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Pe3tome

NCEBOOTrUMONAPATUPEO3
IA TUNA: KTUHUYECKUN CNYYAN
U AHANWU3 NUTEPATYPbI

B cTaTbe onucaH KAMHMYECKUIA Caydaid ncesaorMnonapaTMpeosa la Tuna ¢ ayTocoMHO-A40OMMHAHTHBIMK NPU3HaKaMmu
HacfegoBaHMA, MyTauma de novo?, accoLuMMpPOBaHHOIO C TMPEOTPOMNHOW PE3UCTEHTHOCTLIO M TMMepPKalbLUTOHUHE-
Muei. OnrcaHbl TaKKe KAMHMYECKME NPoABAEeHUA, 0COBEHHOCTM TeueHUs 3aboneBaHmnA y NaumneHTa.

Kniouesble cnoBa

Mcesporunonapatmpeos, runoTnpeos, dochopHo-KanbLUEBbI 06MEH, TMNoKanbunemus, runeppochatemms, napat-
FOPMOH, Ka/IbLUMTOHWUH, TKaHEBAA PE3UCTEHTHOCTb, KaJIbLIMTPMOJI.

MapatupeonaHbin ropmoH (napatropmoH, MTI)
ABNAETCA TNaBHbIM perynatopom ¢ocPopHO-Kanb-
umesoro obmeHa. HepoctatouHocts MNTI uau pe-
3UCTEHTHOCTb TKaHel K ero Aencrsuio npuBoguT
K Pa3BMTUIO TMNonapaTUpeon3a, XapakTepusyoLlle-
rocs runokanbumemmen n runepdocdatemmen. MNTr
npeacrasnset coboil oAHOLENOYEYHbIM nonunen-
T™MA U3 84 aMMHOKUC/IOTHbBIX OCTaTKOB. Ero aencreume
HanpaBAeHO Ha NOBbIWEHME MOHOB KaJibLMA U CHU-
YKEHMEe KOHLUeHTpauun ¢ochaTtoB B Naasme Kpo-
BU. B cBoto ouepenb, cekpeuma MNTI perynupyetca
3a CYeT BO3AEWNCTBMA MOHOB KaiblLma Ha G-6enok!
Ka/bUWI-4yBCTBUTENIbBHOTO  peuenTopa  (calcium-
sensingreceptor, CASR), n0KafIn30BaHHOIo Ha MeMm-
6paHe KNeTOK OKONMOLWNTOBUAHBIX Kenes. [Mnokanb-
umMemma NpmBoAMUT K ycuneHuto cekpeunn MTT, rn-
nepKanbLMemma — K CHUMKEHULO ero BbipaboTku [1].

OCHOBHbIMK OpraHamu-muuweHamum gna MTI
CTAHOBATCA MOYKM M KOCTHAA TKaHb. B opraHax-
MULLEHAX NOKANN30BaHbI cneundunyeckme peuen-
Topbl PTH/PTHrP?, KoTopble B3aMMOAENCTBYIOT
c MTI, BcnepcTeMe 4yero MHUUMUPYETCA Kackag
COObITUI C aKTMBauUMel ageHuNaTunKNasbl. BHy-
TPU KNETKM BO3pPaCTaeT KOHLEHTpaLUA MONEKYN
UAT®, penctBme KOTOPbIX CTUMyAUpyeT mobunm-
3310 MOHOB Ka/ibLMA U3 BHYTPUKAETOUYHbIX 3ana-
coB. B noukax MNTI gencTByeT NpeMmyLL,EeCTBEHHO
B BOCxogAalwem otaene netau leHne n aucrtans-
HbIX M3BUTbIX KaHanbuax. MNTI ysenunuusaert pe-
abcopbumto KanbuMA NyTemM yBe/UYEHMA aKTMB-

1 He HacnedosaHHeIli om podumeneli.

1 (aHen. G proteins) — amo cemelicmeo 6enK08, OMHOCAUWUXCA K [T-
a3aM U GyHKYUOHUPYIOUWUX 8 Ka4ecmee 8MmopuYHbIX MOCPEOHUKO8 80
8HYMPUKAEMOYHbIX CUZHAMbHBIX KACKAOaX.

2 peyenmop PTH/PTHrP omHocumcs Kk Hogomy cemelicmay peyenmopos,
CB8A3AHHbIX ¢ G-6enKom.
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HocTn  Ca’*-apgeHosuHTpudocdatasbl  Na*-Ca?-
NPOTMBOTOKA, @ TaKXe NocpeacTBOM CTUMYAALUU
la-rmapokcmaasbl U CMHTE3a KaabuuTpmona [2].

B KocTHOM TKaHu peuenTtopbl PTH/PTHrP noka-
NU30BaHbl B ocTeobnactax U ocTeoumuTax, HO OT-
CYTCTBYIOT Ha OCTeOK/ilacTax. TeM He MeHee npwu
nosbiweHnn yposHa MNTI npouncxoguTt akTmeaumA
OCTEOK/NACTOB M ycuauBaeTcAa pe3opbuma KocT-
HOM TKaHW. 3ToT addekT MNTI onocpeayeTcs ocTe-
obnactamu. Mog sanaHuem MTI cTumynupyetca
ceKkpeuns mMHcynnHononobHoro ¢akTopa pocta 1
W LUTOKUHOB (MHTEpPAEKUH-1 1 rpaHynouMTapHO-
MaKpodarasbHbli KONOHUECTUMYAMPYLOWNI dak-
TOpP), KOTOpPble aKTUBUPYIOT OCTEOKNACTbI [3].

Ewe oaHMMm BaxHehwum perynatopom d¢oc-
dopHO-KanbuneBoro obmeHa sBAAETCA KalbUM-
Tpuon. MNogobHo ApyrMm CTEPOUAHbLIM FOPMOHAM,
OH CBA3bIBAETCA C BHYTPUKIETOYHbIM PELLENTOPOM
KNeTKN-mulieHn. OBpasyeTcs KOMNIEKC KTOPMOH —
peuenTop», KOTOPbIA B3aMMOAENCTBYyeT C Xpo-
MATMHOM W MHAYUMPYET TPAHCKPUMNUMIO CTPYK-
TYPHbIX TEHOB, B pe3yabTaTe Yero CUMHTe3MpYHoTCA
6enkn, onocpeayowme AelcTBME KanbUUTpUONa.
B sHTepouWTax KanbUUTPUON MHAYUMPYET CUHTE3
Ca*-nepeHocawmx 6enkos, obecneuymBatowmx pe-
abcopbumio noHoB Kanbuma u docdaTtoB U3 nono-
CTU KULIEYHMKA B 3MUTE/IMANBbHYIO KNETKY Kuiley-
HUKa. [lanee KanbUUTPUOA KOHTPOJUPYET TPaHC-
NnopT MOHOB KaNbLWA U3 KNETKU B KPOBb, Bnaroaaps
YyemMy UX KOHLUEHTPauuA BO BHEK/IETOYHOMN KUAKO-
CTV NOALEPKMBAETCS Ha YPOBHE, HeobxoaMmom
AN8  MWHepanmsauum OpraHUYeckoro MaTpuKca
KOCTHOM TKaHW. B NOYKax KanbuMTPUON CTUMYANPY-
eT peabcopbumio MOHOB Kanbums u docdaTos [2, 3].

KanbUWTOHWMH TaK)Ke y4yacTByeT B Ka/ibLMEBOM
obmeHe M npeacTtasnseT cobol noannenTua, co-
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CTOAWMMN 13 32 aMUHOKUCNOTHBIX OCTAaTKOB C 0Of-
HOM AucynbdUAHOMN CBA3bID. ITOT FOPMOH LMTO-
BUAHOM Kenesbl BblpabaTbiBaeTca C-KneTKamm,
pacnonoXeHHbIMK cpean donnnkynos, obpaso-
BaHHbIX A- N B-kneTkamu. C-KNeTKN — 3TO KAETKU
HEMPO3HAOKPUHHOIO MPOUCXOXKAEHMA, KOTOpPble
«MPUXOAAT» B TKAHb WMUTOBUAHOM XKenesbl BO Bpe-
Ml BHYTPUYTPOOHOro passuTMA Yenoseka. CumTa-
eTCA, YTO FTOPMOH KaJbLUUTOHWUH — 3TO OCHOBHOM
npoAayKT BblpaboTkn C-knetok. KanbUMTOHUH fAB-
nAaeTcs aHTaroHMcTom napatropmoHa. ObpasoBsa-
HUe KaNbUMTOHWHA HaNPAMYIO 3aBUCUT OT YPOBHA
KasbLMA B KPOBM: NMPU €ro MOBbIWEHUN KOHLEH-
TpauuAa KanbLMTOHWHA yBEAMYMBAETCA, a NpPU Na-
OEHUN — cHMKaeTca [4].

Kpome TOro, KanbuMTOHWH NOAABAAET KaHab-
ueByto peabcopbumio MOHOB KafbLMA B MOYKaX,
TEM CaMblM CTUMYAUPYA UX SKCKPELMIO MOYKAMMU
¢ moyoi [2, 3]. KanbUMTOHUH M3BECTEH MNpexae
BCEro Kak Haubonee 4yBCTBUTE/NbHbIA MapKep
MeayNNAPHOM KapuMHOMbBI LIMTOBUAHOW Xenesbl
M paka, obpasosasuwerocs ns C-kneTok [5, 6].

McespornnonapaTtupeos (MIM) — aTo cemeitHoe
3aboneBaHMe ¢ ayTOCOMHO-AOMMUHAHTHbIM TUMOM
HacnenoBaHMA, O4HAKO OYeHb peaKo BCTpevatoTcA
cnopaguyeckme caydaum. MNMpu atom 3abonesaHuu
opraHu3m He cnocobeH pearMpoBaTb Ha NapaTu-
pPEOUAHbLIN FOPMOH MNapaLLMTOBUAHOM Kenesbl, Ko-
TOPbIA KOHTPOAMPYET YPOBEHb Kanbuma, ¢ocdopa
M BUTaMUHa D B KOCTAX U KPOBM.

McespornMnonapaTMpeos CYUTAETCA NePBOM IH-
[OKPUHHOW NaTos0rMen, Ha OCHOBE KOTOPOW 6blfo
NoATBEPXKAEHO NpeanonoxeHne o GeHomeHe Ha-
pyweHMA YyBCTBUTENIbHOCTU TKAHEW K TOPMOHY,
BblpabaTbiBaEMOMY KefesamMu BHYTPEHHEN ce-
Kpeuun unm BBOAUMOMY U3BHE, MPU YCAOBUU, YTO
MeXaHW3M U YPOBEHb €ro BbIpabOoTKM OCTaeTcA He-
WU3MEHHbIM.

N3yyeHne 1 onmcaHne faHHOM NaTonorum 66110
nposefeHo B cepeauHe npowsaoro Beka ®. On-
6paiiTom, B CBA3M C 3TUM MNCEBAOINMNONApaTUpPeOs
WHaYe WMMEeHYIOT HacneacTBEHHOW OCTeoAMCTpO-
¢dunent OnbpanTa [7].

McesgormnonapaTnpeos aBAAeTCA peakum 3abo-
JieBaHMEM, U ero pacnpoCTPaHEHHOCTb B Pa3/INYHbIX
nonynsumMaAx B HacTosAWee Bpems HensBecTHa [8].

nupgemuonorna. [lpeanonaraemana pacnpo-
cTpaHeHHocTb MM u octeoguctpodmnmn OnbpaiTa
npumepHo 0,79 Ha 100,000 Tbic. YenoBek (cornacHo
Orhhanet Repor Series, November 2011)3. Anon-
CKMe uccneposatenn npueogAat uudpy pacnpo-
cTpaHeHHocTu MMM 8 AnoHun 0,34 Ha 100,000 Ha-
ceneHusa [9].

NartoreHe3 U KAMHUYeckue popmebl. B HacTos-
Liee BpeMs U3BECTHbl YeTblpe naToreHeTuyeckue
dopmbl natonoruu: la, lb, Ic n Il

3 Orphanet Report Series. 20102206 www.orpha.net ... An on-line survey
was designed in November 2011.
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MonaratoT, 4TO B OCHOBe MNCeBAOrMNonapaTu-
peo3a /NeXuUT reHeTuyecku obycnoBneHHas pe-
3UCTEHTHOCTb MOYEK U CKeneTa K AeNCTBUIO Na-
paTropmMoHa B pe3ynbTate fgedeKra Komnaekca
«cneumduryeckmin  uuTopeuenTop — napaTrop-
MOH — afeHuNaTUMKNA3a», YTO HapyLaeT npouecc
obpasoBaHuA B no4dkax 3,5-AM®, asnsatouieroca
BHYTPUKAETOYHbIM NOCPEeSHUKOM fOeNCTBMA na-
paTropmoHa Ha meTabonunuyeckue npouecchl. MMM
ABNAETCA FeHeTUYEeCKM reteporeHHbIM 3abonesa-
HMeMm. Y 4yacTn 60nbHbIX gedeKT MMeeT cam LUTO-
peuenTop, CBA3bIBAIOLWMIN NapaTropMmoH (ncesao-
runonapaTtupeos la Tuna), y Apyrux oTmevaetcs
AedeKT HYKNeoTMa-CBA3bIBatOWEro 6enKka, NoKkanu-
30BaHHOIO B JIMMUAHOM C/10€ K/IeTOYHON membpa-
Hbl U GYHKUMOHANbHO CBA3bIBAKOLWEro peuenTtop
C afgeHunaTumknason (tun Ib ncesmornnonapaTu-
peos3a) [10]. Ncesgornnonapatnpeos Tuna Ic He-
KOTOpble aBTOPbl OTOXAECTBAAIT C NCeBAO-MNCEB-
Aorvnonapatmpeosom, Kotopbln onucan F. Albright
B 1952 rogy [11]. 9TOT TMN XapaKTepusyeTca CBOM-
CTBEHHOM KAMHMYecKoW KapTuHou [ITl, ogHaKo
YPOBHM Kanbumsa, dochopa B KPOBU M MOYe OCTa-
l0TCA B Mpeaesiax HopmasbHbIX BennymH. Mokasa-
Tenu MM nGs-6enka* B KPOBU TaKKe COXpaHATCA
Ha HOPMa/IbHOM ypoBHe. Y YacT 60bHbIX Habto-
faetcA depmMeHTaTMBHAA HeAO0CTaTOYHOCTb CaMoW
ageHunatumknasbl  (ncesgorvnonapatupeos |l
TMna). dedununt uUAM®, passBuBatoWMnCa BCaea-
cTBME 3TUX AedEKTOB, BEAET K HAPYLUEHUIO CMHTE3a
cneundpumyecknx 6enkos, KoTopble U onpepenstoT
6uonormyeckmin apdekT napatropmoHa. Takum o6-
pa3om, TepAeTcA YyBCTBUTENbHOCTb OpPraHOB-MMU-
LeHeM, B YaCTHOCTM MOYEK, K NApPaTropMoHy. B pe-
3ynbTaTe 3TOr0 yMeHbLUaeTcs 3KcKpeumna docdopa
C MOYO0W, BO3HUKAET runeppochatemus, BTOPUYHO
pa3BMBaAETCA TUMOKANbLUUMEMUA, KOTOPAA MOXKeT
BbI3blBaTb CTUMYAALMIO CEKPeuMn napaTropmoHa
M pa3BUTUE BTOPUYHOIO runepnapatupeosa. Mosbl-
WeHHoe 0bpa3oBaHMe NapaTropMoHa He Bbi3blBaeT
yBennyeHus BbiBeaeHuns ¢ocoopa n LAMP ¢ mo-
YOIt U3-3a reHeTUYecKn obycoBEHHOM Pe3nUCTEHT-
HOCTW NOYEYHbIX KaHanbLeB K MapaTropmoHy, HO
CONpPOBOXKAAETCA U3MEHEHUAMM B KOCTHOM TKaHW,
XapaKTepHbIMM 4N1A TMNepnapaTMpeonsa, YTO MOXKET
CBUAETENbCTBOBATb O COXPaHEHWU HOPMasNbHOM
YYBCTBUTE/NIbBHOCTM OCTEOK/IAaCTOB K MapaTropMOHy.
BepoAaTHO, NOA06HbIA MEXaHU3M NIeXKUT B OCHOBE
pa3BUTMA HEYYBCTBUTE/NIbHOCTM TKaHEN Apyrux op-
raHOB M 3HAOKPWUHHbIX Kenes (rMnodyHKLMA Wm-
TOBMAHOW Xenesbl, roHag, rMnodursa, caxapHblii
AnabeT, a TaKKe CHUKEHHbI OTBET NeYeHU Ha BBe-
AeHWe rNoKaroHa), Habntogaemon npu nceeaoru-
nonapatupeose la Tmuna [12-16].

Mpu ntobbIx BapuaHTax ncesgornnonapaTupeo-
3a 3ab6oneBaHMe HOCUT HacNeACTBEHHbIW XapaKkTep
C AyTOCOMHO-AOMWHAHTHbIM TUMOM HacneaoBa-

4 [YaHUH-HyK1eomuo-cea3blearouull.

EESHOLUTOBHA .
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HUA, CuenaeHHbIM Cc X-XpPOMOCOMOW. U3yyeHue
POAOCNOBHbIX MOKA3blBAaET, YTO YMCNO KEHLMH
C nceBaorMnonapaTMpeo3om B 2 pasa npesbliwaeT
KOMYecTBO BO/IbHbIX MYXKUYMH. BonesHb peako ne-
peaaeTcs OT 0TUA K CbiHY NPeX e BCEro U3-3a HU3-
KOW NA0OA0BUTOCTU MYXKUYMUH, CTPaZatoLWmnx ncesao-
runonapatmpeosom [17].

Mockonbky npu MM napawmntToBnaHbIE XKenesbl
OCTAlOTCA MHTAKTHbIMMW, TUMOKANbLUEMUA MOKET
BbI3BaTb CTUMYNALMIO CEKpeLun MapaTropmoHa
N pasBuUTME BTOPMYHOIO rmnepnapatmpeosa. Mpu
MM obblMHO MMeeT MEecTO KOMMNEHCATOpHasA -
nepnaasva napawmuToBUMAHbIX Xene3 (Kak npa-
BW/IO, Pa3BUTUE ALEHOM ANA TaKUX OOMbHbIX He
CBOMCTBEHHO). B cBOI ouyepenb, B KOCTHOM TKaHU
NPOUCXOAAT M3MEHEHWA, TUMUYHbIE ANA Tunep-
napatupeosa (auMddysHbIM 0CTEONOPO3, KUCTHI).
BbicBOOOKAAOWMNCA U3 KOCTHON TKAHWU KanbuUi
OTK/lafblBaeTCa B BUAE KanbLMPUKATOB B MOLKOXK-
HOM KNeTYaTKe, MbllWLAX, MOYKaX, a TaKXKe B MUO-
Kapae, CTeHKaxX KPYMHbIX COCYAOB, KOHbIOHKTUBE
u porosuue rnasa [18, 19].

Y 6onbHbix MMM onpepenaetca HU3KWUIK ypo-
BeHb QYHKLMOHANbHO aKTUBHON pOpPMbl BUTAMMU-
Ha 1,25(0OH),D, B CbiIBOPOTKE KPOBM. YMeHblIe-
HME KO/JMYecTBa aKTUBHOM dopmbl BUTaMMHA D
B OpraHM3me NPMBOAMUT K CHUXKEHWIO BCACbIBAHMUA
KaZbUMA B KULWEYHWUKE, TUNOKANbLUMEMUU, 4TO
yBenuM4mMBaeT BbIOPOC NapaTropmoHa B KPOBOTOK.
Bcneacteue aToro ycmMamBaeTcs TPAHCMOPT Kalb-
LMA U3 KOCTHOW TKaHM M pa3BMBAETCA OCTEOMANA-
una [2, 20].

KnuHuyeckne ocobeHHoctu NI cBA3aHbI B nep-
BYIO o4yepeab C USMEHEHUAMMU CKesleTa U Hapylle-
Huem docPopHO-KanbumeBoro obmeHa. Xapakrep-
Hbl peHoTUNNYEeCcKne nNpusHakm (octeogmctpodun
OnbpaiitTa): nyHoobpasHoe NMLO, KOPOTKas wes,
HU3KOPOCNOCTb, OXUpeHue, 6OpaxumertadanaH-
FM3M, FeTePOTPONHbIE NOAKOXKHbIE KaNbLUPUKATbI
M 3K30CTO3bl. Bcneacrteune runokanbumemmnm obbly-
HO Pa3BMBAIOTCA KaTapakTa U gedekT amanu 3y-
608 [13, 21]. Co CTOPOHbI HEPBHOM CUCTEMbI HYacTo
HabntoAaloTCA NOAKOPKOBbIE HapYLIEHUA: XOpeo-
GOpMHbIe FMNepKUHE3bl, aTeTos, /NLEBON remu-
CNasm, NAPKMHCOHU3M WU Ap., NHOTAA MO3XKEYKo-
Bble AB/NIEHMA: aTAaKCUA, HapyLeHNe KoopaUHaLLUMK.
Ho Hanbonee xapaKTepHbl TUTaHUYECKME CYA0pPO-
rm. UHTennekTyanbHbl AedeKT He nporpeccupyer.
Mcuxmyeckme npoueccobl 3amenieHbl, OTMeYaeTca
MOTOpPHasA HeNOBKOCTb. BbOSbHbIM CBOWCTBEHHA
6bICTpasA yTOMNAEMOCTb, OTMeYaeTca obwas cna-
6ocTb, ronosHble 6o0an [22]. deTn c Takon bones-
HblO He CNPaBAATCA CO WKOAbHOM NPOrpammoit,
Y HUX CHWXKeHa namaATb. Ewe oaWH oTanyutenb-
HbI Npu3HakK 6onesHn Onbpanta — NUrMeHTaUmsA
KOXMU. Mo Teny pacnpoCTpPaHATCA KOPUYHEBbIE
naTHa. HepepKko HabnopaeTca ofaHOBpPeMeHHoe
BOB/JIEYEHME APYIUX IHAOKPUHHbBIX Kenes: WUTo-

BUAHOW »enesbl (rMNodyHKLNA), roHag, NoaxKeny-
AO04YHOW Kenesbl [12].

OnarHocTMka M neyeHue nceBporunonapaTm-
peo3a. B KnMHUYECKON NpaKTMKe ocTeogucTpoduto
OnbpaiTa TpyaHO AMArHOCTMPOBATb M3-3a OTCYT-
CTBUSA KAMHUYECKUX NPOABAEHWNIN UM caboit Bbipa-
KEHHOCTM NPU POXKAEHUN U B fa/IbHENLLEM C OYEHb
reTeporeHHOM KNAMHUYECKON KapTUHOM.

Y 6onbHbIX MM onpeaenseTcs rMnokanbunemms,
runepdochatemnsa, HopMmanbHAA UAN NOBbILLEHHAA
aKTMBHOCTb Leno4YHoi ¢pocdaTtasbl B KpPOBM, yBe-
INYeHne copepKaHua NapaTropmoHa B CbIBOPOTKeE
KPOBU; yMeHblUeHMe 3KcKpeunn docdopa M Kasnb-
uMa ¢ mo4vyon. MNMpu peHTreHONIOrMYecKomM nccneao-
BaHUK (peHTreHorpadma KocTel 1 CycTaBoB, AeHCH-
TOMETPUA) BbIABAAIOT crneundruyeckme U3MeHeHusn
KOCTHOW TKaHW. [N UCKNIOUYEHMA NOPAXKeHUA Apy-
rMX OpPraHoB U C uenbto anddepeHuranbHON Ana-
rHocTukm MMM oT cxogHbIX MO NPOABAEHUAM CUH-
APOMOB NMPOBOAAT KOHCY/AbTAUMWU 3HAOKPUHONOrA,
Hedposora, oKynucTa, odpTanbmonora, aHLPOOra,
rMHekosora [13].

JlleyeHre nNpu ruNoKanbUMEMUM 3aKAOHAETCA
B Ha3HAYeHMM NPenapaToB KajbLMA B f03aX, 4OCTa-
TOYHbIX ANA NoafepaHWA HOPMA/IbHON KOHLEH-
Tpaumm Kanbuma B Kposu. bonblioe 3HavyeHne nme-
eT Tepanua BuTamMmHom D. HauyanbHyto f03y paccuu-
TbiBatoT 13 2000 ME/Kr maccbl Tefia B CyTKM, HO He
6onee 100 000 ME B cyTKKU. Bo n3bexaHune nepeno-
3MPOBKM NpenapaTos BUTammHa D HeobxoaMM KOH-
TPO/b 33 KOHUEHTPALMEN KanbLMA B KDOBU Kaxable
3-7 pHen B TeyeHWe NepBbIX ABYX HeAeNb fieyeHus
M KaXkabl mecsl, B Te4eHMe nocseayrowmx 2-3 me-
caues. Mo fOCTUKEHUM CTabUNbHOM KOHLEHTPaL MK
Ka/ibLMA B KPOBU AOCTAaTOYHO NpoBepATb ee 1 pas
B 2-3 mecAaua. MOXXHO NPUMEHATb KanbUUTPUH, AN-
rMAPOTAXMCTEPOJ, OKCUAEBUT, a TaKKe gpyrue npe-
napaTbl akTUBHbIX opm BUTammHa D. ineta c orpa-
HuyeHnem ¢ocdopa nomoraeT HOPMaN30BaTb
KOHLLEHTPALMIO KafbLMA B KPOBU U YCTPAHUTb CUM-
NTOMbl BTOPUYHOTO rMnepnapaTupeosa. MNpu Hego-
CTAaTOMHOCTM APYIUX Kenes BHYTPEHHEN cekpeuuu
NPOBOAAT 3aMeCTUTE/IbHYIO Tepanuio COOTBETCTBY-
IOLWMMM FTOPMOHamM. JledeHMe napaTMpeongHbIM
ropmoHom HeapdekTusHo [1, 14, 23-26].

KnuHuueckoe onucaHue

B paHHOM nybaMKauuMm Mbl NPUBOAUM eLMH-
CTBEHHbI ONUCaAHHbIM B YKpanHe caydai y naum-
eHTa cnceBAorMnonapaTMpeosom la Tmna aytocom-
HO-AOMWHAHTHbIM TUNOM HacNeAo0BaHWUA, MyTaLmA
de novo, accoumMnpoBaHHbIM C TUPEOTPOMNHON pe-
3UCTEHTHOCTbIO U TMNEPKANbLUUTOHUHEMUER.

MayMeHT MyXK4YMHa eBponeouaHon pacbl A.
BnepBble 06paTUACA B KOHCYNbTAaTUBHYKO MOAMU-
KNMHUKY Halero MHCTUTYTa K Bpayy-3HAOKPUHO-
nory B BospacTe 35 net (15.06.2017) c *anoba-
MM Ha HU3KMN POCT, MHOMECTBEHHbIE MOAKOXK-
Hble YNAOTHEeHMA B ob6aacTn nepeaHel 6pOWHOM
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CTeHKM, cTomn, U3bbITOYHbIN Bec, bonn B obnactu
TasobeapeHHbIX CYCTaBOB MpPWM He3HauYUTeNbHOM
dn3nMYecKon Harpyske, ronosHble 60au, npemmy-
LLLEeCTBEHHO JIOKanumsykuwmeca B ob6HoM obnactu
M CONPOBOXKAAOLWMECA PBOTON, KOTOPAA MPUHOCUT
obneryeHune, CHUKEHUE NaMATH.

Mpn M3y4yeHMM aHamHesa CTasfio M3BECTHO, YTO
06a poauTensa ykpauHLbl N0 HaLMOHaNbHOCTK, Bpak
HEKPOBHOPOACTBEHHbIN. PogocnoBHasa He oTarole-
Ha. B cembe 6b1n1 BTOpbIM pebeHKoM. bepemeHHOCTb
npotekana 6e3 Kaknx-nmbo ocobeHHoCTeN 1 3aKOH-
Yniacb ecTecTBEHHbIM pogopaspeweHMem. Macca
Tena npu poxgeHmn — 4200 r, poct — 54 cm. 3akpu-
Yyan cpasy, oLeHKa Mo wWwKane Anrap — 7/9 6annos.
Mocne BbINUCKM U3 poanoma y pebeHKa noasuancb
B34yTWE KMBOTA, Yyp4YaHWe, KONIMKK, CPbIrMBAHMUE,
6€eCrnoKOINCTBO, KOTOPble BO3HMKaAN Yepes HECKOb-
KO MMHYT nocne KopmeHus. MNeamnatpom no mecry
KUTenbctBa Obll yYCTaHOBAEH AMArHO3: NakTasHasA
HeOCTaTOYHOCTb C HasHayeHMem nNpPobBUOTUKOB,
KOTOpble NaLMeHT NOAYyYaEeT MO CeroAHAWHNI AeHb.
[o nonytopa neT Haxoguaca Ha rpyaHOM BCKapMm-
nmeaHuK. C getcTea Mmen M3bbITOUYHYO Maccy Tena.
Hauan xogutb B 1 rog u 3 mecAua. C 5-netHero Bo3-
pacTta Mama 3amMeTuNa YNNOTHEHUA B MATKUX TKaHAX
nepeaHel bplolWHONM cTeHKu, cton. ObcnegoBanunch
W eynnnce y optonesa no MecTy KUTeNbCTBa C AMa-
rHO30M «3K30CTO3Han 6one3Hby». C 3 net oTmevaeTca
33J€epiKKa NCUXOPEYEBOTO PA3BUTUA, HAXOAUTCA NOA,
HabaogeHMem nNcuxmaTtpa.

Mpu aHannse ambynaTopHOM KapTbl MaUMeHTa
N AOKYMEHTALUU U3 MeOULMHCKUX YUpexaeHUn no
MECTY KWUTENbCTBA BbIABAEHO, YTO MCCAeAOBaHWE
Kanbuma n ¢ochopa nposoanioch B BospacTe 5 ner,
OTMeYanacb rMnoKanbLnemms, Ho No AaHHOMY NOBO-
Ay poobcnenoBaHue He npoBoannock. Bnepsble 6o-
Nee petanbHo 6bln 06cnenoBaH B Bo3pacTe 20 feT,
KOrga npu aHanu3e KPOBM OTMEYasoCb CHUMKEHWE
ypoBHei obLero 1 MIOHNM3NPOBAHHOIO KasbLmA, No-
BblLUEHME YPOBHA HeopraHudeckoro ¢ocdopa, MTr

Puc. 1. OxcupeHue

Puc. 2. JlyHoobpa3zHoe nuyo,
KopomkKas wes, wupoKuli 106,

M HU3KMe nokKasatenu 25-OH ruapokcmnxonekasnb-
umdepona. TupeongHblin Npoduab COOTBETCTBOBAN
BO3pacTHOM Hopme. Y3UN wuTtoBnaHoOM xenesbl be3
ocobeHHocTelt. Mo AaHHbIM PEHTrEHONOrMYECKOro
nccnepoBaHuA: onpeaensetca gedpopmauma Il cre-
neHn obomx TasobegpeHHbIX CycTaBoB ¢ Aedopma-
UMel ronoBKM, YTO/LLEHME aHATOMMYECKON LWienu,
BbINPAM/IEHME yINa Ha PpoHe BPOXKAEHHOM Aucnia-
31K cycTaBoB. o pe3ynbraTam KOHCy/bTalMu reHe-
TUKA: PEHOTUN MOXKET COOTBETCTBOBATL NCEBAOMMMO-
napaTupeosy. bblnn HazHauveHbl NpenapaTbl Kanbuus
(Kanbuemun AasaHc — 1500 mr/cyT) n BuTamuH D
(Anbda D,-Tesa 1 mkr/cyT). ChesyeT oTMeTUTb, YTO
BbllLeyKa3aHHble Mpenapatbl MNauMeHT MPUHUMAN
HeperynsapHo, Aenan ANnTeNbHble NepepbiBbl B NpU-
eme ¥ B 6O/IbLUMHCTBE C/ly4aeB CaMOCTOATENbHO Me-
HAN A03MpoBKYy. B 2007 rogy oCMOTPEH FreHEeTUKOM
WMHCTUTYTa 3HAOKPUHONOIUK, rae Obln yCTaHOBAEH
AMarHos: ncesgorvnonapatupeos (HacneacTBeHHan
octeoguctpodusa OnbpaiTta), BepoaTHo, la, ayTo-
COMHO-AOMWHAHTHbIN TUM HacNegfoBaHWUA, MyTa-
uma de novo. Ana TouHoi Bepudmkaumm tnna MM
6b110 pEKOMEHAOBAHO NPOBEAEHME FEHETUYECKOro
aHanm3a GNAS M NoCTOSHHbIA ANUTENbHbBIA NPUEM
NpenapaToB KafbLus, akTUBHbIX Gopm BUTammHa D.
B nocnegytowme 10 net neumnca u Habaogancs no
MECTY KUTENbCTBA (HEOAHOKPATHO FOCMUTANU3UPO-
Ba/ICA B OTAENEeHWe TPaBMaToNoOrMMU U Tepanum no
MECTY KUTENbCTBA).

Mpn ocmotpe: poct — 160 cm, Bec — 92 Kr,
MMT=35,94 Kkr/m2. Obuiee COCTOAHNE YA0BAETBOPU-
TenbHoe. 3eB uncTbiii. ObpalatoT Ha ceba BHUMaAHME
ocobeHHoCTM peHoTUNa: OXUupeHue (puc. 1), nyHoo-
6pasHoe N0, KOPOoTKanA Wes, WUPOKUA 106, aHTK-
MOHTO/IONAHbIN pa3pes IMasHbIX Lenen, CMcTeMHas
rmnonsiasus TBepabix TKaHel 3ybos (puc. 2), 6pa-
XMAaktunua 4-5-ro nanbues obeux Kuctein (puc. 3),
MHOMECTBEHHbIE MYCTy/e3Hble BbICbIMAHMA Ha Tene.
OnucaHHbIM GeHOTUN OTCYTCTBOBAA Y APYINX YNEHOB
cembMm. Monosoe pa3BUTUE COOTBETCTBOBAJIO BO3pa-

Puc. 3. bpaxudakmunusa 4-5-2o
yee obeux Kucmeii

nano-

GHMUMOH20/10UOHbIi  paspe3
271a3HbIX weneti, cucmemHas
eunonnasua meepobix mxaHeli

3ybos
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cTy. LWMToBNAHAA Kenesa yBeanyeHa B pasmepax 4o
| cteneHun no kKnaccudmrkaumm BO3, nnoTHO-3nacTUY-
HOM KOHCUCTEHLMM Npu nanbnaumu, 6e3bosesHeH-
HasA. B obnactu neBon JoNM NAaNbNMpPyeTcA y4acToK
YNAOTHEHMA AnaMeTpom oKono 1 cm. Koxka cyxoBaTas
Ha olLynb. B 061acTu Ty0BULLA, HA BEPXHUX U HUXK-
HUX KOHEYHOCTAX, MHOMECTBEHHble poauMble NAT-
Ha. B o6s1acTM npaBoi fionaTku, 6anKe K BepXHemy
Kpato, onpeaenseTca NMrMeHTHOE NATHO pasMepamu
15x18 cm. MNMOJKOKHO-KMPOBAA KneT4yaTKa pa3BuTa
M36bITOYHO, PAaBHOMEPHO pacnpegeneHa. Tenocno-
YKEHME ANCMPOMNOPLMOHANbHOE 33 CYET YKOPOUEHUA
KOHeyHocTen. TOHbl cepaua Cnerka MpUIyLIeHbl,
putMnYHbI, YCC — 72 ya/MuH, LLYMOB HeT. B nerkux
ayCKy/IbTaTUBHO — BE3UKY/IAPHOE AbIXaHWe, XpUMbl
He BblcaywmeatoTcA. CumnTomMbl XBOCTEKA M Tpycco
oTpuuaTesibHble. KUBOT MArKUIN, 6e3601e3HEHHbIN,
neyeHb y Kpasa pebepHoit ayrn. Cumntom lNactepHau-
KOro OTpULATE/IbHbIM C 06enx CTOPOH.

O6wmnin aHann3 KpoBu N mounm — 6e3 ocoben-
HocTel. lMoKasaTenn HGUOXMMUYECKOro U FOpMO-
Ha/JIbHOTO UCCNeaoBaHMA B AWHAMUKe MNpencTas-
NeHbl B Tabanue.

Kak BMAHO M3 npeacTtaBneHHol Tabauubl, 06-
pawaeTt Ha cebAa BHMMAHWE NOBbIWEHWE YPOBHSA
NTr — 140,9 nr/mn (Hopma 18,5-88), KanbLUUTOHU-
Ha — 110 nr/mn (Hopma <18,2), CHUKEHUE B CbIBO-
pOTKe KpoBu ypoBHA obuiero 1,64 mmonb/n (Hop-
ma 2,18-2,6) n 0,88 (Hopma 1,09-1,35) noHusmpo-
BAaHHOTO KasbLMA, a TaKKe NOBbILWEHHbIE NOKa3a-
Tenn pocdopa — 1,8 mmonb/n (Hopma 0,78-1,65).
AHanusbl TupeouaHoro npoduna HaxoAUAUCH
B npeaenax pedpepeHTHbIX 3HAYEHUN.

Mpu ganbHenwem HabntoaeHU, Yyepes NATb me-
cAueB nocsie obpaleHna naumeHTa B NOJUKAUHN-
Ky HaWero MHCTUTYTa, TUPeoUaHbIA Npoduib COOT-
BETCTBOBA KapTUHE CYOKANHMYECKOrO rMNoTUpeo-
3a: TTT — 5,6 mKEa/mn (Hopma 0, 4-4,0 mKEA/mn),
T, cBoboaHbIii — 0,80 Hr/an (Hopma 0,89-1,76 Hr/an),
T, cBo6oaHbIt — 3,1 nr/mn (Hopma 2,3-4,2 nr/mn),
a NoKasaTtenu Kanbums n ¢ocdopa npnbansnamco
K HOPMaJibHbIM 3HAYeHUsM: KanbUui obWwMn —
1,99 mmonb/n (Hopma 2,18-2,6), KanbuuUii UOHK-
3UpoBaHHbIN — 0,94 (Hopma 1,09-1,35). 3HaueHus
NTr — 135,8 nr/mn (Hopma 18,5-88) 1 KanbuuTo-
HWHa — 230,0 nr/mn (Hopma < 18,2) octaBanuch
NOBbIWEHHbIMW, U KaKOW-NMOO AUHAMUKMU B U3Me-
HEHMM 3TUX NOKa3aTeNel Mbl He OTMeYanun 3a Becb
nepwvog HabnoaeHus.

YpPOBHU NPONAKTUHA, TECTOCTEPOHA, LLENIOYHOM
¢docdaTasbl, MapKepoB pe3opbLMN KOCTHOM TKaHU
HaxoAWAUCb B Npeaenax HOPMAJbHbIX BEANYUH.
Ha ¢oHe ageKkBaTHOM 3amMecTUTENbHOW Tepanuu
npenapatamv BuTamuHa D, Hamu OTMeYeHo 3Ha-
ynTenbHoe ysenumyeHume yposHA 25-OH ruapok-
cusutamuHa D, po 59,6 HMonb/n (Hopma > 75),
a B MOMEHT 06pallleHMNs ero NoKasaTean COOTBET-
cTeoBann — 24,8 Hmonb/n (Hopma > 75).

Tabnuuya. Mokasatenn 6MOXMMMUYECKOro U rop-
MOHaNbHOro UCCNeA0BaHUA B AMHAMUKe!

Na6opatopHble FELEE
patop 15.06.2017 | 22.08.2017 | 29.11.2017 | Hble 3Ha-
nokasarenu
yeHus
Kposb
Kanuit, mmonb/n 3,9 4,2 3,4 3,5-5,5
Hatpuit, mmonb/n 144 138 136 132-146
Xnop, mmonb/n 100 98 96 99-109
Kanouwit 06w, 1,64 1,66 1,99 2,18-2,6
MMmonb/n
Kanouui®, 0,88 0,84 0,94 | 1,09-1,35
Mmonb/n
docdop, mmonb/n 1,8 1,92 1,73 0,78-1,65
Caxap, MMOAb/ N 5,5 5,28 5,36 4,1-6
Kpeatuthun, 88 92 74 61-108
MKMOANb/N
MarHuii, mmonb/n 0,5 0,52 0,58 0,53-1,11
06wwuin 6enok, r/n 76 78 67 57-82
06wwi
6unnpybumH, 10,9 20,4 11,9 5,0-21
MKMO/b/ N1
LLlenoyHasn .
docbarasa, En/n 81 69 73 40-129
flapatpeonprbii | 444 g 194,9 135,8 18,5-88
FOPMOH, Nr/mn
MponakTuH, Hr/mn 2,8 11,6 3,6 2,1-17,7
Kaneuuronuw, ar/ | 454 99,4 230,0 <18,2
mn
TupeoTponuH, 3,57 _ 5,6 0,4-4,0
MKEA/mn
T, cBOBOAHbIN, 0,8 ) 0,8 0,89-1,76
Hr/an
T, cBO6OAHbIN, 34 ) 31 2342
nr/mn
AHTUTENA
K nepokcuay, Ea/ 16 - 12 <35
MA
AHTUTENa
K TUpeornobynuHy, 12 - - <40
En/mn
TupeornobynuH, 171 6,54 ) 3-40
Hr/Mn
TecTtocTepoH
cBOBOAHbIN, 2,6 1,79 1,54 1,39-24,6
nmonb/n
25-OH
r'MAPOKCUBUTAMUH 24,8 48,7 59,6 >75
D,, HMonb/N
Bb-CrosslLaps?, Ea/n 5,0 - 4,36 1,5-4,7
OcTeoKanbumH, 196 . 20,9 2,0-22
Hr/Mn
Moua
®ochop, 6,23 - 8,04 12,9-43,9
MMOb/cyT
Kanbuuit, Mmons/n 0,8 0,96 1,14 2,5-7,5
Jesokcunupuan-
esoKecunupuan ) ) <01 2,3-54
HO/IMH, MO/b/N
Mpenapartbl
Kanbuwma: D, 2000 mr 2000 mr 2000 mr
Hukomen?
Anbda D,-Tesa 1 mKr 1,5 mKr 1,5 mKr
0,5 mKkr

1 Bce npedcmasneHHble 1a60pAMOPHbLIE AHAAU3bI BbIMOAHEHbI 6
cepmucgpuyuposaHHoli nabopamopuu «Auna» (YkpauHa).

2 C-mepmuHasnbHbIl menonenmud KonaazeHa | muna.

3 Ha momeHm ocmompa nayueHm rosay4an kaasuemuH 1500 me.
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Mpu Y3-o6cnepoBaHnM — opraHbl 6plOLWHOM
nonoctu 6e3 ocobeHHOCTEN.

Y3U WUTOBUAHOM XKenesbl: WUTOBUAHAA Kese-
3a pacnosioKeHa B TUMMYHOM MeCTe, YBeINYeHa 3a
cyeT obenx gonen. B npasoit gone onpeaensaertca
obpasoBaHue gMameTpom 6 Mm, NpaBUNbHOM dop-
Mbl, C YETKMMMU TpaHULamu. TKaHb obpasoBaHmA
M303X0reHHa. IXOCTPYKTYypa HEOAHOPOAHA 33 cYeT
oyaros ¢pubp0O3a 1 y4acTKOB KUCTOBUAHOMN aereHe-
pauuun. B nesoi gone onpegensaercs obpasoBaHue
AnameTpom 9 mm, npasuabHoM Gopmbl, C HEPAB-
HOMEPHbIMU TUAPOOUABHBIMU FPpaHULAMU. TKaHb
06pa3oBaHUs M303XOreHHa. IXOCTPYKTypa Heoa-
HOpoAHa 3a cyeT o4yaroB ¢nMbpPoO3a U MeIKUX Kanb-
umMdumkatos. OcTasbHAA TKaHb XKenesbl U303XOreH-
Ha. DXOCTPYKTypa ogHopoaHa. Busyanusumpytotca
nnmdoysnbl B obnacTax:

MpaBoit n/yentocTHOM, B/apemHOI, C/apemMHOMN.

Nlesoi n/uentocTHom, B/apemHON, c/apemHoMN,
nonepeyHbIMM pasmepamu oT 3 40 5 MM, MHOXe-
CcTBeHHble. ONucaHHble AMMOY3/1bl NPEANONOKMN-
Te/IbHO BOCMA/INTE/NIbHOTO reHesa.

CneBa B npegenax MArkmMx TkaHe onpegensert-
CA rpynna mMenkux KanbundmKaTos.

CymmapHbIit 06bem no metoay Brunn (Ky6. cm):
22,07. NpaBas gona —12,06 (54,6%); [22x52x22];
nesas — 10,01 (45,4%); [22x50x19]. Bo3pacTHoi
YpOBEHb BepXHEN rpaHuLbl o6bema — 15,0 — yBe-
JNINYEHMeE NO OTHOLWEHMUIO K BepXHel rpaHuue: 47%.

ToHKOUTONbHAA acnMpauMoHHasA NMYHKLWOHHasA
6uoncusa. NMpoTokon obcnenoBaHUA: Nog KOHTPO-
nem sxorpaduu, urnon 21G npounssegeHa TOHKO-
UronbHaa acnupauMoHHas 6uoncusa: BblABAEHDI
0b6pa3oBaHUA, TOKANN30BaAHHbIE B HUXHEN TPeTU
NeBo AO0NM WMTOBUAHOWN Kesiesbl AMaMeTPom
9 mm. Konnyectso NyHKumin — 3.

LUuTonornyeckoe 3akntodeHue: Ysen neBoi
AONN pasmepom 9 MM — aAeHOMATO3HbI y3en
(BSRIC: II. Bening).

CunHTMrpadma napawmMTOBUAHbIX Kenes: AaH-
HbIX B NONb3Y rMNepdyHKLMOHANbHOM FOPMOHa/b-
HO aKTMBHOW afeHOMbl NAPAWMTOBUAHBIX XKenes
He BblABAEeHO. MHoOroy3snosoi 306.

CemeifHaA mMegynAnApHAA KapuMHOMA LWMUTO-
BMAHOW }enesbl 6blna UCKNAOYEHA HAa OCHOBaHUU
HEOAHOKPAaTHOro onpeaeneHUA YPOBHA KanbLu-
TOHWHA Y MaTepu U pogHoro 6para, a TaKxe paH-
HbIX YNbTPa3BYKOBOro ob6cnepoBaHusn.

Jonnnep-kapguorpadusa. 3akntoyeHue: [o-
BbllUEHHAA 3XOreHHOCTb CTBOPOK MWTPaAsIbHOro
M aopTasbHOro KnanaHos. HesHauuTenbHaa mMu-
TpanbHasa peryprutaumsa. OTKpbIToe OBaJjibHOE
OKHO (2 mm). LyHT-noToK yepe3 MMM B obnactu
OBa/IbHOIO OKHa.

YnbTpa3sBykoBoe obcnefoBaHWeE COCYLOB LWEK:
NPM3HAKOB HapyLUEHMA KPOBOTOKA MO MarncTpaib-
HbIM apTepMAM Ha YPOBHE 3KCTPaKpaHWaNbHOro
CErMeHTa He BbIABAEHO.
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bt e for Age, Woght (e 15300 kgl it
Puc. 4. PeHmzeHOBCKasA KOMnbomepHas 0eHcu-
momempus

Mo AOaHHLIM  PEHTTEHOBCKOW  AEHCUTOMETPUM
(puc. 4) NNOTHOCTb KOCTHOM TKAHU MO MOKa3aTeNto «Z»:
— APSpine Bone Density: (L1-L4)= —0,1 (MMKT —

HopMma).

— Dual Femur Bone: 1= -1,5 (MNKT — Hopma);

N=-1,2 (MOKT — ocTeoneHus).

3aknoyeHne: MuHepasbHaa NAOTHOCTb KOCT-
HOM TKaHW B Npeaenax Bo3pacTHON HOpMbl. HesHa-
YynTeNbHAA OCTEONEeHUs WelKkn 6egpeHHOoN KocTu
cneBa v cnpasa.

ESKOLWTOBHA
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PeHTreHorpadua npaBoro NOKTEBOro CycTaBa:
NPWU3HAKK cybXOHAPaNbHOro CKaepo3a cyctaea. Ha-
YasbHble KpaeBble KOCTHble pa3pacTaHuA. PeHTreH-
npusHaku anddysHoro apTpo3a NPaBoro JIOKTEBOro
cyctasa | cteneHu.

MPT ronosHoro mo3sra. 3akntoyeHune: MPT-npu-
3HaKM BblpaXKeHHbIX AUCLMPKYAATOPHbIX U3SMEHEHUN
roJIOBHOrO MO3ra, ABYXCTOPOHHEE CUMMETPUYHOEe
noparkeHne NoAKOPKOBbIX CTPYKTYP, BEPOATHEE, Me-
Tabonmyeckoro reHesa.

PeHTreHorpadus opraHoB rpygHoin KneTku: bes
ocobeHHoCTEN.

KomnbtoTepHaa anekTposHuedanorpadma: napa-
meTpbl 33 — BapuaHT GU3NONOTMYECKON HOPMbI.

MPOKOHCYNbTUPOBAH CNeLmasmcTamu:

1. Hesponatonor: [OUCUMPKYNATOpPHaA, AUCMeTa-
b6onnyeckan sHuedanonatma Il cteneHn ¢ Bbl-
parKeHHbIM LepebpoCTEHNYECKMM CUHAPOMOM,
WHTE/IJIEKTYa/IbHO-MHECTUYECKMM  CHUMKEHUEM,
BereTaTMBHon gucoyHKLMelN, BecTubynonaTnen.
MapoKcmMamanbHble cocToAHUA. MonurnaHaynap-
HbIl, BepTEOPOreHHbI CUHAPOM.

2. Kapawuonor: Jucmetabonnyeckaa MMoKapanoau-
ctpodums CH O cteneHu.

Ha ocHOBaHWM XapaKTepHbIX Xanob 60abHOro,
KJIMHUYECKOro cTaTyca, AaHHbIX aHamHe3a 3abose-
BaHMWA, a TaK)Ke y4yuTbiBAA Mokasatenn nabopatop-
HbIX M MHCTPYMEHTa/NIbHbIX METOA0B UCC/ef0BaHUA
yCTaHOB/NEH [AnarHos: ncesgorunonapatupeos la,
AyTOCOMHO-AOMWHAHTHbLIN TUMN HAcnefoBaHWA, My-
Taumsa de novo, accOUMMPOBAHHBLIA C TUPEOTPOM-
HOWM PEe3NCTEHTHOCTbIO U FrMNepKanbLUTOHUHEMUEN.
MHoroysnosoW 306 | cteneHu.

PekomeHposaHO nposegeHne  [OHK-guarHo-
CTUKM — MOUCK MyTauuit B reHe GNASI.

Pe3ynbTaTbl U UX 06Cy}KaeHue

Mpw BblparkeHHOM pe3ancteHTHocTn K MNTI y 6onb-
LWKMHCTBA B3pocabix nauneHTos ¢ NI la yacto moxket
HabntoAaTbCA erkas Pe3nuCcTeHTHOCTb K TUPeoTpon-
HOMY ropmoHy runodwusa [31].

f'Mnotmnpeos npu MM MmoXKeT TaKKe coyeTaTbCA
C TAKMMM NPOABNEHUAMM, KaK TMNOroHaansm, gedu-
LMT rOPMOHa pPOCTa, BbICOKMMU YPOBHAMM KanbLUTO-
HMHa CbIBOPOTKM KpoBH [3, 27-29, 31, 32].

Kak ye yKa3blBanocb Bblle, KaZbLUUTOHUH TaK
»Ke, Kak u NI, yyacTeyeT B KanbLueBoM obmeHe 1 AB-
nAeTcA aHTaroHUCTOM NapaTropMoHa. KanbUUTOHUH-
peLenTop OTHOCUTCA K cemencTBy G-CBA3bIBaeMbIX
heptahelical peuentopoB, a Be3gecywan cBA3b
G-6enkos ¢ peuentopamu GPCRs, KOTOpbIe TaKKe u3-
BECTHbI KaK CEMMUCNUPabHble peLenTopbl 06onouek
MembpaH, O0bBACHAET W3BECTHYIO aACCOLMUPOBAH-
HYIO PE3UCTEHTHOCTb K MHOXECTBEHHbIM FOPMOHaM,
BK/IHOYAA PE3UCTEHTHOCTb K TUPEOTPOMHOMY rop-
MOHY runo¢usa, roHafAOTPONMHAM, FNHOKAroHy [28,
30, 31]. B mMpoBoOI nTepaType YNOMUHAETCA O He-
CKoNbKux caydaax MMM ¢ rmnepKanbUUTOHUHEMMU-

el [28]. OnucaHue ncesgorunonapaTnpeosa la c ru-

nepKanbUUTOHUHEMMEN B AOCTYNHON MeaULUMUHCKOM

nuTtepaTtype B YKpanHe mMbl HE HaLNn.

BblparkeHHaa TrUNEepPKaNbUUTOHUHEMMA Y Ha-
Lero nauueHTa ABAseTcA pesynbtraTom aucbanaH-
Ca CJ/IOXKHOM perynatopHoi cuctembl. [loBblleH-
Hbl YPOBEHb Ka/bLLMTOHWHA B CbIBOPOTKE KPOBMU
y 6o0nbHbIX ncesgorunonapatupeosom la Tuna
CNOCOBCTBYET CHUMKEHUIO YpOBHA 1,25-aernapok-
cusutamuHa D, [1,25-(OH),D,], koTopbiii obpasyer-
CA B MUTOXOHAPUAX KNETOK MOYEK Noj AeUCTBUEM
la-rmgpoKcmnasbl U ABASETCA Hambonee aKTUB-
Holi ¢popmoli BuTammHa D. Mo cBoemy aenctesuio
1,25(0OH),D, aBnseTca ropMOHOM W MPAMbIM aHTH-
paxmMTUYyeckMm GaKTOpOM, ero MexaHusm AencTeus
nofobeH crepouaHbIM ropmoHam. locne cuHTesa
B MOYKAX OH TPaHCMOPTUPYETCA KPOBbIO B KULLEY-
HUK, rge B KNeTKaxX CAAN3UCTON 0060N0YKM CTUMYIN-
pyeT CWHTE3 Ka/ibLMIA-CBA3bIBAOWLEro MPOTEUHA,
KOTOpbI crnocobeH cBA3bIBAaTb Ka/bLMiA, NocTyna-
IOWKMi C Nuen. B pesynbTaTe sTMX NPOLECCOB YPO-
BEHb Ka/bUMA B KpoBW nosblwaetca. Mpu MMM o06-
pasoBaHue 1,25-(OH)2D3 noa, AencTBMEM NMOYEYHOM
la-rmapoKcmnasbl ABAAeTCA AePeKTHbIM, 4TO CBA-
3aHO C pe3ncTteHTHocTbto K MNTI, KoTopblii ABaseTca
cTumynaTopom la-rugpokcmaasel. B cBoto oyepesb,
yMeHbLleHUo 0bpasoBaHusa 16-rmapoKcmaasbl mo-
eT cnocobcTBOBaTb PE3UCTEHTHOCTb K KanbLUTO-
HUHY, MOCKO/IbKY KanbUWTOHMH cam crnocobcTtsy-
eT CHuKeHuto obpasosaHua 1,25-(OH),D, B nou-
Kax nyTem B3aMMOAEWCTBMA C MPOMOTOPOM reHa
la-rngpoKcunnasbl. A NOCKOAbKY 1,25(OH)2D3 CHUKa-
€T perynsaumto KanabunToHnHa C-KneTkamm, BO3MOXK-
HO, B3aMMOAENCTBYA C €ro AAePHbLIM PeLLEenTOPOM,
HU3Kue yposHM 1,25-(OH),D, MOryT ABNATLCA OCHOB-
HOM MNPWUYMHOWN TUNEPKANbUUTOHMHEMWUM, OBHapy-
YXEHHOM Yy NauneHToB C MNCeBAOrMNOnapaTMpeosom
la TMna. Kak n3BeCcTHO, Ka/lbLUMUTOHWUH ABAAETCA HEen-
poMeanaToOpoOM, U PE3UCTEHTHOCTb K HEMY MOMKET
CcnocobcTBOBaTb Pa3BUTMIO YMCTBEHHOM OTCTA/IOCTH,
yTo YyacTo Habntogaetca npu MMM la Tnna [28, 31, 32].

MNauneHTy peKomeHO0BaH:

1) npuem akTUBHbIX MeTabonnTOB BUTamMMHA Anbda
D,-Tesa B go3e 2 MKr B CyTku; Kanbuuin D, Huko-
megn ®opte B ao3ze 2000 mr B CyTKM; L-TMPOKCHH
25 MKr yTpom;

2) KOHTponb nokasaTteneit ¢ocpopHoO-KanbLUEBO-
ro obmeHa, ypoBHA TMPEOUAHbIX ropmoHoB, TTT,
napaTropMoHa, KanbUWTOHWMHA U CoAeprkaHuA
BUTaMMHa ruapoKcmxonekansundepon (25-0OH
BUTaMuHa D,) B AUHaMKKe;

3) ynbTpasByKoBoe o0b6cneAoBaHUe
enesbl Kaxable 6 mecaues.

C Lenblo UCKAOYEHMA MeaYNNAPHOIO paKa Liu-
TOBWAHOM Xenesbl y nauneHtos MM la Tuna ¢ ru-
nepKaibLUTOHUHEMWEN B NepByl0 oyepenb Heob-
XOOMMO CUCTEMATMYECKU TLLATENbHO MNOBTOPATb
KNMHUYeCKoe, NnabopaTopHOE M yAbTpa3ByKOBOE UC-

LNTOBUAHOMN
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cnefoBaHue, a TakKe ob6cnenoBaTh UX POACTBEHHM-
KOB. XOTA, N0 HaWemy MHEHWIO, y4UTbIBaA Hanume
Y3/10B B WWTOBMAHOM Xefese y Hawero nauueHTa,
BO3MOXHO, Iy4LUMM pe3ynbTaTom 6bi10 Hbl npose-
AeHWe TUPEOUAIKTOMUM C MOC/eayoWMM HasHade-
HUEeM afeKBaTHOW A03bl IEBOTUPOKCHHA.

MHTepec K AaHHOMY K/AMHUYECKOMY C/y4yalo
0bycnoBneH WCKAUYUTENbHOU peaKocTbio 3abo-
NeBaHMA, CNOXHOCTbIO aAnddepeHumanbHOM gua-
FTHOCTUKU U NOAMMOPOUIMOM €ro KAMHUYECKUX
NpoABAEHUN.

BbiBOoAbI
Takum obpasom, amarHos I B HacToAuwee

HbIX U1 BUOXMMUYECKUX JAHHbIX (TMNOKanbLMeEMMSA,
runepdocdatemma U MNOBbIWEHHbIN ypoBeHb MTl
y nauuweHToB 6e3 HapyweHua OGYHKUMM MoYeK).
MoneKynapHo-reHeTUYEeCKasa AMarHocTMKa OcCTa-
eTcA CaMblM HafexXHbiMm metozom B guddepeH-
LMaNbHOW [MAarHOCTUKE pPas/nM4YHbIX MOATMMOB
nr.

ABTOpPbI 3asABAAOT 06 OTCYTCTBMM KaKOro-anbo
KOH®NMKTa MHTEPECOB MpPM MOATOTOBKE AAHHOM
CTaTbMu.

OTaenbHyto 61arogapHOCTb aBTOPbI BblpaKaroT
nabopatopun «una» (YkpauHa) 3a npegocTas-
NIEHHYIO BO3MOXHOCTb M HenocpeacTBEHHOE y4a-
CTWe B NPOBEAEHUM LWMPOKOTro N1abopaTopHOro uc-

BpemA OCHOBAH HAa KIMHUYECKUNX, MHCTPYMEHTA/1b- cnenoBaHMA y Hawlero nayuneHTa.
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PSEUDOHYPOPARATHYROIDISM TYPE 1A: MEDICAL CASE AND LITERATURE ANALYSIS

0.V. Rakov, V.A. Muz

Abstract

The article describes the medical case of pseudohypoparathyroidism type 1A with autosomal dominant inheritance characteristics,

de novo mutation associated with thyrotropic resistance and hypercalcitoninemia. Clinical manifestations, features of the course of
the disease in a patient are also described.

Keywords: pseudohypoparathyroidism, hypothyroidism, phosphor-calcium metabolism, hypocalcemia, hyperphosphataemia,

parathyroid hormone, calcitonin, tissue resistance, calcitriol.
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