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AYTOMMMYHHbI€ NOJMIVIAHAYJISAPHbIE€ HAPYIIEHUS P MUOTOHNYECKOM
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HaurMoHaAbHbIA MEAMLIMHCKWIA MCCAEAOBATEAbCKUI LUEeHTP 3HAOKPMUHOAOTUH, MockBa, Poccus

MuoTonnueckas anctpopus (MA) sBasieTcst Hauboaee HacTbIM 3a60AEBaHUEM MbILLLL Y B3POCAbIX. MA — HacAeAcTBeHHOe 3aboAe-
BaHMe C ayTOCOMHO-AOMUHAHTHbIM TUMOM HaCA€AOBaHMS, NpakTuueckn 100% NeHeTPaHTHOCTBIO M BbIPAXEHHBIM KAMHUHECKUM
NOAMMOP(dH3MOM. MexaHn3m pa3BuUTHS 3a60AEBaHUS 3aKAIOHAETCS B TOM, YTO MyTaHTHbIM reH DMPK (npoTenHKMHa3bl MUOTO-
HUYECKOW AMCTPOUM) HapyLliaeT HOPMaAbHbIM MeTaboAmsm PHK, yto npuBoanT k aedekTy co3pesanmst i TpaHcasummn MPHK.
Hapywenne B rene DMPK 3aTparnbaeT He TOAbKO MOMEPEYHONOAOCATYIO MyCKYAATYPY, HO U FAAAKME MUOLIMTbI M KQPAMOMMOLN-
Tbl. OCHOBHbBIM KAMHWUHYECKUM CUMITOMOM, OTAMYaIOWMM MA OT APYrux, SBASIETCS CMOHTaHHas MAM NPOBOLIMPYemMast Hecrnocob-
HOCTb PaccAabASITb MblLuLbl ((heHOMeH MUOTOHMM). K SHAOKPUHHbBIM HapyLueHUsiM, BO3HMKalowmrm npu MA 1-ro Tuna (MAT1) ¢ 60o-
A€€ BbICOKOM 4aCTOTOM, Y€M B CPEAHEM B MOMYASILIMM, OTHOCSAT TMNEPrOHAAOTPOMHbIA FMMNOrOHAAM3M, HapyLIEeHUe TOAePAHTHOCTH
K FAIOKO3€ C FMNEPUHCYAMHU3MOM, a TakKe MHCYAMHOPE3UCTEHTHOCTb. DYHKUMS LUMTOBUAHOW XKeAe3bl MOXET OCTaBaTbCsl HOp-
MaAbHOW, XOTS OMMCAHO MHOTO CAY4aeB ayTOMMMYHHOIO TUPEOMAMTA C MCXOAOM B TMIMOTUPEO3, a Takxe boaesHu [pensca. [Mpu-
BOAMTCS OMMCaHWe NnauneHTa, cTpasaiowero MAT ¢ paAOM SHAOKPUHHbBIX PaCCTPOMCTB, TaKMX KaK: rMNepProHaA0TPONHbIA FMMo-
FOHAAM3M, ayTOUMMYHHOE NMOPaXeHWE WMTOBUAHOW XXeAe3bl, TMMNEPUHCYAMHU3M, a Takxke HapylleHne docdopHO-KaAbLIMEBOTO
obmeHa. BakHbIMIM OCOBEHHOCTSMM SIBASIETCS OTCYTCTBME KaKUX-AMOO 3HAUMMBbIX KaAOD CO CTOPOHbBI MblLIEYHOM CUCTEMbI MPK Ha-
AMYMM XaPAKTEPHOTO AASI 3TOFO 3a60AEBaHUS MOBbILLEHUS YPOBHS KpeaTnHdocdokmnHassl (KDK), a Takke BpeMeHHAst AMHaMMKa
TMPEOMAHOTO CTaTyca M XapakTepa ayTOMMMYHHOTO MOPaXeHUS IWMTOBUAHOM XKeAe3bl.

KatoueBble choBa: MMOTOHMYeCKas! AMCTPO(PMFI, rmnoroHaan3m, 6oresHb Fpeﬁsca, rUoTUPEO3, TUPEOUANT, NMOAUTAAHAYASPHAasS
HEeAOCTaTOYHOCTb, KAMHMYECKMI C/\yqaﬁ.

Autoimmune polyglandular disorders in myotonic dystrophy
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Myotonic dystrophy (MD) is the most common muscle disorder in adults. MD is a hereditary disease with an autosomal dominant
mode of inheritance, almost 100% penetrance and pronounced clinical polymorphism. The mechanism for the development of
the disease is that a mutation of the DMPK (dystrophia myotonica protein kinase) gene disrupts the normal metabolism of RNA,
which leads to a defect in the maturation and translation of mRNA. The disorder in the DMPK gene affects not only striated
musculature, but also smooth myocytes and cardiomyocytes. The main clinical symptom that distinguishes MD from others is a
spontaneous or provoked inability to relax muscles (myotonia phenomenon). Endocrine disorders arising from type 1 MD (MD1)
with a higher than average frequency in the population include hypergonadotropic hypogonadism, impaired glucose tolerance
with hyperinsulinism, and insulin resistance. Thyroid function may remain normal, although many cases of autoimmune thyroid-
itis resulting in hypothyroidism, as well as Graves’ disease, have been described. A description is given of a patient suffering from
MD1 with a number of endocrine disorders, including hypergonadotropic hypogonadism, autoimmune thyroid disease, hyper-
insulinism, and also impaired calcium-phosphorus metabolism. Important features are the absence of any significant complaints
from the muscular system in the presence of an increase in creatine phosphokinase (CPK), which is characteristic of this disease,
as well as the temporal dynamics of thyroid status and the nature of the autoimmune thyroid disease.

Keywords: myotonic dystrophy, hypogonadism, Graves’ disease, hypothyroidism, thyroiditis, autoimmune polyendocrinopathy,
case report.

AKTyaAbHOCTb

Muotonuueckas guctpodust (MJI) siBnsieTcst Han6o-
Jiee YacThIM 3a00JIeBaHMEM MBI Y B3pocibix. MJI — Ha-
CJIeICTBEHHOE 3a00JIeBaHUE C AayTOCOMHO-IOMUHAHTHBIM
TUIIOM HacJyienoBaHusl, mpaktnyecku 100% meHeTpaHT-
HOCTBIO U BBIPAXXKEHHBIM KIMHUYECKUM TOJIMMOPGhU3-
MoM. PacripocTpaHeHHOCTb JaHHOM MaTOJIOTMU COCTaB-
asiet 1:8000 [1]. TUNMMYHBIMU KIMHUYECKUMU CUMIITO-
MaMU SIBJISIIOTCSI MMOTOHMSI, TUCTaJbHas MbIIICYHAs
¢1a00CTh, KaTapakTa, KOTHUTUBHBIC HAPYILIEHUSI, yCTa-

JIOCTh, TIOTEPSI BOJIOC M pa3JINYHbIe SHIOKPUHHbBIC HAPY-
meHust. OCHOBHBIM KJIMHUYECKUM CUMIITOMOM, OTJIM-
yatomuM M/l oT npyroil MbIIIIEYHO MATOJOTUH, SIBJISI-
€TCSl CHIOHTaHHas WJIM ITPOBOLIMpYyeMast HeCIIOCOOHOCTh
pacciabisiTh MbIIILBI ((PeHOMEH MUOTOHUU) [2]. Muo-
TOHMSI TIPOSBJISIETCSI HECIIOCOOHOCTHIO pa3XaTh PyKY,
C1ab0CThIO TTPOKCUMAJIBHBIX MBIIIIL (3aTPYAHEHUS TIPU
BCTaBaHUU CO CTYJIa, BXOJE B OOIIECTBEHHBINM TPAaHCIIOPT,
pacuecbiBanun). [Iporpeccupyioiias MblllieqHas aTpo-
(bus Hanbonee BhIpakeHa B BUCOYHBIX, XXEBaTEIbHBIX,
KMBaTeIbHBIX MBIIIIIAX, KBAAPUIIETICE M TIEPOHEATbHBIX
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MBIIILAX, B IepeaHelt 00MbIeOeplioBOii MBIIIILIE, B Ma-
JIBIX MBIIIIIIaX BepXHEH KOHEYHOCTU. BhImeIsioT 1Ba TUIa
JaHHOTO 3a00JIeBaHus.

MJI 1-ro Tuna (M 1) BriepBbIie ObLIa onMcaHa 60-
nee 100 net Hazan. [1puunHOI ee pa3BUTHS SIBISIETCS Ha-
KOIUIEHUE TPUHYKIeOTUAHBIX MoBTOpoB CTG. B HOpMe
yucyio (CTG)n He nipeBbiiiaeT 50. [Tpu M1, 1 yncio no-
BTOPOB MYTaHTHO ajuiesu B jiokyce 19q13.3 MoxeT no-
cruratb 4000. OcHOBHOI MeXaHU3M 3aKJII0YAETCS B TOM,
YTO MyTaHTHBIN reH DM PK (MpoTeMHKMHA3bl MUOTOHM -
YyecKoi aucTpoduu) HapylaeT HOpMalabHBIN MeTabo-
Jm3M PHK, 4yTo mpuBOIMT K HApYLIEHUIO PEeTyJINPOBa-
HUs aabTepHaTUBHOTO coenuHeHus, MPHK-Tpancasaimn
n MPHK-co3peBanus [3]. C yBennueHEeM Yucjia OBTO-
pOB OoTMevaloTcsl 0oJiee paHHUIA AeOIOT 3a00JeBaHUS U
0osee BeIpaXkeHHbIE KIMHUYeCKUe posiBieHus1. Kpome
TOTO, IJIsI TaHHOTO 3a00JIeBaHUs XapaKTepeH (hpeHOMeH
«TCHETUYECKOMU aHTULIUITALIMU» , KOTOPBIA 3aKIII0YAECTCS
B TOM, UTO Y TTALIMEHTOB ¢ 60Jie€ MPOTSKEHHBIMU ITOBTO-
pamu CTG 1 COOTBETCTBEHHO 00J1ee TSKEIbIMU KJIMHU-
YECKMMU ITPOSIBJICHUSIMU TTPOMCXOAMNT CIIOHTAHHOE YKO-
pouenue (CTG)n B raMmeToreHese, 4YTo IMIPUBOAUT K 00-
Jiee JIETKUM KJIIMHUYECKMM MposiBaeHusM. [1pu jerkux
¢dopmax 3a00J1eBaHMs, HA0OOPOT, OTMEYaeTCs OOJIbIIAs
crabunabHOCTh (CTG)n U, Kak cleICTBUE, YBeIUUYCHUE
MOBTOPOB B TaMeTOTeHe3¢e.

K 2HIOKpUHHBIM HapyIIEHUSIM, BOSHUKAIOIIUM ITPU
M/I1 ¢ MOBBILIEHHO YaCTOTOM, OTHOCSIT TUIIEPTOHAI0-
TPOITHBIN TUITOTOHAINU3M, HapyllIeHUE TOJIePaHTHOCTHU
K IJTIOKO3€ C TUIIEPUHCYJIMHU3MOM, a TAaKXKe MHCYJIUHO-
pe3ucteHTHOCTh. [Tpn M/ oTMeuaeTcst HapyleHue 00-
MeHa docdopa 1 KanblLusl, OAHAKO MOBBIIIEHUE YPOB-
Hs1 [1TT mpu oTKIOHEHUM JaHHBIX TTOKa3aTeel OT Hop-
MBI BCTpEUaeTCsl PeaKo, XOTs B II€JIOM BCTPEYaEMOCTh
rurneprapaTupeosa y naiueHToB ¢ M/I Beilie, yemM B 00-
el momy sy, OyHKIMS IMATOBUIHOM XKeJle3bl 0CTa-
€TCsI HOpMaJIbHOM, OMHAKO CYIIECTBYET 1O0CTAaTOYHOE KO-
JINYECTBO ONMCAHUM CclTydyaeB ayTOUMMYHHOTO TUPEOU -
IUTa C UCXOJOM B T'MIIOTHPEO3, a Takxke 00Je3HU
I'peiiBca [4].

M/I 2 tuna (M2) — aBaseTcs 6oiee nerkoi pop-
moit M/I. IIpuunHa 3a0o0eBaHUs — YBeJIMUYEHUE YHCIa
noBTopoB CCTG (okoisio 5000) B pe3ynbrare gedeKkra B
re”He ZNF9, pacrionoxeHHoM B jjokyce 3q21. JlaHHas pa3-
HOBUAHOCTh M/I XapakTepu3yeTcs MEHBIIIMM OpTaHHBIM
noauMop@Gu3MoM U 00Jiece peaKO BCTPeuaeMOCThIO SH-
JOKPUHHBIX TIOPAXKEHUN.

MpbI nipencrapiisgseM OIKMCaHME TalleHTa, CTpaaao-
mero MJI1 ¢ psimoM HIOKPUHHBIX HAPYIIEHUI — TUTIep-
TOHAIOTPOITHBIM TUITOTOHATU3MOM, ayTOUMMYHHBIM T10-
paXkeHVEeM IIMTOBUIHOM XeIe3bl, TUIIEPUHCYTUHU3MOM,
a TakKe HapylieHueM (pochOpHO-KaIbLIMEBOrO 0OMEHa.
Ciydan ayTOMMMYHHOTO TTOpaXKeHMsI IITUTOBUIHOM Ke-
Jie3bl B pamkax MJI1, mpoTekaroniero Kak ayTouMMYyH-
HBIIl TUPEOUAUT C UCXOAOM B TMIIOTUPEO3 C MOCIEIYIO-
IIMM pa3BUTHEM 00J1e3HU ['peliBca, paHee He ONMUChIBa-
JIUCh.
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B 2011 r. B Bo3pacte 35 neT OTMETUJT MBILIEYHYIO
cinabocth. M3 aHaMHe3a M3BECTHO, UTO MaTh IallMeHTa
TaKXe MPeAbsIBIsiia Xajao0bl Ha MBILICYHYIO C1a00CTb.
CxoxXee COCTOSTHUE OTMEUasioch 1 'y 6a0yIIKKU OOJIbHOTO:
3aTpyAHEHHE IIPU BCTaBaHUM, BXOJE B OOIIECTBEHHBII
TpaHCHoOpT. ['eHeTuYecKoe UCCIe0BaHKUE BISIBUIIO Y T1a-
yeHTa MmyTauuio B rene DMPK; nnarnoctupoBana M1 1.
BriocnencTBum gaHHOe 3a00J1eBaHUE T€HETUYECKU IO -
TBEPXKIEHO Y MAaTepH IallMeHTa.

B nexab6pe 2012 r. BrepBoie oopatmicsa B PI'BY
«HMMWII sHpoxpuHosornu» Munsapasa Poccun B cBsi-
3u ¢ 6ecrmonueM. [1o maHHBIM J1TaG0pPaTOPHOTO 0OCIIEIO0-
BaHus: TTT— 5.7859 MME/n (0,25-3,5), T4 cB. — 14,49
nmmoJib/1 (9,0—20,0), AT x TITO >1000. Y3U muToBua-
HOI XeJie3bl BBISIBUIO MPU3HAKU XPOHUUYECKOI'O ayTo-
MMMYHHOTO TUpeorauTa. JInarHocTUpOBaH MEPBUYHbBIMI
CYOKJIMHUYECKUI1 TUITIOTUPEO3 B UCXOJIE ayTOUMMYHHO-
ro TUPEOMINTA, UHUIIMUPOBaHA TepaIus JIEBOTUPOKCH -
HoM HaTpus (50 MKT/CyT) ¢ IOCJEAYIOINM YBETUYCHUEM
o036l 10 88 MKT/cyT. B ToM Xxe nekabpe 2012 r. ypoBeHb
®CT cocransn 6,51 En/a (1,6-9,7), JIT— 2,63 En/n
(2,5—11,0), Tecrocrepona — 2,08 umoib/n (11-35,5),
YTO CBUAETEJILCTBOBAIO O TMIIOroHanu3Me. B criepmo-
rpaMMe — OJIMroacTeHoTepaTo3oocnepMus. Heckoibko
no3nHee MHULMKUpoBaHa Tepanus XI'Y.

B deBpane 2016 r. Ha ¢poHe miuTeabHOro (6osee
2 JieT) mpueMa JIeBOTMPOKCHHA B 103¢ 88 MKT/CyT malu-
€HT OTMETWJI TPEMOD PYK M YYallleHHOE cepaleOueHue
(mo 110 yn/muH). Yposens TTI cocraBun 0 MME/11. Jle-
BOTUPOKCHH ObLT oTMeHeH. Ha (poHe MHBeKIIMOHHOI Te-
parmiu XI'Y B pamkax noarotosku Kk OKO yposenbp @CTT
cocrasysit 31,5 En/n, JIT — 11,7 En/n, TecrocrepoHa —
23,1 umonb/a, npoiaaktuHa — 298,7 MExa/n (60—510),
cekc-cTepou-cBs3biBaoniero rnodyiauna (CCCIN) —
70,19 umonb/n (14,5—65,4), 25(OH)D — 15,2 HMonb/1.
C 1enblo KoppeKLuu nedpunura ButTammHa D Ha3Haue-
Ha Tepamnus KojeKaabLuhepoaoM.

B urone 2016 r. B J1aHOBOM IMOPSIIKE TOCITATAIN3M -
poBaH B PI'bBY «<HMMUII supokpuHonornn» MuH3sapa-
Ba Poccum ¢ coxpaHsronieiicss KapTUHOM THPEOTOKCUKO-
3a. BoisieiieH Boicokuii Tutp AT Kk pTTI — 29,2 ME /a1 (0—
1,75), ypoBeHs TTT — 0 MME/n, T4cB. — 30,8 mmounb/m,
T3cB. — 16,8 nmoinb/n (2,63—5,70). CoxpaHsiics BbICO-
kuit Tutp AT x TITIO. YpoBuu ®CI (50 En/a) u JIT
(33,8 En/n) ocraBanuch BeicoKMMU. KoHIIeHTpa1us 00-
IIET0 TECTOCTepOHa Ha (hOHEe MHBEKIIMOHHON Tepanuu
XT'Y B pamkax moarotoBku Kk KO cocraBnsana 52,5
HMOJIb/J11. YpoBeHb KDK 661 B HOpMe. OTMevasicst Bbl-
COKMi1 ypoBeHb octopa B Kposu (0,92 MMoJIb/1T), IpU
HOPMAaJIbHOM COAEePXKaHUY UOHM3MPOBAHHOIO KaJIbIIHSI.

ITo nanubiM Y3 MU, 0611111 0OBEM ILIMTOBUIHONI XKe-
ne3bl — 27,7 MJ1, TUTIO3XOTeHHas cTpyKTypa. Jduddys-
HOE yCUJIeHUE KPOBOTOKA, yBeIMYeHME TUM(OY3I0B Oe3
MPU3HAKOB OHKOJIOTMYECKOTO Ipolecca. Takum odpa-
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IToka3zatenb 2012 . 2014 . 2015 02.2016T. 07.2016T. 08.2016T.

TTI, MME/n 5,79 4,73 — 0 0 29,7
T3cB, nMOJIB/T — — — — 16,8 1,9
T4cB, nMoJb/a 14,5 — - — 30,8 5,8
AT-TIO, En/n - - >1000 - >1000 —
AT-pTTT, En/n — — — — 29,2 40
OCT, En/n 6,5 — 32,5 31,5 50,0 —
JIT, En/n 2,6 - 12,6 11,7 33,8 —
TecrocTepoH 001IMIA, HMOJb/J 2,08 — - 33,1 52,5 -
Wncymna, MkE/Mn — - 30,6 - — —
K®K, En/n — - - 93,0 84,0 675,0
K®K-MB, Exn/n - - — — 16,8 22,0
ITT, rr/miu - 39,3 - 32,7 21,0 -
Kanbiuit o61mit, MMOJIb/JT — 2,61 2,76 2,49 2,57 2,49
Kanp1uit MIOHU3UPOBAHHBI, MMOJIb/JT - 1,18 — 1,19 1,22 1,19
Dochop, MMOITB/TT - - - 1,69 0,92 —

30M, y TIallMeHTAa BhISIBJIeHa MaHUbecTaus 60Ie3Hn
I'pefiBca 1 ”HULIMMPOBaHA TEPATTUS TUAMA30JIOM B 103€
30 MT/CyT, B CBSI3M C TaXMKapavei ObUT Ha3HAYEeH OMCOo-
npoJso. OGTaabMOI0TOM 3HIOKPUHHON o TaIbMOTIA-
TUM HE BBISIBJIEHO. B KauecTBe MeTona paanuKaabHOTO
JedeHust 6one3Hu ['peiiBca MmpemtoxxeHa Teparust paanuo-
AKTUBHBIM HOIIOM.

Uepes 2 Hel TTocTIe BHITMCKY U3 CTAllMOHApa OTMEYeH
TTOJIOXKUTENBHBIN 2(h(PEeKT TUPEeOCTaTUUECKO TEparuy —
CHIXeHMe ypoBHel cBoOoaHbIX T3 1 T4 (cM. Tabamiy).
3aperucTprpoBaH MTOBHIIICHHBIN YpoBeHB 001meii KK
(675 En/n) mpu HopMaiibHOM ypoBHe M B-dpakiuu (22
En/m). B mocnemytorem mpoBeneHa teparus auddysHo-
IO TOKCUYECKOTO 3002 PaAoaKTUBHBIM MOIOM C TOCTH-
>KEHVEM TUTIOTUPEO03a U Ha3HAYeHUEM 3aMeCTUTETbHOMN
Teparnuu rpernapaTaMmy TAPEOUTHBIX TOPMOHOB.

B 2015 r. y maiueHra (¢ ero cjoB) OMHOKPATHO (hUK-
CHUPOBAJIOCH TIOBBINIIEHUE YPOBHS MHCYJIMHA B KPOBH 0
20,6 Mk ME/Mn (5—10) Ha hoHe ayrIuKeMun.

CnenManbHO ClieyeT OTMETUTh, YTO HUA Y MaTepH,
HU y 6a0yIIKM TTallMeHTa SHAOKPUHHBIX HapYIIEHU He
OTMEYaJioCh.

B 1997 r. y nalimeHTa 1MarHocTUpoBaHa MOYEKaMEeH-
Hast 00JIe3Hb. MHOXECTBEHHBIE MUKPOJIUTHI B 00EMX TTOU-
Kax, 4acTo penuauBupyioliee redeHre. CoriacHo Ipe-
JIOCTaBJICHHOW MEIUIIMHCKOM TOKYMEHTAIINK, Y TIalli-
€HTa TMEePUOANYECKU TTOBBIIIAICSI YPOBEHb OOIIETO
KaJIBIIMSI B KPOBU M CYTOYHOM SKCKPEITUN KAJIBIIMS C MO-
yoit mpu HopMaiabHOM ypoBHe IITT 1 noHU3UpoBaHHO-
ro KaJIblius. 3HAYCHUS 3TUX NTOKa3aTesell mpencTaBiie-
HBI B Ta0JuIe.

Oo0cyxaeHnue

JlaHHBII KIMHAYECKUI CITy4yaii SIBJIIeTCS HATJISAHBIM
MIPUMEPOM SHIOKPUHHBIX IMOPaKeHUI, pa3BUBAIOIINX-
ca pu M1 1. K sHIOKpMHHBIM HapylIeHUSIM, BO3HUKA-
oM Tipy MI1 ¢ TOBBIIIIEHHOM YacTOTOM, OTHOCSATCS

TUTIEPTOHAIOTPOITHBIN TUTIOTOHAN3M, HApyIIIEeHUE TO-
JIEPAHTHOCTH K IIIOKO3€ C TUTIEPUHCYTMHU3MOM, a TaK-
XK€ MHCYJIMHOPEe3UCTeHTHOCTh. [Ipu MJI1 oTmeuaercs
HapylieHre ooMeHa ocdopa 1 Kalblius, a TAKXKe CHU-
>KE€HME OCHOBHOTO OOMEHA IMpU HOPMAaJTbHOU (DYyHKIIMHN
IIUTOBUIHOM Xene3bl. [Ipeamonaraercs, 4To SHIOKPUH-
Has AMCchYHKIIMS, KaK U TTopakeHue Mblii, mpu M1
nporpeccupyet. BctpedaemMocTb runepnapatupeosa npu
MJ11 noBsiiieHa Ha 78%, CJI 2-ro tTuna — Ha 300%, oT-
kinoHenuit ypoHs TTT ot HopMbl — Ha 133%, neduiu-
Ta aHAPOTEHOB — Ha 85% IO CpaBHEHUIO C OOIIIEH TTOITY-
Jiauuyeii. BeipaxkeHHOCTh TOPMOHATBHBIX CIBUTOB HE CO-
OTBETCTBYET TSXECTU 3a00JIeBaHUS: HE BBISBICHO
HUKAKOW CBSI3U MEXy TOPMOHAJIBHON TUChHYHKIUEN U
TOoTepeid MBIIIEYHO CHIIBI Uiu yucioM noBTopoB (CTG)
n. PacnpocTpaHeHHOCTh TOPMOHAJIbHBIX HAPYIIEHU I He
3aBUCUT OT BO3pacTa 1e0toTa 00Jie3HH [J].

ITo naHHBIM OMHOTO U3 UCCIENIOBAHUI, U3HAYATIBHO
y 30 13 68 MalMeHTOB BHISIBISUIOCH, IO KpaifHel Mepe,
OITHO TOpMOHaJIbHOE HapylieHue. Yepe3s 8 jieT yxe 57 u3
68 TalleHTOB UMEJTN XOTSI ObI OMHY SHIOKPWHOIATHIO.
CJI BHavase HaOI0AeHUS ObLT OOHAPYXXEH Yy OTHOTO Ta-
IIMEHTA, a yepe3 § JIET — y yeThIpex. YacToTa ciydaeB I'u-
reprapatupeosa Bo3pacrtana ¢ 14 1o 25%, a OTKIIOHEHMIA
ypoBHs TTT ot pedepeHTHBIX ITOKa3ateseii — ¢ 9 1o 21%.
ITosbiieHHsbI ypoBeHb JII' BHaYane perucTpupoBaics
y 7 13 33 My>xumH, a yepe3 8 et — yxke y 16. Takum 06-
pa3oM, 4acToTa SHIOKPUHHBIX aHOMAJIUI Cpeay manu-
eHnToB ¢ MJI1 co BpemMeHeM HapacTaer [6].

Cpenyt (heHOMEHOB, aCCOIMUPOBAHHBIX C TAHHBIM
3a00JieBAaHUEM, MOXHO OTMETUTbH BBICOKYIO YaCTOTY
aTpodun STMIeK C pa3BUTHEM TUTIEPTOHAIOTPOITHOTO TH-
noroHagusMma [7].

T. Ken u coaBT. onucanu ciayvyait M/I1 ¢ penkum co-
yetaHueM sHAoKpuHonatuit: CJl, KoMOMHUPOBAHHAS
(opma runoronaguzma u IUChHYHKIUS TUTIOTAIAMO-THU -
nodu3zapHO-HAANOYEYHUKOBOM cucteMbl. CJI conmpoBo-
XKIAJICS BBIPAXXEHHOUW WHCYJIUHOPE3UCTEHTHOCTHIO U
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runepuHcyarHemueii. [IpuMmevareabHo, YTO y 3TOTO I1a-
LIMEHTA B IIPOIIeCCe JICUSHMS TUIIOTOHAIU3Ma TeCTOCTe -
POHOM BO3POC MBIIIEYHBIA U YMEHBIIMJIICS XXUPOBOM
KOMITOHEHT Macchl Tejia. Takum oO6pa3om, MposIBICHUS
TUIIOrOHAAM3MAa MOTYT OBITh CKPBITBIMUA CUMITOMaMU
M/. Knuanyeckue Mpu3HaKyd HaAIMOYEYHUKOBOM HEI0-
CTaTOYHOCTU OTCYTCTBOBaJU. ABTOPHI MOTYEPKUBAIOT
HE00XOIUMOCTh OLIEHKH U JIeYEHUSI MHOXECTBEHHBIX 9H-
OoKpuHonatuii y nauueHToB ¢ M/11. ITopaxkeHus rumo-
TajJaMO-TUIo(GrU3apHO-HAAIIOYEYHUKOBOM CUCTEMBI Y
nanueHToB ¢ M/I1 xapakTepusyloTcs aHOMaJIbHBIM Cy-
TouHbIM puTMoM cekpeunu AKTI u koptusona, Beipa-
KeHHBIM nprupocToM ypoBHsI AKTT B kpoBu 1ocjie cTu-
myasuu KPI' 1 HU3KUMM OTBETOM HaANOYEYHUKOB Ha
crumynsauuio AKTT [8]. ¥V nauumenToB ¢ M/I1 npenno-
JlaraeTcs HapylleHue TUTUAPONUPUANH-YYBCTBUTEIb-
Horo nepeHoca Ca’* B KOpTUKOTpodax 1 paccMaTpuBa-
€TCSI CBSI3b MEXITy aKTUBHOCTBIO MBIILIEYHOM ITPOTEHH-
KMHAa3bI U pETYJIsSIMEi KaabLMeBbIX KaHAOoB [6].

B npyrom uccnenopanun y 1 u3 25 mamueHton ¢ M1 1
ObLIa AMAarHOCTUPOBaHA IePBUYHASI HAAIIOUCYHUKOBASI
HEeIoCTaTOYHOCTh B OTCyTcTBUE AT K 21-ruapokcuiiase.
Y 00JBbHBIX ObLT CHUXKEH 0a3abHbIil YPOBEHb KOPTHU30-
Jla ¥ peTUCTPUPOBAJICS OCIa0JIeHHBIM OTBET KOPTU30J1a
Ha ctumynsiuuio KPI' Ha ¢poHe mMOBBIIIEHHOTO OTBETa
AKTT [9].

Kaxk otMeyasnoch Beile, mpuMepHo y 80% IMaliieHTOB
¢ MI1 otmevaeTcst aTpodus ssuuek. AMUKy TakKux Maru-
€HTOB XapaKTepU3YIOTCS YBeJIMYCHUEM YUCIa U pa3Mepa
keTok Jleiioura, a Takxke TpyouaToii aTpodueii, ruanu-
HU3aluen, Guopo30oM CEMEHHBIX KAHAIbLIEB U CHUXKEH -
HBIM criepmatoreHe3oM [10]. Yacto HabmomaeTcs oIuro-
crepmus [11]. IToBbIIeHHBII 0a3a1bHBINM YPOBEHb FTOHA-
JOTPOIMHOB U YPE3MEPHBII OTBET TOHATOTPOIIMHOB Ha
ctumyisiiuio F'aPT mpu M1 1 cornacyioTcst ¢ AMarHo3om
MEepBUYHOIO TUIIOroHanu3Ma. B To e BpeMs y maiueH-
TOoB ¢ M/I1 BcTpeyaeTcsl M TUIIOTOHAAOTPOIHBIN TUITO-
TOHAIU3M, OATBEPKAAEMbIii HUBKUM OTBETOM T'OHAIO-
TponuHOB Ha cTuMyJsituio ['HPT. [Tpu Hanuumuu BTOpuy-
HOTO WJIM CMEIIaHHOW (DOPMBI TMIIOrOHAA3Ma BBIOOD
Tepanuu Mexay XI'Y u TecTocTepoHOM ompeacaseTcs
KeJlaHMeM TTallieHTa BOCCTAHOBUTD (DEPTUIBLHOCTD [8].

WUccnenoBaHuii 3peKTUIBHON (DYHKIIUM Yy MallUeH-
ToB ¢ MJI1 npakTUyecKu He TPOBOANIOCH, XOTSI U3BECT-
HO, YTO B OOIICH MOITY/ISILIUY TUIIOTOHAIN3M SIBJISICTCS
BayKHOM MPUYMHON HapylIeHUs 3Toi pyHKuuu. Bmecrte
C 3TUM TUIIOTOHAIN3M, KOTOPBIIA, KaK COOOILAETCS, SIB-
JisieTcsl OMHOM 13 TTpuuuH D] B 00111eH TOMYJISLINY JTIO-
Jieli, yacTo BcTpevaeTcs y manyeHTon ¢ MJI 1. MHTepcTH-
LIMaJIbHAsl HeIOCTaTOYHOCTh GoJiee XapaKTepHa IS T1a-
LIMEHTOB C JUIMTEJIbHBIM 3a00JI€BaHNEM U IPEKTUIIbHOMN
nuchyHkuwmeit [10].

VY maumeHntoB ¢ M/I1 HapyllleH psii KOTHUTUBHBIX
dyHkumii. MHorue nmanueHTs (51,6%) He 3HAIOT O CBO-
em 3abosneBanuu [12,13].

OnucaH ciy4dait 46-J1eTHe# KEHIIMHBI C CEMEHOMN
nctopueit MII1. Y Hee Oblila AMarHOCTUPOBaHA cepaey-
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Hasl apuTMUs U MMOTpedoBatach UMILIAHTALIUS Kapauo-
ctuMmyJsitopa. [laneHTKa cTpanaia AByCTOPOHHEH Ka-
TapakToii. JlabopaTopHbIe HCCIeTOBAaHUS BbISIBUIM BbI-
COKME YPOBHU Kaiblius, dochopa u maparropmMoHa B
CBIBOPOTKE, CHIDKEHHYI0 KoHIIeHTpaiuo TTT u orcyT-
ctBue AT K Tupeonepokcunase [14].

B npyrom omny611K0BaHHOM KJIMHUYECKOM CIydae y
53-nmetHero My>k4rMHbI ¢ M1 BBISIBIIEHBI TUTIEPTUPEO3 U
6one3Hb Anavcona. [IpucyTcTBue aHTUTEN K IIIUTOBU/I -
HOM XeJe3e M HalIloYeYHUKaM yKa3bIBaJo Ha ayTOUM-
MYHHBIN TeHe3 000MX 3HAOKPUHHBIX paccTpoicTB. Te-
parus ayTOMMMYHHBIX SHIOKPUHOIIATUI cMsTJajia CUM-
ntombl MJI1 [15]. OnucanHa takxke cBsi3b MJI1 co
cHukeHHo# peakieit TTT Ha TUpoaIUOEepUH U CHUXE-
HUEM 3aXBaTa paIuOaKTUBHOTO M0Ja IIIUTOBUIHOM Xe-
ne3oii. edekT runodursapHbIX pelenTOPOB TUPOIUOe-
pUHA MOKET OOBSACHSTH 00Jiee BEICOKYIO YACTOTY pa3BU-
s 300a mpu M/11 [3].

ITpu runotupeose Bo3aMoxkHa ocobast popma nopa-
JKeHUsI MBIIIILI, Ha3bIBaeMasl IICEBAOMUOTOHUYECKOM -
MOTUPEOUAHOM MUomaTueii. [1py faHHO MaTOJIOTUU
cTpamaeT KaK CoKpallleHHe, TaK M pacciadjIeHUe MBIIIILI,
YTO KJIMHUYECKHU OTJINYAET €€ OT UCTUHHOM MUOTOHUM.
Tem He MeHee 6e3 aaekTpoMuorpaduu 3ty Gopmy ObI-
BaeT CJIOXHO OTJIMYUTDH OT UCTUHHOM MUOTOHUU.

ITpn M1 1 yacTo HaXOOSIT CHUXKEHHUE OCHOBHOTO 00-
MEHa, YTO MOXET OBITh CBSI3aHO CO CHMKEHUEM OOILIEii
MBIILIEYHOM MacChl, a He C HapylleHueM (hbyHKIIUU I -
TOBUIHOM XKeJe3bl.

[Ipupona ayTouMMYHOTIO TTIOpaXkKeHMsI U TOBUIHOMN
xkene3nl Ipu M1 1 He sicHa. OgHako nipu ayrorncuu y 37%
naiueHToB ¢ M1 oOHapykuBaeTcs KJIeTouHasi MHGbUIb-
TpaLusl 3Toi XKeJe3nl [16].

B HekoTophIX paboTax OTMEYEHO OTpULIATEIILHOE
BIMSHUE TUIIepTUpeo3a Ha TeueHue M, 4yTo TpebyeT
paHHEeH TMarHOCTHUKM 3TOI'O COCTOSTHUS.

ITockonbky HapyiieHue B reHe DMPK 3atparuBaet
HE TOJIKO IOIEePEeYHOII00caTy0 MyCKyJIaTypy, HO U
[JIaAKKe MUOLIMTHI U KapIMOMUOLIUTHI [17], ocHOBHOI
MpUYrHOH 6ecronust mpu M/ MpUHSTO cUUTaTh Mopa-
JKEHHUE MepUTYOYJSIPHBIX MUOLIMTOB, TIPUBOISIIEE K
aTpoUu CEeMSIBBIHOCSIIMX IIPOTOKOB, a TAKXKe MOpaKe-
Hue KieTok Jleiinura (runmoroHaausm) [18]. OtcyrcTBUE
TUMOTOHaAM3Ma y 00JbHBIX MJI 3KeHITUH MOXKXHO 00b-
SICHUTb OTCYTCTBUEM MUOMIHBIX KJIETOK B IMYHUKE. MM~
OWIHBIE KJIETKM UTPAIOT POJIb B MapaKpMHHOM KOHTPO-
Jie TyoynsipHoi pyHkimu [19].

I'unepuHcynuHemust mpu MJI TeCHO KOppeaupyeT ¢
MBILLIEYHOM aTpodueii 1 M30BITKOM XKUPOBOi TKaHu [20].

B nuteparype onucanbl u3mMeHeHUs1 pocdopHo-
KajblyeBoro oomMeHa npu MJI; Hanbonee BaxKHO TTOBBI-
IIIEHNE BCAChIBAHUS KaJIbLIUS B KUIIIEYHUKE, CBSI3aHHOE
¢ nosbinIeHneM yposHs 1,25(0OH),D, yro moxer orpa-
2KaTh rUnepGhyHKIIMIO ITUTOBUIHOM XeJie3bl. Y MalueH-
TOB pa3BuBaeTcs runodocareMus, U yCUINBAECTCS IKC-
Kpeuus HepporeHHoro HAM®D; 6a3zanbHble YPOBHU
KaJbLIMs U €ro 3KCKPEeLUn C MOYOM MOTYT OCTaBaThCs
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HOpMajibHbIMU. [IpuymnHa rumnepriapaTupeo3a He sICHa;
HE UCKJIIOYEHO, YTO €r0 Pa3BUTHE CBSI3aHO C HApYIICHM-
eM KanbuueBoi peryisaiuu cekpeunu ITTT mo mexanus-
My oOpaTHoIi cBsI3u. B HeKoTophix ciaydasx M/ mpeamno-
JlaraeTcsl HapylleHue nodeuyHbix peuentopon [ITI wiu
HapylleHHe TpaHcnopTa Kanbuus [21].

3akAloueHue

B onvcaHHOM KJIMHUYECKOM Cllydyae UMEJIO MECTO
OOJIBLIMHCTBO COMYTCTBYIOMMX M1 SHIOKPUHHBIX Ha-
pymeHuit. BaxkHbIMU 0COOEHHOCTSIMU SIBJISUTUCH OTCYT-
CTBUE KaKMX-JTMOO 3HAUMMBIX XKaJloO CO CTOPOHBI MbI-
IIEYHOU cUCTeMbl Ha (poHE XapaKTepHOTO Ik JaHHOTO
3a0oeBaHus noBbilieHUsT ypoBHs KDK, a Takxke Bpe-
MeHHasl IMHaMUKa TUPEOUIHOTO CTaTyca U XapakTepa
ayTOMMMYHHOTO ITOpaXkKeHHsI IIIUTOBUIHOM XeJe3bl. [1ep-
BOIA 2Ka710001, 3aCTaBUBILIEH MallMEHTa OOPAaTUTHLCS K IH-
JIOKPUHOJIOTY, ObLI0 Oecriionue. [ unepuHCcyIMHeMus U
HapylieHue (gochopHO-KaableBOro ooOMeHa Ha AaH-
HOM 3Tare He SIBIISTUCH KIMHUYECKU 3HaYUMMbIMU. OTi -

CASE REPORT

CaHHBIN Cllydail WUTIOCTPUPYET HEOOXOAUMOCTD HE TOJIb-
KO PYTMHHOT'O CKPUHUWHTA BbILIEYKA3aHHbBIX HAPYIICHUI
npu nuarHoctuke MJI1, HO U peryasipHOro MOXU3HEH-
HOTO HaOJIIONEeHUs JaHHON KOrOpTHI MallueHTOB 3HI0-
KPMHOJIOTOM.
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aJM3aly HaydHOM NMporpaMmbl, roanepxaHHoi PoccuiickuMm Hayd-
HbIM hoHmoM (rpant PH® Ne17-75-30035).

Cornacue nanuenta. [lanueHT 100pOBOJIBLHO MOANMCAT HHOOPMUPO-
BaHHOE corJlacKe Ha MyOJIMKaLMIo MEAULIMHCKOM MH(MOpMaLuu B 00e3-
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