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MNCEBAOrMNONAPATUPEQ3 KAK UTOI QUDSEPEHLIUMANBHON
AUATHOCTUKW (KNUHWYECKWI CNYYAI)
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PSEUDOHYPOPARATHYROIDISM
AS A RESULT OF DIFFERENTIAL
DIAGNOSIS (CLINICAL CASE)
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Summary. Pseudohypoparathyroidism is a group of rare diseases
associated with parathyroid hormone resistance, characterized by
genetic heterogeneity and clinical polymorphism. In the Russian
literature to date, the analysis of large cohorts of patients with
pseudohypoparathyroidism has not been carried out, which is why this
disease is unique. The article presents a clinical observation of a patient
with pseudohypoparathyroidism.
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KAlbright hereditary osteodystrophy. J

cespgorunonapatupeos (MIM) — cuHapom c ay-
n TOCOMHO-LOMMWHAHTHbIM  TUMOM  HacJieJOBaHMs,

KOTOpbI/i XapakTepusyetca HapyleHuem docdop-
HO-KanbumneBoro ob6bmeHa, OOYC/IOBIEHHOrO HeBOCMNpPU-
UMUMBOCTbIO KNIeTOK-MULIeHen K napatropmony (MIT) [1,
2]. PacnpocTpaHeHHocTb MMM coctasnaet 1-9: 1000 000.
Cpean manbuvmkoB 3aboneBaHue BCTpeuyaeTca B 2 pasa
pexe, yem cpean pesouek [3]. CBoeBpemMeHHasA AuarHo-
CTVKa W paLyMOoHanbHbIi GapMaKoNOrMyecknii KOHTPOb
MM no3BonsAlT obecneunTb 6GMAroNPUATHLIA MPOrHO3
[6-8]. B oTeuecTBeHHOW 1 3apybexHol nutepatype MM
MoCBsiLLeHbl eAuHNYHble PaboTbl. KnuHuuecku maHude-
cTaumsa HapyweHunn ¢ocdopHo-KanbLmeBoro obMeHa npu
MNrM B 72% cnyyaes npepcraBneHa CyAOPOKHbIM CUH-
OPOMOM U CUMHKONanbHbIMK cocToaHuAMM [2]. CoueTaHne
MM ¢ pe3sncTeHTHOCTbIO K TPOMNHbIM ropmoHam (TTT, JII
n OCI) n roHagonMbepuHy BblgeNeHO B HO30J10MMYECKYI0
dbopmy — HacnepctBeHHaa octeoguctpodua OnbpanTta
(HOO). 3aboneBaHne xapakTepusyeTcsa pa3BUTVEM Tpua-
Ibl NPU3HAKOB — GUOPO3HAs AMCMIA3NA KOCTEN, Npex-
[eBPEMEHHOE MOJIOBOE Pa3BMTME W MUTMEHTHblE MATHA.
Pe3ncTeHTHOCTb K TMPEOTPONMHOMY FrOPMOHY NPOABAAETCA
B BMAE rMrNoTupeosa, valle cyoknuHuuyeckoro [4], pesu-
CTEHTHOCTb K rNloKaroHy — 6e3 KnumHuyeckux npossre-
HWUI), Pe3NCTEHTHOCTb K roHafonnbeprHy — B BuAe ame-
Hopesd, Pe3NCTEHTHOCTb K aHTUANYPETUUYECKOMY FOPMOHY
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AnHomayus. TceBgorunonapatpeo3 — reHeTUYecku reTeporeHHas dHA0-
KPVHONATUA, (BA3aHHAA C PE3UCTEHTHOCTbIO K MapaTropmoHy, XapakTepu-
3ylolLaAca KnuHuuecknm nonumopdusmom. B poccuitckoii u 3apybexHoil
HayuHoli nuTepaType NpeAcTaBieHbl eIMHUYHbIE CyYan paccmMaTpuBaemoit
natonoruu. lpeacTaBneHo KAMHUYeCkoe HabmiodeHne AeBOUKU-MOAPOCTKA
C NCeBAOTMNONAPaTUPEO30M.

Knoyesble c108a: nceBAOrVNONapaTpeos, CyAOPOXKHbIi CUHAPOM, FUMOKafb-
LMeMIA, HaCNIeICTBEHHAs ocTeoAncTpodus Onbpaiita.

B BMA€e HapyweHnA KOHLI,EHTpaLlI/IOHHOIZ (I)yHKLI,I/II/I no4vyek

[5].
Llenb NCCAeAOBaHWS

MpepctaBneHne kKnuHuyeckoro cnydvaa MMMy pnesou-
KM-nogpocTka Ana obmeHa onbiToM 1 GOPMUPOBAHNA WH-
dopmaLMoOHHOM 6a3bl AaHHbIX.

K AMHWN4Yeckoe HabAaloAeHue

Bo3pacT nmaumeHTK Ha MOMEHT NepPBUYHOrO obpalle-
HMA 13 neT 2 mecAua, KOPEHHaA »XUTefbHKMUa pernoHa.
MepuHaTanbHbIi aHaMHe3 He OTArolleH: 6epemMeHHOCTb
1-A, npoTekaBwas 6e3 OCNOXHeHW, poabl 1-e B CPOK,
yepes ecTeCTBEHHble POAOBble MyTW B FOSIOBHOM npef-
nexkaHuu. Mpun poxgeHnn macca tena 3420 rpamm, pocT
47 cm, oueHka no wkane Anrap 8-8 6annos. B paHHem
Bo3pacTe nepeHecna OPBW, BeTpAHyto ocny. HacnegcteeH-
HOCTb MO SHAOKPWHHOW NaToNOrMy OTArOLWEHa Mo JIMHWK
MaTepyn — y 6abylwKn caxapHblii gnabet 2 Tuna, y Ma-
Tepu — y310BON 300, Y POACTBEHHVKOB MO NIHAW MaTe-
pu — Hu3kopocnoctb. C paHHero Bo3pacTa OTMeuvanucb
OTCTaBaHMEe OT CBEPCTHWUL, MO POCTY U M3ObITOUHBIN BeC.
[JleBouka Habnoganacb BpPavyoOM-HEBPOJSIOrOM MO MOBOAY
nepuHaTanbHon 3HuedanonatTMu, Bpayvom-odpTanbMoNo-
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rom Mo MoBOAY PacxodALleroca CoApy»KeCTBEHHOro Koco-
rnasms, cmelaHHoro acturmatnama OU u am6nvonum OU,
Bpayom OpToneaoMm no NoBofdy pacnpoCTPaHEHHOro ocTe-
OXOHApo3a. B Bo3pacTe 4-x net 6-Tm mecAueB nepeHecna
BepnourympoBaHHbIn rpunn H1IN1 B Taxxenon ¢opme ¢ me-
HUHrosHuedanmtTom. Mpu NpoBeieHNN HEBPONOTMYECKOrO
obcnefoBaHNA B Nepriofe peKkoHBanecLeHLm no JaHHbIM
MarHMTHO-Pe30HaHCHON ToMorpadun BnepBble BbiABMEH
BPOXAEHHbIN MOPOK Pa3BUTUA LEHTPANbHOW HEPBHON CU-
CTeMbl — KMCTa NPOMEXYTOYHOro napyca pasmepamu 1,2 x
1,1 x 0,8 MM, NO AaHHbIM 3n1eKTpo3HUedanorpadun — npu-
3HaKn 0OLIEeMO3roBbIX W3MeHeHun. Monyyana KypcoByto
HEeMpPOTPOIMHYI TePaNuIo C NONOKUTENIbHBbIM KIIMHNYECKUM
addekTom. [ybepTaT paHHWUIA aKTUBHBIMU TEMMAMU UHBEP-
TUPOBaHHbIN. MeHapxe B Bo3pacTe 12 net 6 mecaues. MeH-
CTPYyanbHbIN LUK HEe YCTaHOBUACA perynsapHbIM C MeEHapxe
c3agepxKkamu go 1,5 mecaues. Neprognyeckn otmevanucob
NPUCTYNbl TOHNYECKOrO HAaNPXKeHNA B KOHEYHOCTAX, Tpe-
BOXHOCTb, KOTHUTMBHbIE PACCTPONCTBA, FONoBHasA 6onb,
rofIOBOKPY>KEHWE. MOBOAOM A1 FOCMUTaNN3aLmm B HEBPO-
noruyeckoe otgeneHue. OuepedHon 3Nu30p[ yxydlweHue
CaMOUYBCTBMA B BUAE FOJIOBOKPYKEHNWA, 3BOHa B YLIAX,
NOABMIEHUA TOHNYECKOrO HaMnpAXeHNA BEPXHNX KOHEUHO-
CTeln, OTCYTCTBMA peakuuy Ha OKpYKalowWmMX AnuTesibHO-
CTblo 0K0M0 10 MUHYT CTan NOBOAOM ANA rocnuTanmsaumm
B HeBposiornyeckoe otgeneHue. MNpu nocTynaeHmm cocro-
AHNe cpefHeln CTeneHum TAXKEeCTW 3a CYeT HeBposoruye-
ckol cumnTomaTtnkn. Ousnueckoe passutme Huskoe (SDS
pocta = -2,8), ANCrapMOHUYHOE 3a CYET M36bITKAa Macchbl
Tena (SDS UIMT = +1,9). TenocnoxeHune runepcteHNYeCcKoe.
O6palyany Ha cebsi BHUMaHMe PpeHOTUMNNYEeCKnE 0CobeH-
HOCTU: NIyHOOGpa3Hoe NN, MOHOOBPOBb, HENPABWUIbHbIN
pocT 3y608, AedeKT 3mManu, WNPOoKas rpyaHasa KneTka, yko-
poueHVe BEepPXHUX W HUXHUX KOHeuyHoCTel, 6paxnaaktu-
nva IV n V nanbueB KNCTen 1 cton, 6paxmmetadanaHrnsm,
cmmnToMbl XBOCTeKa 1 Tpycco oTpuuatenbHble. Mo pesynb-
TaTamM nabopaTopHoro o6cnieloBaHNA [MArHOCTUPOBAHO
CHMXXEHNE CbIBOPOTOYHOIO YPOBHA WOHU3MPOBAHHOIO
kanbuua go 0,51 mmonb/n (PU 1,12-1,32 mmonb/n), runep-
dochatemmsa 3,07 mmonb/n (PU 1,3-2,26 mmonb/n). Hauata
Tepanua npenapatamu Kanbuma («KanbuemmH» no 500 mr 2
pasa B AeHb) U anbdakanbumagonom («Anbdall3 Tesa 0,25
MKr 2 pa3a B fieHb). OQHOKpATHO B HOYHbIE Yacbl pa3BuI-
CA NPUCTYN rMnoKanbLMemMnyeckmnx Cygopor ¢ Tpmamamum
MbILIL ML, CNAacTUYECKOro napesa B BUAE «PYKU aKylue-
pa», ’MNOTOHNNY, KyNUPOBAaBLUNNCA NapeHTepasibHbIM (BHY-
TpMBEHHbIM) BBegeHnem 20 mn 10% pactBopa KanbuuA
rMOKOHaTa. Ba’kHO OTMETUTb, UTO KJIOHMYECKOTO KOMMO-
HEHTA CYJOPOXKHOIO CMHAPOMa He Habnioganock. Mo gax-
HbIM MarHUTHO-PE30HaHCHOW TOMOrpadun BbiABIIEHbI NPU-
3Hakn cmHppoma Papa — ABYCTOPOHHUN CUMMETPUYHbIN
KanbLUMHO3 BellecTBa FONOBHOrO MoO3ra B BuAe O4aros
rMNEePUHTEHCMBHOCTN Ha T 2 B gmnametpom go 3 mm ne-
PUBEHTPUKYNAPHO NepefHM poram 1 TpeyronbHnkKam 60-
KOBbIX XeJlyAouKOB 1 B 6eflom BellecTse nonyLwapuii 6onb-

LWOro MO3ra, NPeVMYyLLEeCTBEHHO B JIOOHbIX AOMAX W 30HbI
noHmXeHHoro SWI cMrHana ot cyGKOpTHKaNbHbIX OTAENOB
nonywapuii 601blIOro Mo3ra, 6asanbHblX CTPYKTYP U sgep
MO3euka. o fJaHHbIM 3neKTpoKapamorpadrum oTMmeyeHbl
napumanbHbiii WPW-dpeHomeH, npusHakm ob6MeHHO-3eK-
TPONUTHBIX HapyLIeHW B M1oKapge. Mo pe3ynbratam anek-
Tpo3Huedanorpadun ¢ BUAEOMOHUTOPUHTOM AUArHOCTU-
pOoBaHbl NPU3HaKM YMePEHHbIX 0OLLEMO3roBbIX U3MEHEHWNIA
OUOPUTMUKIM FOSIOBHOTO MO3ra C permcTpaumein Bo Bpems
604pCTBOBAHNSA 11 BO CHE TMNEPCMHXPOHHbBIX 3a0CTPEHHDBIX
KOMMEKCOB B anbda-, 6eTa- u genbra-guanasoHe no npa-
BOMY MOJYLIAPWIO FOSIOBHOFO MO3ra ¢ AUddy3HbIM pacnpo-
CTpaHeHneM; COH 1 6oapcTBOBaHNe anddepeHUNPOBaHbI,
CcTagun CHa onpegenanucb, ¢usronornyeckne naTTepHbl
CHa chopmMmMpPOBaHbl MPABUSIbHO, Bbipa)eHbl OCTaTOUYHO;
TUNMYHaA anunenTndopMHasa akTBHOCTb He 3aperncTpu-
poBaHa. o faHHbIM peHTreHorpadun KNCTen pyk n nyde-
3aNACTHbIX CYCTaBOB KOCTHbI BO3pacT COOTBETCTBOBA
15,5-16 ropam, BbiaBneHa aHomanuA pas3sutuna |, IV un V
MACTHbIX KOCTeN obenx KucTen. MNpu ynbTpa3ByKOBOM MC-
cnefoBaHMM BUJIOYKOBOW »Kenesbl BbIABAEHbI MPU3HaKK
Tumomeranuu Il ctenenu. MNocne ncknoyeHna snunencun
BepudmKaLus reHesa HapyweHna GpocdhopHo-KanbLreBo-
ro obmeHa 6blla NPOAO/IKEHA B dHAOKPUHOMOMMYECKOM
oTaeneHun. Pesynbratbl nabopatopHoro o6cnefoBaHus:
cy6knuHnyecknii runotmpeos (TTl 5,36 mxEd/mn; T 4 cBo-
604HbIV 17,2 NMONb/N); NOBbILWEHKE YPOBHA NapaTropmo-
Ha po 164 nr/mn (PU 16,0-87,0 nr/mn), HOpManbHbIN ypo-
BeHb KanbUUTOHUHaA — 6,5 nr/mn (PN meHee 11,5 nr/mn),
runomarHnemma — 0,66 mmonb/n (P 0,77-1,03 mmonb/n),
gedvunt ButammHa D (25-OH ButamuH D, cymmapHbIi
17,7 nr/mn). Mo pe3ynbTatam nabopaToOpPHO-KIMHNYECKO-
ro obcnefoBaHUA Obin BbICTABNEH KIUHUYECKWI AMArHO3:
OcHoBHoe 3abonesaHue: ceBpornnonapaTnpeos: pesu-
cTeHTHOCTb K IMTT, octeogmctpodua OnbpaiTta, oxXnpeHne.
OcnoxHenuna: CuHgpom Mapa. ConyTcTBylowme 3abone-
BaHuA: MapumanbHoii WPW-peHomeH. CyOKANMHNYECKUIA
runotmpeo3s. CmewaHHbIn acturmatnam OU. PacxopAweeca
coapyXecTBeHHOe Kocornasve. Ambnuonusa cnabon cre-
neHn OU. Tumomeranusa Il ctenenn. Kapgnomuonatuma npu
MeTabonuuecknx HapyweHusx. [poBefeHa Koppekuus
3aMeCcTUTeSIbHOW Tepanuu 3a CYET YBeNIMYEHNA JO3bl Kallb-
LA rMIOKOHaTa, BKIIOUEeHNA B nevebHyo cxemMy nepoparsb-
Hon dopmbl anbdakanbuupona B cytouHoun gose 1,0 mr,
pacnpefeneHHon Ha 4 npvema. B 3ToT neprop nauneHTKa
nepeHecsia HOBYID KOPOHaBUPYCHYIO MHGEKUMIO, Bbl3BaH-
Hyto SARS-COV-2 (Bupyc wuaeHTUGMUMPOBAH METOAOM
NXA) B cpepHe-Tsxkenon ¢opme 6e3 MHPUIBTPATUBHbBIX
MN3MeHEeHUN B nerknx. Ha poHe NpoTMBOBMpPYCHON Tepanum
(yMUdpeHOBMpP) AOCTUTHYTO KNMHUYECKOE 1 nabopaTopHoe
Bbl3gopoBrieHne. [locTurHyta crabunusauus Kanbuue-
Mun Ha ypoBHe 0,9-1,0 mmonb/n. CyoopoXKHbI CUHAPOM
KynupoBaH, yMeHbWunucb obwas cnabocTtb, aguHamus,
cnabocTb B KOHEUYHOCTAX, FONOBOKpYXeHue. MauneHTKa
BbiMMCaHa M3 CTauuMoHapa Ha JanbHenwee ambynatop-
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HOe NevyeHne C peKoMeHAaUUsiMU NepopanbHOro npuemMa
anbdakanbumnaona 1 npenapaToB Kanbuusa nog nabopa-
TOPHBbIM KOHTPOJIEM 33 YPOBHEM MOHU3UPOBAHHOIO Kaslb-
uusa, dochatemmm 1 napatropmoHa. ns oueHkn pocdop-
HO-KasibLMeBoro obmeHa npowna obcnegosaHne B Orby
«HayuHbIi MeguLMHCKNI nccnefoBaTeNibckmin LieHTp 3H-
LOKpuHonorum». Mo pesynbTatam 06CcnefoBaHNA AMarHo3
nceBAonaparMnoTMpeosa U TakTKa BeAeHUs MNauueHTKu
OblII NOATBEPXKAEHDI.

Ocob6eHHOCTbIO NPeACTaBAEHHOFO KNMHUYECKOrO CIly-
yaa ABNAETCA TO, UTO KAMHMYECKMEe CUMMTOMbl 6onesHu,
KOTOpble MO3BONAT 3aM0A03PUTbL NCeBAorMnonapaTmpe-
03, 6blIN «3aMaCKMPOBaHbI» MO HEBPOOTMYECKYH NnaTo-
noruto. CyaOpOXKHbIN CUHAPOM, CUHKONanbHble COCTOAHMA
BC/1IeACTBME MMMNOKaabLMeMMI CTaIv NPUYNHON OWNBOYHO
YCTaHOBNEHHOIO AMarHo3 «3nuiencumy, no noBogy KoTo-
poro nauneHTKa Habnioganacb HeCKosbKo fneT. Mo AaHHbIM
HayuyHoOW nuTepatypbl cpeamn naumentos ¢ MMM ownbou-
HaA MHTepnpeTauna MPUYNHBI CYAOPOXHOro CMHAPOMA

npu ero MmaHndectaymm Ao BbiABAEHUA TMNOKaNbLMeMUN
BCcTpevaeTcs B 40% cnyyaes [2]. KomopbugHo K M onu-
caHa 6one3Hb Qapa — pepkad B LETCKOW BO3pPacTHOM
rpynne natoniorus, 06ycNioBieHHas CUMMETPUYHON Kasb-
undukauren uepebpanbHbiX CTPYKTYP C nonumopodusm
KNUHNYECKOWN KapTUHDbI.

BbiBOAbBI

MceBporvnonapatnpeos — 3aboneBaHue C nporpeccu-
pyowmm anddy3HbIM OTNOXKEHNEM KaNlbLMHATOB M pa3Bu-
TMiEeM OCNIOXXHEHUIN CO CTOPOHbI HEPBHOW N SHAOKPUHHOWN
cmcTemsbl. PaHHAA guarHocTnka 60ne3Hn u cBOEBPEMEHHO
HauaTaA naToreHeTM4yecKkas Tepanua NO3BONAET nNpenoT-
BPaTUTb TAXeNnoe TeueHne U NPOANNTb XU3Hb NauneHTa.
TpypHoCT nocTaHoBKM AnddepeHUmnanbHOro amarHosa
ncesgorvnonapatupeosa TpebyloT HaCTOPOKEHHOCTU
N MyNbTUANCUUNIIMHAPHOTO NOAXOAA.
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