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AHHOMayus

Meay/isipHbIN pak WUATOBUAHOM kese3bl (MPIIK) sBssieTcss arpecCUBHO NPOTEKALIEN OMYX0JIbI, UCXOASLEN U3 Ka/IbIIUTOHUHCEKPETUPYOIIUX
napadoJUIMKY/ISPHBIX KJIETOK U CcOCTaBJswIeld 5-7% B CTPYKType 3/I0Ka4eCTBEHHBIX HOBOOOpA30BaHUH MUTOBUAHON xesesbl. MPIIK moxeT
OBITh CIOpaZUYecKuM U ceMelHBIM. B 1961 1. J.N. Sipple onucan Heckosbko pogcTBeHHHKOB ¢ MPIK, peoxpoMonnToMoii 1 runeprnapaTupeo3oM
(cMHAPOMOM MHOXXECTBEHHOU 3HAOKPUHHOMN Heoma3uu 2a Tuna - MIH-2A). CoBpeMeHHasi juarHocTuka cuiapoma MIH-2A ocHoBaHa Ha o6Hapy-
»KEHUHU TeHeTHYeCKHX MapKepOoB, OTBETCTBEHHBIX 3a JlepeKT B RET-npoTooHKoreHe. BO3MOXHOCTb NPOBe/IeHUs] TAKOTO UCC/IE€J0BAaHUS B GOJIBIINH-
CTBe MeAMLMHCKHUX YIPeXJeHUH orpaHudeHa 1 9KOHOMUYeCKH HelleJecoobpasHa. /luarnos cuaapomMa MIH-2A yarie Bcero 0CHOBbIBaeTCs Ha KJIH-
HUYeCKUX U aHaMHeCTHYeCKUX JJaHHBIX. B 9To# cBs3U 1lesiec006pa3Ho onMcaHKe KJIMHUYECKUX C1yyaeB 3a60/IeBaHUS C aHAIU30M TaKTUYECKUX U JU-
arHOCTUYeCKHX OIIMGOK. [[pUBOAMM CO6CTBEHHOE KJIMHUYECKOe HabJ II/JeHHe.
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Abstract

Medullary thyroid cancer (MTC) is an aggressive tumor that originates from the calcitonin secreting parafollicular cells and makes up 5-7% of the
structure of malignant neoplasms of the thyroid gland. MTC can be sporadic or familial. B 1961 r. ].N. Sipple described several relatives with medullary
thyroid cancer, pheochromotsytoma and hyperparathyroidism (syndrome of multiple endocrine neoplasia type 2a - MEN-2A). Diagnosis of MEN-2A
is confirmed by revealing of genetic markers causing defects in RET-proto-oncogene. The possibility of such investigation is limited and not economi-
cally reasonable in most of medical institutions. MEN-2A syndrome diagnostics is most often based on clinical and anamnestic data. The following ob-

servation is presented.
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H 0/l TEPMHUHOM «CHUHJAPOM MHOXECTBEHHBIX 3H/IOKPUH-
HbIX Heomva3ui» (M3OH) ob6bennHeHbl 3a60JieBaHUs,
IIPY KOTOPBIX BBISIBJISIOTCS OMYX0JU HEUPOIKTOAepMaIbHO-
r'o NPOUCXOXK/AeHHUs U/ WU runepiiasuu (aAuddysHbie, y3e-
KOBbI€) B IBYX U 60Jiee 9HJOKPHUHHBIX OpraHax.

Cunspombl MAH K1accupuIMpyrOT 110 OCHOBHBIM KJIMHHYE-
CKHUM IPOSIBJIEHUSAM, 00YC/IOBJEHHBIM HapyIIEHUSMHU CeKpe-
LMY TOPMOHOB B 3aBUCHMOCTH OT JIOKQ/IM3aL[M{ TUIIEPIJIa3uU
WM OIyXOJIM 3HJIOKPUHHBIX KeJie3. Boigensaror MIH-1 (cun-
ZipoM Bepmepa), BK/IIOYAIOLIMI NEPBUYHBIN I'UNepnapaTupe-
03, ONyX0JIM afieHorunodusa, HaZno4eyHUKOB, 3a60/1eBaHUs
IIUTOBUAHON KeJie3bl, KpoMe MeJyJISPHON KapLUHOMBI,
OIYXOJIU U3 OCTPOBKOBBIX KJIeTOK. [I[pruunHoit MIH-1 aBasoT-
cs1 MyTallMK B TeHe OHKOCYyIIpeccopa MeHHHa, KOTOPBIM pacro-
JIOXKEH Ha JIVIMHHOM Iieye xpoMocoMmbl 11 (11q13) [1].

06s13aTesIbHBIM KOMIIOHeHTOM M3H-2 sBiasieTcss MenyJi-
JIIPHBIN pak mUTOBUAHOU xese3bl (MPIIXK). Bce Gosbiiee
BHHMMaHHUe KJIMHHULHUCTOB NpUBJIEKAET K ce6e MHOXKECTBEH-
Hasl 3H/JIOKpPUHHAs Heomasus 2a tuna (M3H-2A, cunapom
Cunmja) - ayTOCOMHO-ZOMUHAHTHO HacjelyeMoe coyeTa-

Hue MPIXK, ¢peoxpoMouuToMbl U runepnapaTtvpeosa [2].
Pacnpoctpanennocts M3H-2A cocTtaBasieT oT 1:42 ThIC. f0
1:80 ThIC., 10 JAHHBIM Pa3HbIX aBTOPOB [3, 4].

B 1961 r. ].N. Sipple onucan HECKOJIBKO pOJICTBEHHUKOB C
MPIIK, peoxpoMOIUTOMON U rUllepnapaTUPeo30M, BbICKa-
3aB [pe/oJI0KeHHe 0 HAace,CTBEHHOM XapaKTepe 3THUX Na-
TOJIOTUYECKUX H3MeHeHWH. [lepBUYHOU MaHUbecTayuen
cunapoma M3H-2A B 97-100% cay4daeB aBagetca MPIDXK,
IpU 3TOM y GOJIBLIMHCTBA GOJIbHBIX OH SIBJISIETCS MYJbTU-
neHTpuuHbIM [5]. MPIXK npoucXoauT U3 KaJbLIMTOHUHCEK-
peTupyomux napadpoaauKyaspHbIX Ka1eToK (C-KJIeToK) Liu-
TOBU/JHOH >KeJie3bl U sIBJISETCSI HauboJiee arpecCHBHbIM cpe-
Ay 1uddepeHIMPOBAaHHBIX KAPLIMHOM LU TOBU/HOH KeJsie3bl
[6]. Bropoii no yactote onyxoJsiblo npu MIH-2A saBasercs
¢deoxpomonuToMa, KoTopasi BeisiBaseTca y 60-75% 60Jib-
HBIX, IpuyeM B 82% HabJIl0jeHUI 0TMeUYeHO ABYCTOPOHHEE
NOpaXKeHHe HaJ[T0YeyHUKOB, y 15-30% HocuTe el pa3BuBa-
eTcsl NepBUYHbIN runepnapaTtupeos [7, 8].

PasBuTue cungpoma MOH-2 cBs3aHO € MyTalusiMU
RET-npotooHkoreHa (aHru. rearranged during transfection),
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KOTOpBIN JIOKaJIM30BaH Ha xpoMmocoMe 10 U KoJupyeT Io-
BEPXHOCTHBIA MeMOGPaHHbIN IVIMKONPOTEN L, OTHOCAIIMMICA K
CceMeNCTBY pelenTopa TUPO3UHKHHA3bI, Urpalolleil poJjb B
pPa3BUTHM T'AaHIJIMOHAPHON MJIACTUHKU U ee MPOU3BOJHBIX.
['eH GYHKIMOHUPYET B TKAHSX YeJOBEKa, SBJISIOLMXCS MPO-
HW3BOJHBIMU HepBHOro rpeb6euka (mapado iuKy/aspHble
KJIETKHU LIUTOBUJHOM KeJsie3bl, MeAyJ/UIsipHasl 4acTb HAAIo-
YEeYHUKOB M cuMnarudeckue rauriauu) [1]. [Ipu M3H-2A BbI-
SIBJIIFOTCSI MUCCEHC-MYTAlUY, TPUBOJsIIME K 3aMeHe aMHHO-
KHUCJIOT B 9K30HAaX 3KCTPALLEeJII0JIIPHOTO JJoMeHa KOAUpYeMo-
ro 6eska. Myranuu RET-npoTooHKOreHa NpUBOASAT K €ro akK-
TUBALMY, YTO, B CBOIO Ouepejb, 06YC/AOBIUBAET aKTHUBALUIO
KJIETOYHOTO POCTa, KOTOPasi MOXKET 3aKOHYUTHCS ONYX0J1eBOU
TpaHcopMmanuell. CoBpeMeHHass AUAarHOCTHKA CHHJApPOMaA
M3H-2 ocHOBaHa Ha 0OHAPYKEHUU TeHETUYECKUX MapKepOB,
3aTparuBaloLIMX LUCTEMHOBBINA 0CTaTOK B 9k30He 10 (Koj0HbI
609, 611, 618 u 620) u B 3k30He 11 (kozmoH 634) [9].

B03MOXHOCTb NPOBeJleHUs] FeHETHYECKUX UCCIe[,0BaHUM
B OOJIbIIMHCTBE KJIWHUYECKUX YYpeXJeHUHM orpaHuyeHa U
3KOHOMUYECKH HellesiecoobpasHa [10]. B cBs3u ¢ 3TUM 60Jib-
11oe 3Ha4eHUe UMeeT onpejesneHue GeHOTUIUYECKUX NPU-
3HAKOB HacJieCTBEHHbIX 3a60eBaHuil. [luarnos MI3H-cuH-
JlpoMa yallle BCero OCHOBBIBAeTCSl HAa COYETAHUHU KIUMHHYe-
CKUX U aHAaMHEeCTHYeCKUX JaHHbIX. [loaTOMy npe/cTaB/seT-
sl 1jeJ1IecO06pa3HbIM ONKUCAaHUE KIUHUYEeCKUX cayyaeB MOH-
CUHJIpOMA C aHaJIU30M TaKTHUYECKUX U JAUArHOCTUYeCKHUX
OIIHNGOK U TPYHOCTEH.

B naHHOM pa6oTe Mbl MPHUBOJUM COOGCTBEHHOE KJIMHUYE-
CKoe HabJ1o/ieHue.

KnuHuueckuin cnyuai

BoavHasa K., 63 2oda. B Bo3pacrte 24 JsieT cTajsia 0oTMedaThb
MOBBIILIEHHE apTepHalbHOrOo AaBiaeHus (A/l), npoBoAuMas ru-
NOoTeH3UBHas Tepanus — 6e3 adpdekxTa. [IpyucTynbl BO3HUKAIN
BHe3aIHo, 6e3 BUAUMON PUYUHBIL, CONMPOBOXKAAIUCH YUallleH-
HBIM cepAle6bueHreM, YyBCTBOM CTpaxa, MOJUYpHUeEH, MOBbI-
menueM A/l no 260/130 MM PT. CT., TOGJIEeJHEHUEM KOXKHBIX
MOKPOBOB, KyMUPOBaJHUCh caMocTosTesbHO. B 1986 r.
(B 29 s1eT) npu NpoBeJleHUU peHTreHorpadpuueckoro uccie-
JIOBaHUSI C KOHTPACTUPOBAaHKEM BbIsSIBJIEHA ONYyX0Jib IPaBo-
ro HaJilo4YeyHUKa. BrinosiHeHa opraHocoxpaHsooLas onepa-
LM, 0 JaHHBIM 'MCTOJIOTMYECKOT0 3aK/I0YeHus - peoxpo-
MonuToMa. CocTosiHMe MAallMeHTKU YJY4IIHUJI0Ch, TUIEPTO-
HUYEeCKUE KPU3bI TPEeKPaTUIUCh.

B 1996 1. (B 39 s1eT) AMArHOCTUPOBAH y3J10BOH 300. [IyHK-
IIMOHHAsI GUOICcHs He TpoBoAusack. B 1999 r. (B 42 roja)
BBINOJIHEHA TPABOCTOPOHHSASA FeMUTUPEOUAIKTOMUS, TUCTO-
JIOTUYeCKHU - MeJyJUISpHBIN pak. [I[poBeseHa siyyeBas Tepa-
nus 50 I'pelt HA 06J1aCTh UIUTOBU/IHOM JKesie3bl. B JasnbHel-
11eM MOHUTOPHUHT YPOBHS KaJbLIUTOHHWHA He MPOBOJMUJICH.
B nocseonepalioHHOM IMepuoJe MoJydasa 3aMeCTUTEJb-
Hy10 Tepanuio JIeBOTUPOKCHHOM, KOTOPYIO MPOJ0JIKAET Ha
JAHHbIA MOMEHT.

B 2001 . (B 44 roga) npu npoBe/IeHUU KOMITbBIOTEPHOU TO-
Morpapuu o6HapyKeHbI ONMyX0JU 000UX HAAIOYEYHUKOB C
HeyTOYHEHHON TOpPMOHAJIbHOM aKTHUBHOCTbIO. BblmosiHeHa
JIBYCTOPOHHSSA aJpEHAIIKTOMUS (IUCTOJOTHYECKUX JaH-
HbIX HET), Ha3HaY€eHa 3aMeCcTUTe IbHas Tepanus (KOPpTU30HA

aleTaT, F’UAPOKOPTHU30H, QJIYAPOKOPTU30H). B aTOM ke rozy
JMAarHOCTUPOBAaH CaxapHbIM JuabeT 2-ro THIA, Ha3HAYeHA
nepopasibHasl caxapoCHWKalolasi Tepanus.

C 2011 r. nmpuctynsl noseiieHus: A/l BO306HOBUJIKCH, HA
npeaMeT 3HJOKPUHHOM runepTeH3ur He 06C/1e/j0Balach.

B auBape 2014 r. BnepBble AUAarHOCTUPOBAHO MOBBILIEHUE
YPOBHS Ka/bIUTOHKHA (234 nr/mi1, npu HopMe 10 14 nr/m).

B ceHTsi6pe 2015 r. HaxoAW/Iach Ha CTAl[MOHAPHOM Jieye-
HUM B JH/IOKPUHOJIOTHYECKOM HayuyHoM nieHTpe (PI'BY SHI]
PAMH) c nogo3penuem Ha penuaus MPIUDK u penugus dpeo-
XpPOMOLIMTOMBL. B Xozse o6ciefoBaHuUsI JaHHBIX, MOJTBep-
KIAMUX penuIuB GeoXpoMOLUTOMEI, He MOJIYYeHOo, ypo-
BeHb METHUJIMPOBAHHBIX KaTeX0JaMUHOB — B MpeJesax HOp-
MBI, [10 pe3y/ibTaTaM MYJbTHUCPE30BOH KOMIBIOTEPHOU TO-
Morpadpuun (MCKT) 3a6promIMHHOTO NPOCTPAHCTBA 00'b-
eMHbIX 06pa3oBaHUil He oGHapyeHo. [loATBepxAeH peLu-
nuB MPIIK (o ;aHHBIM NYHKIIMOHHOM GUOTICHH, KATEropHsi
VI no Bethesda Thyroid Classification, 2009, kasibUUTOHUH
69,6 ir/MJ1 npu HOpMe 110 5,5 ir/mun).

[TonyyeHsb! JaHHBIE O PAa3BUTUH Y MALLUEHTKU IEPBUYHOTO
runepnapaTupeosa, 06beMHOro 06pa3oBaHUsl MpaBoOH
HI)KHEH OKOJIOLIIMTOBUAHOM >Kese3bl (mapaTropMoH -
72,6 nir/mJj, npy HopMe 15-65 nir/mut).

[IpoBefeHa reMUTUPEOUAIKTOMUS CJIEBA, YaJeHHUe LIeHT-
paJbHOM KyIeT4YaTKH C JuMdaTHUiyecKMMHU y3jamu. [lo gaH-
HbIM MOP}OJIOTUYECKOr0 HUCCAe[,0BaHUS MOCAE0NepauoH-
HOT0 MaTepHasia LIMTOBUAHOM eJsie3bl: B JIEBOU Jj0Jle HEUH-
karncysupoBaHHblii MPIIXK 6e3 aocToBepHBbIX NMPU3HAKOB
VMHBa3W{; NPU3HAKOB MHBA3UBHOI'O POCTa B LEHTPaJbHOU
KJeT4yaTKe He BbISIBJEHO. PeKoMeH/J0BaHO MpOBeJieHUE Te-
HeTH4YecKoro aHasiu3a KpoBH (RET) a5 onpefesnenus myrta-
LIMY, Opesie/ieHre YPOBHS Ka/lbLUTOHUHA Yyepe3 6 Mec.

C maprta 2016 r. BHOBb 3aperucTpUPOBAHO MOBBILIEHHE
YPOBHS KaJIbLIUTOHUHA KPOBU — 86,7 nr/mJ1 (IIpyu HOpME 10
5,5 nr/mu), B Mmae 2016 r. napeHTKa Obljia TOCIUTAJIU3UPO-
BaHa B ®I'BY 3HII PAMH c momo3peHueM Ha penuuB
MPIXK.

CorjlacHO KJIMHHUYECKUM peKOMeHJALUAM, NPU yMepeH-
HOM MOBBILIEHUH YPOBHSA 6a3ajJbHOr0 KaJbLUTOHUHA (Me-
Hee 100 nr/mJ), moKasaHo onpejeseHre CTUMYJIUPOBAHHO-
ro YPOBHSI Ka/lblIUTOHHUHA [11]. YpoBeHb KaJbIIUTOHUHA 60-
see 100 nr/mn, 6a3ajJbHbIA WJIM CTUMYJIMPOBAHHBIH, SB-
JIIeTCs MOJ03pUTeNbHbIM Ha Hasuuue MPIK. [Ipob6a c
onpejie/ieHUEM YPOBHsSI CTHUMYJIMPOBAHHOIO KaJbLIUTOHHHA
NPOBOJAUTCA B CTalMOHAape. B MoJyioxkeHUHW MaLMeHTa Jiexa,
HaTOLAK, BHYTPUBEHHO GOJIIOCHO BBOJAT TJIIOKOHAT KaJlb-
s u3 pacyeta 2,5 mr (0,27 ma 10% pactBopa) rJioKoHaTa
Kanbuud. [Ipu Macce Tesna mauueHTa 6osiee 70 KT BBOAAT
20 ma 10% pacTBOpa rJ0KoHaTa Kaabluusa. CTUMYy/IMpOBaH-
HbIi ypOBeHb KaJIbIIUTOHWHA OMNpeJe/sioT 4yepe3 5 MUH
nocJie BBeJIeHUs pacTBOpa.

Y HaHHOH MalMeHTKHU peluuB OblI NOATBEPXKIEH B X0/
o6cejoBaHMs: 6a3aIbHbIM YPOBEHb Ka/IbLIUTOHUHA KPOBH —
42,9 nir/ma (npu HopMe 70 5,5 1ir/MuJ1), C TOBBILIEHUEM Yepes
5 MUH 1nocJie BBeIeHUS TVIIOKOHATa Kasiblus A0 1480 nr/mu.
Pe3ysbTaT MyHKLHUOHHOW GUOINCUU JTUMPOY3/I0B GOKOBOIO
TpeyroJibHUKA LIex CO CMbIBOM Ha KaJbIIUTOHUH: KaJbL[UTO-
HUH B cMbIBe 60Jiee 2000 rir/mi1, IUTOJIOTUYECKH — MeTacTas
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MeJyJJIIpHOTO paka. [1o JaHHBIM YJbTPa3ByKOBOI'O HcCCJe-
noBanus (Y3U) u MCKT Bu3yasM3upoBaiMCch U3MEHEHHbIE
JUM$Oy3Jbl clipaBa B 60KOBOM TPEYTrOoJbHUKE 1leH, HHTEH-
CUBHO HaKallJIMBalolLle KOHTPACTHOeE BelecTBO. B okTs6pe
2016 r. mpousBeeHa 60koBas JUM}aZEHIKTOMUS CIPAB],
rucroJsiorudecku — Metactra3 MPIXK B iumopaTruyeckuit ysen
[paBoro 60KOBOT0 TPEYTOJbHUKA IIEU.

B 2017 r.y naniMeHTKH NMOSIBUJIMCH KaJ100bI HA 6OJIU B IIpa-
BOM IIJIEYEBOM CYCTaBe, UPPaJUUPYIOIIHE B IPABYIO JIONIATKY
U KUCTh, 60JIb B LIeHHOM OT/iejle NO3BOHOYHHUKA, C/1a60CTh,
rocnutanudvpoada B ®T'BY 3HI[ PAMH. Ilpu o6cnenosa-
HUU BBISIBJIEHO NMOBBbILIEHUE KaK 6asajbHoro (83,8 mr/mi,
MpUu HOpMe 10 5,5 nr/Mi1), Tak U CTUMYJIMPOBAHHOTO YPOBHSI
kasnbiuToHUHA (3010 nir/mu u 2220 nr/mu yepe3 2 U 5 MUH
1ocJie BBeJJeHUs TJIIOKOHATA KaJIbLIUsl COOTBETCTBEHHO).

Ha ¢oHe mocTosiHHOro mpueMa HaTUBHBIX $OpPM BUTa-
muHa D (AkBageTpum 30 Kamesb B HeJleJ10) MOKa3aTeNH
napaTropMoHa, o6Lero MU HMOHU3UPOBAHHOIO Kajblus
KpOBH B Iipesiesiax pepepeHCHbIX 3HaYeHUH, JaHHbBIX 3a I'U-
neprnapaTupeos HeT.

[To nanubIM Y3U B poeKIyU JioxKa IPaBOU J0JIM LU TOBU/I-
HOM »eJie3bl BU3YaJIU3UPYIOTCS HEOJHOPOHbIE T'MII0IX0TeH-
Hble 06pa30BaHUs C YETKUMHU, MeCTaMU BGYTPUCTBIMU KOHTY-
paMmy, B pexXUMe 1IBETOBOT0 JOMNIIJIEPOBCKOTO KAPTUPOBAHUSA
(UAK) - aBackyJssipHble, pa3MepaMU B BepxHed TpeTH
0,41x0,38x0,5 cm, B cpegHeit Tpetu - 0,43x0,42x1,23 cm.
JlaHHble 06pa3oBaHUsA ObLIM pacleHeHbl Kak (parMeHThI
KyJIbTH IUTOBUJHOH >KeJie3bl, JJUO0 TUIeplaa3upoBaHHble
06pa3oBaHus NapallUTOBU/IHbIN Kese3bl. CipaBa B cpefHel
TPeTHU IOTYJSIPHON 06J1acTU onpefenseTcs JuMdoysesa mo-
HIDKEHHOW 3XOTe€HHOCTH € YeTKUMU KOHTYypaMH JMaMeTpoM
0,5 cm, pu [I/IK-pexxume BacKy/Ispu3anus He yCUJIeHa.

[To manubpiM MCKT wmieuw, BHU3yanusupyeTcsi oCcTaTOYHas
TKaHb LIUTOBUAHOM >KeJie3bl NapaTpaxeaslbHO CIPaBa, a TAKXKe
TUIIEPKOHTPACTHAs CTPYKTypa M03aJy TKaHU IUTOBUIHOU
Kesie3bl (MapallUTOBU/IHAS Kesle3a?) U TMIepKOHTPACTHBIH
JrMboy3esi mapaTpaxeaabHO CIIpaBa ¢ HIXKHeH TpeTH LIeu.

[Ipu auarHoctuvyeckom mnoucke (MPT rosioBHOro mosra,
Y3U opraHos 6promHo# nosoctu, MCKT cpepoctenus) otaa-
seHHble MeTacTa3bl MPIIXK He BbIsIBJIEeHBI.

YuuTeiBasg CTabUJIbHO BBICOKMH ypOBeHb 6a3aJbHOTO
KaJIbI[MTOHHWHA KPOBH, ero Bupax o 3010 nr/mu Ha 2-i MU-
HyTe NpOoBeJieHUsI NPOGHI C TJIIOKOHATOM KaslbLiUs, BU3ya/Iu-
3alMI0 TUIEPKOHTPACTHOro JuMOoysia MnapaTpaxealbHO
clipaBa B HWXKHeH TpeTH 1eu no AaHHbIM MCKT, no-Buaumo-
My, UMeeT MeCTO MeTacTaTH4eckoe MOpaKeHHe perdoHap-
HBIX JTUMOY3JI0B.

[Tocko/bKY BbIJIENUTD NTOPAXKeHHbIN JTMMOoy3es He Npej-
CTaBJIsIeTCS] BOSMOXKHBIM BBU/Iy TOTO, UTO BCJIeJCTBHE MHO-
»KECTBEHHBIX ONEPATUBHBIX BMeEIIATEJbCTB B 06JIACTH LU
chOpMUPOBANUCH OGLIMPHBIE PYOIOBbIE TKAHH, OBLIO MPH-
HATO pellleHHe BO3/iepKaThCs OT ONEePATUBHOTO JleYeHUsl.

BoavHasn X., 41 200 (doub 601bHOII K. ). BiepBbie B 2004 .
BO BpeMs GEpeMEHHOCTH OTMeTHJIa 3IMU30/bl BHE3AMHOI0
noBbllleHUs1 A/l, conpoBoXAaroIecs cepalLebrueHreM, 60-
JIbI0 B I'PY/AH, TOJOBHON 60J1bl0, 6JI€JHOCTbI0 KOXHBIX I0-
KpOBOB, 6ECHOKOHHBIM COCTOSIHHEM, CTPaxoM CMepTH, 3a-
KaH4YMBawIHecs OOUJbHBIM MOYEHCIYCKaHHEM CBeTJION

MouoH. [locne posopaspelenus (yTeM KecapeBa cedeHHUs)
6bL10 poBeieHO Y3 6proIIHOM MOJIOCTH: BbIsIBJIEHbI 00pa-
30BaHUs B 060UX HaJIOYeYHHUKAX (CO CJI0B MALMEHTKH, Me-
JUIMHCKasl JOKYMEHTAlUs He NpejocTaByeHa). Knunuye-
CKHU 3anojo3peHa ¢peoXpoMOLUTOMA, BbINOJHEHA TPABOCTO-
POHHSASA aJjpeHaTdIKTOMHUs (M0 JaHHBIM THCTOJIOTMYECKOT0
uccnenoBanus - gpeoxpomonuroma). Ilocse onepanuu au-
HaMHU4YeCcKU He 06c/ei0Balach, 3HJOKPUHOJIOTOM 110 MeCTY
JKHTeJIbCTBA He HabJuiogasack. B 2011 r. BHOBb OTMeTHIA
noBbiienue A/l no 160/100 MM pT. CT., KynMpoBaJa caMo-
CTOSITE/IbHO TUIIOTEH3UBHBIMU npenapaTtamMu. B 2013 r. gu-
arHOCTHUPOBAaHO 06G'beMHOE 06pa30BaHMe JIEBOr'O HaJ[oyey-
HUKa, BBIIIOJIHEHA JIEBOCTOPOHHSS afjpeHaI3KTOMUs (TUCTO-
Jorudyecku - ¢eoxpomonutoma). B paHHeM mnocseonepa-
IIMOHHOM IlepuoJie Ha3HayeHa 3aMeCTUTeJIbHas Tepanus
npenapaTtamu riawokokopTukougHoro (Kopred) u munepa-
sokoptukouaHoro (Koprtunedd) psaza.

B anBape 2015 r. naigeHTKa MOCTyINWJa B TepaneBTHYe-
ckoe otgenenve 1-i Knuuuku BI'MY aasa koppekuuu 3ame-
CTUTEJbHON Tepanuu. YYUTbIBas HaJM4Me B aHAMHe3e [IBY-
CTOpOHHEH PeoXpOMOLUTOMBI, OTArOLIEHHOW Hacje/CTBeH-
HocTH 110 peoxpomonurome u MPIIK, 6611 3anoj03peH MIH-
2A cungpoM. [Ipy 06'bEKTUBHOM HCC/IEJOBAHUU IIUTOBUIHON
»KeJie3bl B MPABOM JjoJie Ma/bIUPOBAJICA y3esa JUaMeTpoOM
1 cm. [lo gaHHbIM Y3U UTOBUAHOM Kese3bl, B IPaBOU Jj0J1e
onpesiesisiyiocb 06pa3zoBaHue padmepamu 9,5x9,2x11,7 mm, B
JIEBOH — JiBa 00pa3oBaHusl pa3MmepaMu 8,2x6,7 MM U 7x7 MM, C
06€erX CTOPOH yBeJUYeHHbIE eJUHUYHbIE IOTYJIspPHbIE U MO/ -
YesI0CTHbIE JIMMGOY3Jbl. YPOBEHb KaJbLIUTOHHHA COCTABUJI
484 nr/ma (npu HopMe A0 14 nir/mi). [ BepudUuKanuu au-
arHo3a nanueHTKa 6buia HanpasseHa B @BI'Y JHI| PAMH.

[Ipu o6cnenoanuu B ®I'BY JHIL PAMH B anpese 2015 r,,
no aaHHbIM MCKT opraHoB 3a6pHOIIMHHOIO MPOCTPAHCTRBA,
BBbISIBJIEHO MSATKOTKaHHOe 06pa30BaHUeE B 30HE ONepPaTUBHO-
ro BMellaTeJbCTBa cjaeBa, pasamepamu 1,0x2,0 cM, maoT-
HocTblo 35 ez, HU. Pe3ysibTaThl MCC/Iej0BaHUS CYTOYHOU MO-
YM Ha METUJIMPOBAaHHbIE KaTeXOoJaMHUHbl: MeTaHeppHUH -
675,5 Mkr/cyT (pedepeHcHble 3HaueHUs: 25-312 MKr/cyT),
HopMeTaHedpuH - 255,5 MKr/cyT (pedepeHcHble 3HAaYEHUS
35-445 mkr/cyT).

[lo ganHbIM Y3W mUTOBUAHON »KeJie3bl, B JIEBOH Jl0Ji€e
onpejesisieTcsl TUI03XOMeHHOe OJHOPOJHOe THUIlepBaCKY-
JIIpHOE 06pa3oBaHMe C YeTKHUMU POBHBIMU KOHTYpaMH pas-
Mepamu 1,0x0,6x0,6 cM, mo3a/lu HErO — F'UII03XOreHHOEe He-
O/IHOpOZHOe 06pa3oBaHUe 6e3 YeTKUX FpaHUl] pa3MepaMu
0,5%0,6x0,4 cM, B 60KOBOM TpPeyroJIbHUKE LIeH OTpe/ieisieT-
cs yBesM4eHHbIH sauMdoysen. [IpoBejeHa NyHKIUOHHAs
6UOICHs, BBISIBJEHO 3JI0KaYeCTBEHHOEe HOBOOGpa3oBaHUE
IIUTOBUAHON KeJsie3bl, MOJO3PUTEJbHOE B OTHOLIEHUH
C-ksieTouHOTrO npoucxoxaeHus (kareropust IV mo Bethesda
Thyroid Classification, 2009), TIN1bMx. YpoBeHb KaJbLIUTO-
HUHA - 484 nr/ma (pedepeHcHbie npeaesnt 0,0-5,5 nr/mi).

Y4uThIBas OTATOLIEHHBIN, B TOM YHCJIe HACaeCTBEHHBIH,
aHaMHe3 MalMeHTKH, KJIWHUYECKU 3al0J03peH CUHJPOM
Cunmia (M3H-2A). Beln cilaH reHeTUYeCKUH aHAJIM3 KPOBU
Ha RET-npoToonkoren, 10, 11, 13, 14, 15 3K30HbI ¥ NpUIexKa-
mue K 3k30HaM ¢parMeHTbl UHTPOHOB (MUHHUMYM 20 map
HYKJ€OTHJI0B): BbIsIBJE€HA TeTepPO3UroTHas MyTalus
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p.C634R. PekomeH/j0BaHO MpoBeJieHUE TeHETUYECKOTO HC-
cae/l0oBaHUsl GJIM3KUX POJCTBEHHUKOB, HallpaBJeHHOe Ha
BbISIBJIEHHE reTepo3uroTHod mytanuu p.C634R. Y ceina na-
LMEeHTKH NaTOJOTHUYEeCKHM 3HAYMMbIX U3MEHEHUH HYKJIeo-
TUAHOM nocaenoBaTebHOCTH B 11 3k30He reHa RET He BbI-
SIBJIEHO.

B utosie 2015 r. B ®I'BY 3HI| PAMH BbinosiHeHbI QyTasIp-
Ho-dacuuraabHas AUCCEKL s KAeTYaTKU U JUMPOY3I0B Je-
BOI'0 GOKOBOTO TpeyroJibHUKa lLieH, aKcTpadacuraibHas TH-
pPeouJIKTOMMUS, LieHTpasibHas JuMdazeHakToMus. B noce-
ONepalrMoOHHOM Iepuo/ie YpOBeHb KaJbLIUTOHUHA HOpMaJIu-
30Bavicd - 1,4 nir/ma (npu HopMe z10 5 ir/mu). PekomeH10Ba-
HO MJIAaHOBOE ONepaTUBHOE BMeIlaTeJbCTBO MO NMOBOJAY pe-
nuAMBa GeoXpoMOLUTOMBI C/eBa MOcjae NOATOTOBKU Q-af-
peHo6JIoKaTopaMu (JJOKCa3031H).

['ucTosioruyeckoe Mccae oBaHMe MaKponpenapara IHUTo-
BU/IHOM >KeJie3bl: B 06eUX JJ0/IsIX 06HApYKeHbl MHOXKECTBEH-
Hble odyaru MPIIXK c yyacTkaMu M3 BepeTeHOBU/HBIX Kile-
TOK, C LIMPOKOH 303MHOPUJIBHON LUTOMNJIA3MOH, oyaramMu
dosuKyI0nofo6HOro cTpoeHus. HekoTopble oyaru MHKam-
CyJIMpOBaHHble, OCTa/lbHble - C WHQUJIbTPUPYIOLHUM pO-
cToM. Bce yka3aHHbIe y4acTKH PacloJioKeHbl B TOJILE J0IU
6e3 MpU3HAKOB MHBA3WMBHOI'O pOCTa 3a Mpejesibl KalcCyJibl
IOoJIEH.

Takke BBbISIBJIEH YYaCTOK WHKAICYJHPOBAHHOTO MalUJI-
JIIPHOTO paKa LIUTOBUAHOMN KeJsie3bl C eJMUHUYHBIMU IICaM-
MOMHBIMU TeJIbLIaMH, CKJIEpO30M CTPOMBI, KUCTO3HOH Jere-
Hepalyen.

B mapaTpaxeasibHOH )KUPOBOM KJeTYaTKe U KJeTYaTKe U3
OGOKOBOTrO TPEYroJibHUKA llieu B 6 suMdoy3ssax u3 16 o6Ha-
py*xeHbl MeTactasbl MPIK, a Takxke ¢pparmMeHThI TUMYCA.

B 2016 r. npu miaHoBoM o6cienoBanuu B OTI'BY JHI]
PAMH penuaus ¢eoxpoMOIMTOMBI UCKIOYEH (M0 JAHHBIM
Y3U nagnoyeyHukoB u MCKT 3a6proIIMHHOTO MpPOCTpaH-
CTBa, HAJJIOYEYHUKU He BU3YaJIU3UPYIOTCS, ABYKPATHO HC-
cJe/loBaH ypOBeHb METUIMPOBAHHBIX KaTeX0JIaMUHOB B Cy-
TOYHOH MOYe — B HOpMe), IpHeM JJOKCa3031MHa OTMEHEH.

B 3TOM ke rojy mosiBUJIMCh »KaJ00bl Ha cepAlebueHue,
NOTJMBOCTb, 3MM30/Jbl BHe3amHOro mnoBblmieHus A/l mo
190/100 MM pT. CT., KOTOPbIE COMPOBOXKAANUCH XKEHUEM 3a
IPYAMHOM, IOTJIUBOCTBIO, FOJI0BHOM 601610, 6J1€ JHOCTbIO KO-
KU, IPOKbIO B TeJle, C1a60CThI0, IPUCTYIbI 3aBepLIATUCh Ca-
MOCTOSITEJIbHO, YTO CONPOBOXKAAIOCH BblJjeJIeHHUEM 6OJIbIIO-
ro Koju4yecTBa Moyd. Takke 0TMeYaIUCh aJ06bl HA MOXY-
naHue (Ha 10 kr 3a 2 Mec) ¥ €1abOCTbh.

[TanueHTka 6blaa rocnutasusupoBaHa B ®I'BY 3JHI]
PAMH, npu o6cieiloBaHUM BbISIBJIEH NTOBBIIIEHHBIH YPOBEHb
MeTaHePPHUHOB B CyTOUHOU Moue (368,97 MKr/cyT npu HOp-
Me 25-312 MKr/cyT), B CBSI3U C 4eM OblJI0O PEKOMEH/I0BAaHO
NpoBeJieHHe CUUHTUrPadUU ¢ MeTalo0eH3UITYaHUIUHOM.

YpoBeHb NapaTropMoHa, O6LIEro U HOHU3UPOBAHHOTO
KaJIbLiMs B IIpe/iesiaXx HOPMbI, B CBSI3U C YeM I'UIlepliapaTupe-
03 GBI UCKJIIOYEH.

B 2017 r. coxpaHsieTcsl IOBBIIIEHHBIK YPOBEHb MeTaHed-
PUHOB B CyTOYHOU Moue (669,76 MKr/cyT, npu HopMme 25-
312 MKr/cyT), NOBBIIIAETCS TaKXKe YPOBeHb HOpMeTaHed-
puHoB (505,68 mkr/cyT, npu HopMme 35-445 MKr/cyT), HoO,
[0 JaHHBIM CLIUHTUTPAPUU C MeTaH0A0eH3UITYaHULUHOM,

CUMHTHUTpadUIECKUX MPU3HAKOB FOPMOHAJIbHO-aKTHUBHBIX
06pa30BaHUM C MOBBLILIEHHOW aJpeHepru4ecKoil aKTHUB-
HOCTbIO He BbISIBJEHO. BrepBble mocje TUPEOUIKTOMUHU
ot 2015 r. noBbIaeTcs 6a3ajJbHbIA YPOBEHb KaJbIUTOHU-
Ha kpoBu (11,9 nr/ma u 6,3 nr/mJ, npu HOpMe [0
5,5 Hr/MJ1), HO IPU NPOBEJIEHUU CTUMYJISIIIMOHHOI'O TeCcTa
NOBBILIEHUS KaJbIIUTOHUHA KpoBHU 60Jiee 100 nr/mJ He 3a-
perucTpupoBaHo.

B sinBape 2018 r. manueHTKa nepeHecsia BHEGOJIbHUYHYIO
BUPYCHO-0aKTepUATbHYI0 MPABOCTOPOHHIOW IOJHCETMEH-
TapHYI0 NTHEBMOHHUIO TSDKEJION CTENEHU TSKECTH, C UCXOZ,0M
B pub6PO3, Jieunsiach B cTal[MOHApeE.

Ha nanHbii MomMeHT nmauveHTke 41 roa. B Teyenue nociep-
HUX TpeX JIeT aKTHUBHbIX »kay106 HeT. CoLuaabHO aJJanTHpOoBa-
Ha, paboTaeT, aKTHBHO 3aHUMAEeTCsl CIOPTOM (MJIaBaHHe TPHU
pasa B HeZleJio, TOpHble JIbDKU). [lojlydaeT 3aMeCcTHUTENbHYIO
tepanuto: Kopred 15 mr/cyT (10 mr ytpom u 5 mr B 17 4), Kop-
tuHedP 0,025 mr/cyT, JleBoTupokcuH 125 MKr/cyT.

3aknioueHue

JlaHHBbIe IMTepaTyphl U IPUBeJIeHHOEe HAGII0leHHe CBUle-
TeJIbCTBYIOT O TPYAHOCTSX AUArHocTUku MIH-2A-cuHapo-
Ma. [lo3/jHsAA ero AUMarHoCTUKa y NepBOM MAallUEHTKU 06b-
SICHSIETCSl PeJKOCTbI0 MaTOJIOTMHM, OTCYTCTBUEM COBpPEMEH-
HBIX METO/I0B JUArHOCTUKHU B PEXKHUE IoJibl U HACTOPOXKEH-
HOCTH Bpauel B oTHoueHUU MIH-2A-cuHipoMa, a TakxKe He-
TUIUYHON MaHUdecTanyel 3a60/1eBaHUsA ¢ $EOXPOMOLUTO-
Mbl, a He ¢ MPII[XK [12]. ®eoxpoMonTOMa JUarHOCTUPOBaHA
MO3/IHO — CILyCTs 5 JIET MOCJIe NOsIBJIeHUsI CUMIIaToapeHaso-
BbIX KPU30B.

[Ipu aTom cam guarHo3 MIH-2A-cuH/poMa 6bLJ BHICTAB-
JieH yKe petpocnekTuBHO B 2015 r., mocsie Toro kak M3H-
2A-cuHAPOM 6bLI AUACHOCTUPOBAH Y ee Jo4yepu. A peLiUuB
MPIIK B 2015 r. 6611 BbISIBJIEH NOCJIE NPUIIEJTBHOTO 06CIe-
JIOBaHUSI C y4eTOM BO3MOXKHOCTHU €ro pa3BUTHS B paMKax
M3H-2A-cungpoma.

Y ee noyepu MIH-2A-cuHApOoM Takke MaHUPECTUPOBAJI C
$eoXpoMOLUTOMEL, YTO He BIIOJIHE XapaKTePHO /JIs JaHHOH
natoJioruu. HecMoTps Ha 3To0, BYCTOPOHHSS JIOKaJAU3aLUs
dbeoxpoMoLIUTOMEI caMa 110 cebe, a TeM 6oJiee B COYETAHUU C
ceMeHHbIM aHaMHe30M, JI0JKHA ObljIa MOCAYKUTb OCHOBA-
HUeM JJisl TOro, 4YTO6bl 3aM0J03PUTh HACJe[CTBEHHbIN Xa-
pakTep 3a60JieBaHUs U HANPABUTH NALMEHTKY Ha MOJIEKY-
JIIpHO-TeHeTHYecKoe o6caefoBaHue. C MOMeHTa JUarHo-
CTHUKHU [JIBYCTOPOHHeH (eoXpOMOLUTOMBI A0 JUArHOCTHUKHU
M3H-2A npouwno 2 roja, Korja MOSIBUJIHWCh KJIUHUYECKHE
naHHble, noAaTBepxaawimue MPIK. Takum o6pasom, pak
IIMTOBU/IHOM 2KeJie3bl OblJ BBISIBJEH y>Ke Ha Mo3JHel cTa-
JIUM, YTO NOTPe6OBaIO pafiUKaJIbHOTO ONEPAaTUBHOIO BMe-
HI1aTebCTBA.

HuTepecHo oTMeTUTh, 4TO ¥ Aodepu MPIIXK coueTasncs c
HNaNUJJISIPHBIM PaKOM LIMTOBUAHOM KeJie3bl.

[Iporuo3 npu cuHapome MIH-2A onpepensieTcss TaKUMU
3a6osieBanusiMH, kKak MPIIX u peoxpomonuroma. [Ipu pan-
HeM BblsiBJieHUU MIH-2A-cuHpoMa U onepaTUBHOM Jiede-
HUU NIPOTHO3 OTHOCHUTEBHO 6J1arONpUsTHBIH.

OdeHb peKO BCTPEYAITCS CEMbU C KJIACCUUECKUMM NpPU-
3HakamMu MIH-2A u 6e3 jokaszanHoi RET-myrtanuu. [Ipu oT-
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CYTCTBUU ayTOCOMHO-JOMHUHAHTHOTO THUIIA HacJeJO0BaHUS
nad RET-MyTauuu JJjis HOCTAaHOBKHM JMAarHo3a HeoO6X04UMO
HaJMyue Kak MUHHMYM JBYX KJACCUYECKHUX KOMIIOHEHTOB
M3H-2A. llpu nannuuu RET-MyTanuu v OTCYTCTBUM KaKUX-
JIN60 KJIMHUYECKUX MPU3HAKOB HEOOXOAMMO MpefyNnpeuTh
NalyeHTa O pUCKe UX NOosiBJIeHUs. [03TOMy npH BbIsIBJIEHUU B
cembe MyTauuu RET Heo6xoAuMO BHeJPSATb B MPAKTUKY
«NPpOPUIAKTUYECKYI0 TUPEOUJIKTOMUIO» U TNPeAJONKUTh
[poBeJieHNe TeHeTHYecKoro UCCIel0BaHUsI BCEM POJCTBEH-
HUKaM 1-i JMHUM HOcuTesiss MyTanuu [11]. YuuTeiBas Bo3-
MOXHOCTb PeLIIUBUPOBAHUS OMYX0Jel, MallueHThl 10 KOHLA
»KU3HU JIOKHBI OBITh MO/, AUHAMUYECKUM Ha6JII0eHUEM.
[Ipu reHeTH4YecKku 06yCa0BIEHHBIX popMax GpeoXpoMoL -
TOMBI KaXK/Jjasi HeHPOIHAOKPUHHAs KJeTKa 06/1a/laeT NOTeH-
LUaJIOM [JJIl Pa3BUTUS OMYXOJIM. JTO JUKTYeT Heob6X0Ju-
MOCTb 06C/Ie/loBaHUs MALlMEHTOB MOC/e epBUYHON onepa-
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