KIINHNYECKOWN
KapTVHbl OYeHb YacTo Npuxoautca anddepeHunpoBaTb
C TakMMu 3aboneBaHUAMK, Kak runonapatupeos (IMIT),
anunencus, CUHAPOM Manbabcopbumn, runornnukemmye-
CKUI cnHppoM. Mpu Bcex 3TUX COCTOAHUAX HabntogatoTcA
CY#OpOru, HO NPY 3TOM MMEIOT MECTO CHUXKEHMNE KOHLIEeH-
Tpauumn B KPoBM Kanbuuda, pochopa, wenoyHom docda-
Tasbl U NapatupeounagHoro ropmoHa (MTr) [2-4]. Tak, npwu
rMNOTAINKEMNYECKOM CHMHAPOME MNEepeyncieHHble Bbille
MoKasaTenu HaxodsaTcA B HOPMasbHbIX Mpepenax, Toraa
Kak npu MT n cnHapome manbabcopbunn Habnogaetca
CHUXKEHMEe KOHLeHTpaLMn KanbLmsa B CbIBOPOTKE KPOBMU,
KoHUeHTpaumna d¢ocdopa, wenoyHon ¢ocdatasbl n MT
B HOpMe unu nosbiweHa. Mpu MT, kak n npu MIM, ¢oc-
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¢dop noBblwweH, a WenoyHaa ¢ocdartaza B Hopme. MNpu anu-
NEencry 3HaYeHA NepeYmnciIeHHbIX MOKa3aTesneln 0CTaloTcA
HOPMaJIbHbIMU, B TO e BPeMs KaJibLUi MOXeT ObITb CHU-
KeH, a WwenovHas ¢ocdaTtasa u MNTT NOBbILEHbI, MOXET Ha-
6ntofaTbca octeonopos [5,7].

B HacToAWMI MOMEHT BblgenAloT 4 natoreHeTNYecKme
dopmbi: Tunel 1A, 1B, 1C, 2 [2, 31. 1-i4 (A Tun): pedekT BO3-
HUKaeT B LUTOPeLEenTope, KOTOPbIA CBA3bIBAET NapaTrop-
MOH. XapaKkTepun3yeTca ayTOCOMHO-AOMUHAHTHbIM TUMOM
HacnegoBaHuA. 1-n (B Tun): otMeyaeTca gedekT Hykneo-
TUACBSA3bIBAIOLLErO 6eka, KOTOPbI CBA3bIBAET peLenTop
C ajeHunnatTumknason. TakKe XapakTepmsyeTca ayTOCOM-
HO-AOMWHAHTHbIM TUNOM Hac/lefOBaHWUA, HO He NCKMoYa-
€TCA CUEMNeHHbIN C X-XPOMOCOMOW TWM, HeXapaKkTepHO
nopaxeHune 3HOOKPUHHbIX Xenes3. 1-n (C Tvn): xapakTe-
pu3yeTca OTCYTCTBUMEM runokanbumemuu, runepoocda-
Temuu, Cygopor n octeoManAauuu. 2-n Tun obycnoBneH
bepMeHTaTUBHOM He[OCTaTOYHOCTbIO afAeHMUIaTLMKAasbl.
MapaTropmMoH cBA3bIBaeTCA C peLenTopamu U Bbi3blBaeT
HOPMaJibHYI0 peaKkLuio K/IeTOK Ha MapaTtropmMoH B Buae
YBE/INYEHUA DKCKPELUUU LUKIMYECKOTO afeHO3UHMO-
Hodocdata (LAMD). OfHaAKO BHYTPUKIIETOUHAA HeuyB-
cTBUTENbHOCTb K UWAM® He no3BonAeT peann3oBaTbCA
OeNnCcTBMI0 NapaTropmoHa. Ho coxpaHAeTca HopMarnbHas
peakuma noyek Ha sk3oreHHoe BBefeHue [Tl B BMAae yBe-
nuyeHns skckpeunn bAMO c moyon [4]. TeH MM TN 1A no-
Kanu3oBaH Ha ANMHHOM nneye 20 XpOMOCOMbI 1 KOgUpyeT
cTumynupytowyto anbdacybbenmHudy G 6enka (Gs anb-
da), KoTopaa CNyXUT NOCPefHMKOM MeXAY peuentopa-
MW FTOPMOHOB Ha MOBEPXHOCTU KNETOK-MULUEHEN 1 age-
HUNATUMKNA30M, KOTopasa KaTanusmpyer cuHTes UAMO
N 3anycKaeT peaKkuuio KNeTok Ha BO34eNCTBME FOPMOHOB.
MyTaHTHble Gs anbda He aKTUBMPYIOT afleHUNaTUnKnasy,
NMO0 WX aKTUBHOCTb CUJIbHO CHUXEHa, NMO3TOMYy peak-
ums Knetok-muiieHein Ha MNTI ocnabneHa [2]. U3-3a Toro,
yTto MaTepuHckum nokyc GNAS oTBeuaeT 3a sKcnpeccuto
Gs-6enka B LMTOBUAHOW »ene3e, roHagax u runoduse,
HabloJaeTcA Pe3NCTEHTHOCTb K APYrIM FTOPMOHaM, Ybk
peLenTopbl CBA3aHbl ¢ GS 6GEKOM, TAKUM Kak TUPEeoTpon-
HbI, NIOTEOTPOMHBIN 1 GOANNKYNOCTUMYNMPYIOLWMIA. Pe-
3MICTEHTHOCTb K TUPEOTPOMHOMY FOPMOHY MpPOABAAETCA
B BMAE rMNoTupeo3sa, yale CyOKNMHNYECKOrO; BO3MOXHA
OMarHoCTuKa rmnoTmpeosa no pesynbTaTam HeoHaTalb-
HOro CKpWHWHra [5], pe3ncTeHTHOCTb K rntoKaroHy (6e3
KNMHWYECKUX NPOABNEHNN), Pe3UCTEHTHOCTb K FOHAA0NU-
6epuHy (ameHopesd), Pe3UCTEHTHOCTb K aHTUAUYypeTuye-
CKOMY TFOPMOHY (HapyleHMe KOHLEHTPAUMOHHON yHK-
uunm noyek) [2]. CHMXeHMe YyBCTBUTENbHOCTU K UHCYNIUHY
1 caxapHbli ArabeT 2 Tuna NpPUCyTCTBYIOT Y 3HAUYNTENIbHOM
YyacTy B3POCSIbIX MaLNEHTOB.

CTouT OTMeTUTb, YTO B HacTosALlee BPemMA MMelTCA
TaKXXe JaHHble O CHUXKEHUUN YyBCTBUTENIbHOCTU K COMaTO-
TponHomy ropmoHry (CTT) n K MHCYNuHY y B3pocbix [6-8].

CneundunuHbIX NAaTONIOr0aHaTOMUYECKNX USMEHEHUI HET.
MNpn CHMXKEHHOM YPOBHE KanbLUA B CbIBOPOTKE BO3HMKA-
eT rMnepnnasva NapawuToBUAHbIX Xenes. KnvHnueckme
0CO6eHHOCTYM CBA3aAHbI MMaBHbIM 0O0PA30M C M3MEHEHUAMMU
cKeneta u HapylweHuamu pocdopHo-KanbLMeBoro obmeHa
[2]. ina HacnefcTBeHHOM ocTeoancTpodum OnbpanTa xa-
paKTepeH TUNUYHbIA GeHOTUN: OXUpPeEHKe, oKpyrnoe («y-
HooOpa3Hoe») NNLO, HN3KOPOCIOCTb (A0 KapIMKOBOCTH)
33 CYET KOPOTKUX KOHEYHOCTEWN, KOPOTKaa LWes, Kpblio-
BUIHbIE LWEWHblE CKNAZKWN, YKOPOUYEHNE MNACTHbIX U M0C-
HEBbIX KOCTEN, CBA3AHHOE C MPeXAeBPEMEHHbIM 3aKpbITU-
em 3nndr30B (6paxngakTnnus), ns-3a ykopouenus Il n IV
NACTHbIX KocTen || nanew Kaketca cambiM ANIMHHbBIM, Kanb-
unouKauma MArkux TKaHewn, NOAKOXHble KanbLubukatsl,
0CTeonopo3, HapyLeHUsA CO CTOPOHbI OPraHOB O6OHAHMS,
cnyxa u 3peHus (neHTUKynAapHaa KaTapakTa), guctpodus
HOrTen, rMnonnasna 3manu, 3K30CTo3bl 1 annasusa 3y6os.,
yMCTBeHHasA oTctanoctb [4; 9-14]. VHTennektyanbHbIN
fedekT He nporpeccupyeT [2]. MNcuxmyeckne npoueccho
3aMepJieHbl, OTMEYaeTCA MOTOPHasA HeNoBKOCTb. bosb-
Hble ObICTPO YCTAIOT, UCMbITLIBAOT C/IAGOCTb, FOJIOBHYIO
60nb [10]. HeBponornyeckme npossneHus (NogKOpPKoBas
LeMeHUUs, noKanbHble CyfopOory, TeTaHNYeCcKne crnasmbl,
3KCTpanmpamugHble HapyLleHUs; MO3XKeuykoBble CMMMNTO-
Mbl, HapyLlleHne peyn, NMpamMuaHble 3HaKK, anunenTuye-
CKMe NPUCTYMbl) CUMTAOTCA BeAyLWUMN HapyLIeHUAMM, Tak
Kak 06ycnoBrnieHbl KanbumdurKaumen kopbl nonywapun, 6a-
3a/ibHbIX raHrnMeB u 3ybuaTbix Afep Mo3xeuka [2; 15-17].

KnuHrnyeckrMun nprisHakamy runoroHagn3mMa ABsitoT-
cA 3ajepkka nybeprtaTta, aMeHopesa WM ONNroMeHopes
n/vnn 6ecnnogue. NponcxoanT MOBbIlWEHWEe NMOKasaTens
MTr n docdopa, 3aTeM CHUXKEHME YPOBHA KasbLusA B KPO-
B/, XOTA B HEKOTOPbIX Ciyyasx HOPMOKasbLMeMusa Co-
XPaHAETCA Ha NPOTAXKEHUW BCEW »KU3HWU. KnuHnyeckumm
NPOABMIEHNAMUN TUMNOKaNbLMeMUN MOTYT OblTb CUMMNTOMbI
cnasmodunmm, TeTaHnyYeckrne Cyaoporu, nosgHee npope-
3blBaHMe 3y6oB [6]. PeHTreHonornyeckn onpepensaercs
OCTeOCK/Iepo3, NepuocTos TpybuaTbix KOCTEW, YKOpoue-
HUe MeTaKapnasibHbIX U MeTaTap3alibHblX KOCTEW, reHepa-
NM30BaHHaA AeMUHepanm3aLms, yTosleHre KoCTen cBoga
yepena, NEHTOBUAHbIE YNIOTHEHUs MeTadn30B, NPeXaeB-
pemeHHOe 06bI3BECTBNIEHNE pebepHbIX XpsLel, Kanbuu-
buKauma cTeHoK nepudepuryeckmx apTepuin, CBA3OK, Cy-
XOXWAUNA, NOYEK, MblLL, COCYOB 1 060104YeK FONOBHOIO
MO3ra, 6a3anbHbIX raHrMEB, FTMMOTaNlaMUYECKUX CTPYKTYP,
Mo3xeuka [6; 11]. Mpyu OGUOXMMMYECKOM WUCCNEefOBaHUN
BbIABAAOT rmnokanbymemuio, runeppocharemumio, ysenu-
yeHue yposHa MTI, runopocdatypuio [2]. Heobxoanmo
TakXe 00CNiefloBaHMEe POACTBEHHUKOB, TaK KakK CMHAPOM
MOKEeT NPOABAATLCA MUHUMANIbHOW CMMMATOMaTUKou [18].

JeTwn, cTpagaiolme oT JaHHOW NaToNorK, Yalle poxaa-
I0TCS C YyMEPEHHOW 3afeP>KKO BHYTPUYTPOGHOIO pasButus,
TaKXe y HVX pa3BrBaeTCA paHHee oXunpeHme. MoBbIWEHHDI
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TTI yacTo BbIABAAETCA MPU HEOHATaJIbHOM CKPUHUHTE U MO-
eT ObITb HayaNbHbIM MPU3HAKOM 3ab0neBaHMs, KOTOpoe
MOXeT ObITb HEMPaBWIIbHO AUArHOCTUPOBAHO KaK BPOXAEH-
HbI rMnoTupeos. PeancteHTHOCTb K [TI, oTnnunTenbHbIN
npu3Hak 3Toro 3aboneBaHus, OObIYHO OTCYTCTBYeT Mpu
pOXKAEeHWM; OHa Pa3BMBAETCA CO BpeMeHeMm, N K 7-8 rogam
y GONbLIMHCTBA MaLMEHTOB MOABAAETCA rMMoKanbLuemMus.
WNHTepecHo, 4TO MOCKONbKY OpaxvpakTuaMa M HU3KOPOC-
NOCTb ABAAIOTCA CNefACTBMEM MpeXAeBPeMEHHOro npekpa-
LWEeHNA pocTa AJMHHbBIX KOCTeN, 3TN NPU3HAKN Takxe pas-
BMBAIOTCA CO BPEMEHeM, 1 AeTh YaCTO UMEKT HOPMasbHbIN
POCT B TEYEHUE MepPBbIX 5-7 NneT XusHu. Jepuumt ropmoHa
poCTa U3-3a HapyLlleHWUa peakuun runopusapHbIX COMaTo-
TponoB Ha GHRH Takxe cnocobcTBYeT HU3KOPOCIOCTHU. MNa-
LMEHTbI STOW MATONIOTNEN TakXKe MMET NMOBbILEHHbIA PUCK
aCTMbl, @ TaKXe arnHo3 BO CHe. TakXke HepeAKo BCTPeYatoTCA
nerkne Nnm ymepeHHble KOrHUTVBHblE HapyLleHWA C BblCO-
KOW cTeneHblo BaprabenbHOCTH faxe BHYTPU ceMbU. BaxkHO
OTMETUTb, YTO Y 3TUX MALMEHTOB COOOLIANOCH O HEKOTOPbIX
NCUXNYECKNX OTKIIOHEHMAX, KOTOopble CBA3bIBanM C Anu-
TeNbHO CyLeCTBYIOWeEN runokanbunemmen. Y HeKoTOpbIX
MauyeHTOB MOTYT ObITb CTPYKTYPHbIE U3MEHEHUS LieHTPasb-
Hon HepBHoW cuctembl (UHC), Takne Kak makpouedanus,
CNVHanNbHbIA cTeHOo3, Manbdopmauma Knapm n KpaHumocu-
HOCTO3, KOTOPble MOTYT MPUBECTU K HEBPOOrMYECKM Ha-
pyweHuam. NI yacTo accoummnpyeTca ¢ 0CO6eHHOCTAMY 3y-
60B 1 NONIOCTM PTa, TAKUMU KaK OTCYTCTBUE NPOpe3biBaHKA
3y60B, peTeHLMA MOJIOUYHbIX MOJSIAPOB, TMMOAOHTMA, TMMNO-
naasua sManu, HeNpPaBWUIbHbIN NPUKYC, TMAepnia3va geceH
W TMHIVIBUT CO CMTOHTAHHbIM KPOBOTEUYEHMEM U 60JIbIO.

OnddepeHumanbHaa OnarHocTkKa NPOBOAUTCA C UC-
TuHHbIM [TIT, cuHgpomamu Aapckora, bapge — buans;
6onesrbio Mapa, NannepsopgeHa — Lnatua, Lepewes-
ckoro — TepHepa, BunbcoHa — KoHoBanoBa, leHTUHrTO-
Ha, bacceHa — KopHuBelira, napa3mTapHbiM nopaxeHnem
HEepPBHOW CMCTeMbl (TOKCOMIa3MO3, 3XMHOKOKKO3, LINCTU-
LepKo3), Tybepo3HbIM cknepo3om bypHesunna [16;19].

JleueHrie HanMpaBfeHO Ha HOPMAaNM3auui0 YPOBHSA
KanbLuAa U HeopraHuyeckoro gpocdopa B Kposu [4]. Y na-

LUMEHTOB C HOpPMOKasbLueMuen uenbio Tepanuu Oypet
CHUXKeHre nokasatens MTI n npubnukeHne ero K Hopme.
He cyuwecTByeT cneunduyecknx MeTofoB feUYeHUsA pas-
JINYHBIX MPOABNEHUI HacneacTBEHHOW ocTeoguctTpodun
OnbpaiTa, B YaCTHOCTW NOAKOXHbIX KanbumndrkaTos [20].
MegnkaMeHTO3Hana Koppekuna peduumta ropmoHa po-
CTa CyWeCcTBEHHO yBeNMUYnBaeT CKOPOCTb PoCTa U AOSIXK-
Ha HauyMHATbCA KaK MOXHO paHblue BBMAY PaHHero 3a-
KpbITUA 30H pocTa y 60MbHbIX C AAHHOW FEHEeTUYEeCKOoMN
natonornein [21]. Mpu neyeHum npumeHsAT 6Gonblune
[03bl BUTaMuHa D, noCcKonbKy gencTBue 3TOro BMTamMMHa
Ha ¢ocdHOpHO-KanbLMEBbI OOMEH aHANOTMUYHO AeNCTBUIO
MNTr. Ha nHTennekTyanbHoe Hefopa3BUTUE fieyeHne gen-
CTBUA He OKa3blBaeT, HO UCYE3aloT TeTaHUA U CYJOPOKHbI
cuHgpom [22]. Mpn HeJoCTaTOUHOCTU APYINX »Kenes BHY-
TPEeHHen cekpeLnn NPOBOAAT 3aMeCTUTENIbHYI0 Tepanuio
COOTBETCTBYOLWMMIN ropMoHamu. [pu HeBponornyeckmx
HapyLWeHNAX UCNOMb3YIOT CUMNTOMATUYECKYIo Tepanuio:
NPOTUBOCYAOPOXKHbIE NpenapaTbl; aHTUOKCMAAHTDLI U npe-
napatbl 1eBogonbl [23; 24].

3aKAlHeHue

MpoasneHune n TaxecTb [T n cBA3aHHbIX C HUM pac-
CTPOWCTB Pa3NnNyaloTca Y pasHblX NauMeHTOB CO 3Hauu-
TeNbHbIM KNMHUYECKUM U MOJSIEKYNAPHbIM COBNajeHnem
MeXxay pasfnyHbiMyi Tunamu. K coxaneHuto, gnarHos3 4a-
CTO CTaBUTCA C OMO3[aHMeM M3-3a HeJOCTaTOYHOro pac-
NMo3HaBaHWA CUHAPOMA U CBA3AHHbBIX C HMM OCOGEHHO-
cTen. MNMayreHTbl JOMIXKHbI MPOXOAUTb 00CefoBaHKe NpU
NMOCTAHOBKe JMarHo3a 1 BO BpeMsa HabnofeHUs Ha npea-
MeT BblsiBIeHUs crieundrUecknx MPU3HAKOB, TAaKMX Kak
pe3sucteHTHoCTb K [Tl pe3ncteHtHoCcTb K TTI, CTI, ru-
noroHagunsm, gebopmaunm ckeneta, COCTOAHUE MONOCTU
pTa, yBenmyeHne Beca, HenepeHOCMMOCTb FIOKO3bl UK
caxapHbiln AnabeT 2 TMna v apTepuanbHas rMnepTeH3us.
B Lenom, cKoopAMHNPOBaHHBIA U MEXANCLUNNANHAPHbBIN
nogxoa OT MiageH4yecTBa AO 3penioro BO3pacTta, BKIIO-
Yyaa nporpammy nepexogHoro Nepuopa, AO/MKeH NoMoub
yAyULlWNTb YXOA 3a NauneHTamm, CTpagatoLmmm 3TuMm pac-
CTPONCTBAMMU.
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