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B cTaTbe npencTaBneHbl pe3ynbTaThl AUMAarHOCTUKM, XUPYPrUYECKOro JIeYeHUs U nocaenytowero HabnaeHns npu peakux
HacneacTBEHHO 06yCNOBAEHHbIX GOPMax TUPEOUAHOMO paka — MeAyIIPHOM pake WUTOBUAHOM Xene3bl B COCTaBe CUH-
LLpPOMOB MHOXECTBEHHOM 3HAO0KPUHHOM Heonnasun. Ocoboe BHMMaHWe yaeneHo o6cnenoBaHuUIo M TakTUKe BeAeHUs na-
LMEHTOB AETCKOro BO3pacTa C CEMeNHbIM reHeTUYeCKU NOATBEPXKAEHHbIM cuHApoMoM Cunnna. 3aboneBaHne AMArHOCTyH-
poBaHO B yeTbipex ceMbsix. CUHAPOM MHOXECTBEHHOM 3HAOKPUHHOM Heonnasuun 2a Tuna Hamm obHapyxeH y 7 (0,024 %)
u3 29 325 6onbHbIX aeTel u B3pocnbix. Bce netun 6binm 13 ceMeit, B KOTOPbIX OAMUH U3 KPOBHbIX POACTBEHHUKOB CTpaaan
MeIyNNSpHbIM PAaKOM LWMTOBUAHOW Xene3bl. CeMelHblt xapakTep 3aboneBaHnsa 6bin NOATBEPXKAEH MONEKYNSPHO-TeHe-
TUYECKUMU UCCNEef0BaHUAMM, BbISBUBLUMMUM MyTauumn B C634 (T1900C) B 11-M ak30He reHa RET. Tonbko B 3 U3 7 Habno-
LleHWUi TUpeona3KToMus Bbina npodunakTuyeckon. Y 4 neteil B yaaneHHON WMTOBUAHONM Xenese 06HapyxxeHbl GOKyChl
MeaynnspHoOW KapuuHOMbl. Bcero uneHaM yeTbipex ceMen, CTpafalWmMM CEMEWHBIM CMHAPOMOM M3H-2a, 6bino BbINON-
HeHo 22 onepauun. B cTaTbe nokasaHo, YTo, ecin y 601bHOMO0 AMArHOCTMPOBAH cuHApoM Cunnna, y BCEX ero KpOoBHbIX
pOACTBEHHMKOB HEOOXOAMMO NMPOBECTM MOUCK MyTauuu reHa RET Ang BbISBNEHUS CEMENHOro MeAyNNspHOro paka WwuTo-
BMIHOM Xene3bl, aleHOM OKOJIOLWMUTOBUAHbIX Xene3 n GeoxpoMounToM. PaHHee yaaneHve WUTOBUMAHOM Xenesbl (y aeTen
B BO3pacTe A0 5 feT) npeaynpexaaeT pa3ButMe MeaynnspHoro paka, a CBOeBpeMeHHas AMarHoCTUKa U afileKBATHOE XU-
pypruyeckoe yaaneHue HOBOOH6pa3oBaHUI OKOMOLWMUTOBUAHbBIX Xefle3 U HaiMoYeYHMKOB 06ecneynBatloT Bbi34OPOBNEHUE
60nbHbIX. Y 6AMXKaiWmnx poacTBEHHUKOB HEOOXOAMMO eXerofHo onpeaensiTb ypOBEHb KanbLMs U KanbLUTOHUHA, KaTexo-
NIAaMUHOB, BAHUNINAMUHAANBHOM KMCNOTbl U MeTaHedpuHoB, AKTI, pakoBO-3MOPUOHANBHOTO aHTUTEHA.

KntoueBble cnoBa: MHOXeCTBEHHAs SHAOKPUHHAS HEOMNNA3WS; CEMENHbIN MeAyNNAPHbINA PaK LWUMTOBUAHOM Xenesbl.
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The article presents results of diagnostics, surgical treatment and follow-up of patients with rare hereditary-conditioned
forms of thyroid cancer — medullary thyroid carcinoma in content of multiple endocrine neoplasia syndrome. Particular at-
tention is paid to the examination and tactics of treatment of children and adolescents with family genetically confirmed
Sipple syndrome. The disease is diagnosed in 4 families. Syndrome of multiple endocrine neoplasia 2a type we found in
7 (0.024%) of 29,325 children and adult patients. All the children were from families in which one of the blood relatives suf-
fered medullary thyroid cancer. The family nature of the disease was confirmed by molecular genetic studies that revealed
mutations in C634 (T1900C) in the 11 exon of the RET gene. Only in 3 out of 7 cases thyroidectomy was prophylactic.
Four children were fond foci of medullary carcinoma in the removed thyroid gland. In total, 22 operations were performed
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for the members of 4 families suffering from the family syndrome MEN-2a. The article shows that if a patient is diagnosed
Sippl's syndrome, all his blood relatives need to be checked for the mutation of the RET gene to identify familial medullary
thyroid cancer, adenomas of parathyroid glands and pheochromocytomas. Early removal of the thyroid gland (in children
under the age of 5 years) prevents medullary cancer, and timely diagnosis and adequate surgical removal of neoplasms of
parathyroid glands and adrenal glands ensure recovery of the patients. Closest relatives should be checked for the level of
calcium and calcitonin, catecholamines, vanillylmandelic acid and metanephrine, ACTH, cancer-embryonic antigen.

Keywords: multiple endocrine neoplasia; familial medullary thyroid cancer.

MHOXeCTBEHHOM YHIOKPUHHONW Heorutaszueir (MOH)
MPUHATO CYUTATh OIyXOJIEBOE MOpakeHHE ABYX M 00-
Jiee SHIAOKPUHHEBIX JKeJe3 C MOBBIIIEHHON MPOAyKIneH
ropmoHoB. B coctaB cunapomoB MOH, kak mpaBuio,
BXOJAT OITYyXOJMH HEWPOIKTOAEPMATBHOTO IPOUCKOXK-
JICHUsI C ayTOCOMHO-/JOMUHAHTHBIM ITyTeM Hacliel0Ba-
HUs. B HacTosee BpeMsi yCTaHOBIICHBI TPH BapHaHTa
MOJOOHBIX CHHIPOMOB. BeposTHOCTE 3aboneBaHHS
y OMmKaWmX pPOACTBCHHUKOB OOJBHBIX COCTAaBIIA-
et okoso 50 %. Cungpomer MOH mHOTHa MOTYT Ha-
OntonaTbCs CHOPAJUYECKU, 0e3 CEeMEHHON HCTOPHH.
Cunnpom MOH-1 (cunapom Bepmepa): coueranue ru-
TepIUIa3ui OKOJIOIIUTOBHIHBIX KeJIe3, Oy XOJeH THITo-
(hm3a ¥ OCTPOBKOBBIX KJIETOK ITOJIKETYTOIHON KETe3bl.
B penkux cimyuasix ¢ cuaapomoM Bepmepa MOryT OBbITH
aCCOLIMUPOBAHBI IpyTrue HOBOOOPa30BaHMsI, B YaCTHO-
CTH pak muToBHHOU xene3nl (LXK).

Cunagpom MBOH-2a (cuaapom Cummia) moapasyme-
BAaeT COYETaHHE THPEOUTHOTO PaKa, OITyXOJIeH OKOIOIIH-
TOBUJIHBIX >Kelie3 M (PEOXPOMOLIMTOM HAIMOYCUHHKOB.
C HanbGonmsmmM moctosHeTBOM (110 97—-100 % ciydaeB)
B cocTtaBe cuHapoMa CHUMNIIa BBIABIAETCS MeEXyIUIsIp-
HBIM pak muToBUAHON keme3pl (MPILDK). 3abonena-
HUe MposiBseTcs B Bo3pacte 5—10 5ieT, neHeTpaHTHOCTb
MPUXK — 100 % [3, 4].

Cewmeitnble hopmbl cocTaBisaoT 10 25-60 % Ha-
omonennit MPIK. C-xmerkn DK mpomymmpyror
00JIBIIIOE KOJTMYECTBO THPOKAIBIIUTOHWHA, OTpeene-
HUE YPOBHS KOTOPOTO SBJISETCS BaKHEUIINM JTMArHO-
CTHYECKUM TE€CTOM IIpU AaHHOM omyxonu. Kpome toro,
MeAYIUISIPHBIE KApIWHOMEI (KaK ¥ MHOTHE JIPYTHUE aIry-
JIOMBI) MOTYT CHHTE€3UPOBaTh CaMble pa3HbIe TOPMOHFI,
HEHpPOMEINaTOPsl U TOPMOHONOAOOHBIE CyOCTaHIINH.
Onucan cunre3 kinetkamu MPHPK xpomorpanu-
Ha A, pakOBO-3MOPHOHAIBHOTO aHTUTE€HA, COMATOCTa-
THHA, BA30MHTECTHHAIBLHOTO MEeNTHaa, cyocTanuuu P,
B-sHmopduHa, KaTrexoJaMHHOB, CEPOTOHMHA, TPOCTa-
[JIaHAWHOB, MEJaHWHA, MEIaHOLUTCTUMYIUPYIOLIETO
TOpPMOHa.

Cewmeitnblii MPILK 06b14HO AHarHocTupyercs Jer-
Ye TI0 CPaBHEHHIO CO CIIOPaAMIeCcKuM, Omarogaps aH-
HBEIM ceMeliHoro aHamHe3a. Cemelinple C-KJIETOYHBIC
paku, B OTIMYHE OT CIOPAJUUECKHUX, YaCTO MYJBTHU-
LEHTPUUYECKUE, OoJiee CKIOHHBI K JIMM(QOreMaTroreH-
HOMY pacmpocTpaHeHulo. B HacTosmuii MOMeHT, co-
macHo npunasaTomy B 2001 r. Korcencycy [7], mnaraos

cemeitnoit ¢opmer MPIIXK ycranaBiuBaercs, eciu
B ceMmbe mmeercs Ooinee 10 Hocurenerr RET-myramun
(xaKk OONBHBIX, TAK U KIMHUYECKH 3T0POBBIX), IPUIEM
HECKOJIBKO M3 HUX crapiie 50 JIeT, ¥ HA y KOTO U3 HHUX
HeT, momumo MPIIDK, MHBIX KOMIIOHEHTOB CHHAPOMA
MOH-2a. B Hactosiiee BpeMsi CEMEWHBIN Xapakrep
cuHapoMa Cunmia 10Ka3bIBacTCAd HAIMYUEM MyTalui
npoTooHkorena C-ret.

DeoXpOMOIIMTOMBI HAAMIOYEYHHUKOB TPU CHHAPOME
MD3H-2a o6Hapyxusatorcs y 40—60 % O0JbHBIX, Kak
npasuio, nozxe MPIX [1-4, 11]. B otnuue ot cro-
PaAMYECKHX, 3TH OITyXOJIH 4acTO JABYCTOPOHHHE U 3110-
KauecTBeHHbIE. [loMHMMO KaTexolamMuHOB, (heoxpomo-
IIUTOMEI TIpU CUHApOMax MOH MoryT nmpoaynupoBarh
B OONBIIOM KONWYECTBE MEJIaHOUUTCIEeUUPUIECKUI
aHTUTEH, [}-MEJIaHOUUTCTUMYIUPYIOIIMI  TOPMOH,
aJpEHOKOPTHUKOTPOITHBIN TOPMOH.

B cocraB cuHapoMa Takke BXOTUT TUIEpIIapaTH-
peo3, 00yCIIOBJICHHBIN aJICHOMOM, THIIEpIUIa3ueh HIn
PaKoM OKOJIOIIMTOBHUIHBIX JK€JI€3, KOTOPhIE OTMEYAI0T-
cs1y 20-60 % OGonpHbIX. Cpenu KIMHUYECKUX MPOSB-
JICHUH TruneprnapaTiupeosa npeodiaasaeT MoYeKaMeHHas
0oe3Hb, peke BCTpeyaroTcsl (UOPO3HO-KUCTOZHBIN
octeuT u HedpokanpuuHOo3. Hambonee sddexTrBHO
OlpeneIeHNE JIOKAIU3alluH TOPa)KEHHBIX JKEJIe3 MyTeEM
CIMHTHUrpaduu ¢ npenaparaMu TeXHEHUs.

I'eHeTH4eCKOW NPUYWHOW HACJIEICTBEHHBIX (HOpM
MPIIX sBusercss mytanmst B rene RET, B JIHHHOM
mwiede 10-it xpomocomsr (10q11.2), BuepBble omucan-
Hasg B 1987 . C. Mathew [10]. Ilporoonkoren RET
COCTOUT M3 21 5K30HA M KOAMPYET CTPYKTYpPY pelen-
TOpa THPO3MHKHUHA3GI, YIaCTBYIONIYIO B KOHTPOJIE MU-
rpanud, nponudepanny U AudGHepeHIIMPOBKH KIETOK
HEpBHOTO rpebemka. MyTanuu TPUBOAAT K 3aMEHE
LUCTEVHA Ha APYTYI0 aMHUHOKHCIIOTY, YTO IpeBpala-
€T HOPMAaJIbHBIM MPOTOOHKOTeH RET B NOMUHAHTHBIN
TpaHC(HOPMUPYIOMINI OHKOTEH.

Y 98 % cemeii ¢ cunapomoM MOH-2a myranun
B reHe RET oOHapyXHBalOTCS BO BHEKJIECTOYHOM J0-
MEHE 3TOro T'eHa, B OOJHOM M3 KomoHOoB: 609, 611, 618,
620, 630 (3x30H 10) 1 634 (3x30H 11) [5, 12]. Haubonee
4acTo BCTpeyaeTcs MyTaius B 634-M KoioHe, BIBIIsE-
Mmas 'y 80 % OonpabIX MDOH-2a.

Cunrnpom MOH-2B (cunapom ['opnwna) Xapakrepu-
3yetcs coderanreM MPILDK, deoxpomornToMbl, MHO-
YKECTBEHHBIX HEBPUHOM KOXKH M CIIM3UCTBIX 00O0JIOYEK,
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TUIeprapaTupeo3a 1 MapHaHOWAHOTO CTPOCHUS Tea.
Kpome Toro, 4acTo npu 3T70M CHHAPOME OTMEYaeTCs UH-
TECTHHAIbHBIA TaHITIMOHEHPOMATO3 — IUBEPTHUKYJIBI
TOJICTOM KHIIIKH U METakoyoH (0one3ns [uprmpyHra).
B pesynbrare uccieqoBaHHil NanyMeHTOB ¢ OOJIE3HBIO
l'upmmnpysra Opi1 0OHapyXeH TeHEeTHUECKUi AedeKT,
CXOIHBIN ¢ TakoBbIM npu MOH-2B. [TopaxkeHue okono-
IIUTOBUAHBIX JKeJle3 HaOJronaeTcs Peaxo.

Cunnpom MOH-2B Tumna BcTpeyaeTcsl pexe H Co-
cTaBisieT okojo 5 % B cTpykrype MOH-2. [lyTh nepe-
Jadd CHUHApPOMa 2B TOXE ayTOCOMHO-IOMHHAHTHBIM.
I'eneTnueckuii gedekT OMM30K K TaKOBOMY IPH CHH-
npome Cummura. OH 3aKirodaercs B MyTalldd B 00ma-
ctu 918-ro xogona RET-npotooHkoreHa (3k30H 16),
B pe3ylbTare KOTOPOW MPOUCXOAMT 3aMEHa METHO-
HUHA Ha TPEOHMH, W ompenessiercs y 95 % O0onbHBIX
¢ cuaapomomM MOBH-2B [9]. BcemenctBue wmyranum
IIPOUCXOINUT KOHBEPCHsI RET-IPOTOOHKOT€HA B aKTHB-
Hyt0o ¢opmy. OmyxoiH, BXOASAIIME B COCTaB CHHAPOMA
MOH-2B, npoTekaroT KpailHe arpeccHBHO, MPOSBISAL
ce0s B paHHEM Bo3pacTe. HeBpHHOMEBI CITM3UCTBIX 000-
JI0YeK OOBIYHO IMArHOCTHPYIOTCS 10 5 yeT. Hammume
(heHOTHITNYECKUX TMPU3HAKOB — HEBPUHOM CIM3UCTHIX
o6omnouexk — B 100 % ciydaeB 1M03BONAET yCTAHOBUTD
JUarHo3 CHHIpoOMa. B HEKOTOpHIX Cilyyasx B COCTaBe
CHHIpPOMA 2B THIIa BCTPEYAIOTCS APYI'HE OIyXOJH, Ha-
IpUMEp OKCTA-IJIOMEpPYJIsIpHAs PEHUH-CEKPETUPYIO-
ast OIyXOJb TOUYKH; PA3INYHBIE «HEIHJOKPUHHBIE)
KOMIIOHEHTHI, HaripuMep Oone3nb ['unmenst — Jlungay.
Curnpom MDOH-2B — upes3BbIdaiiHo penkoe 3aboeBa-
Hue. Ha ceronHsiHuil 1eHb B OT€YECTBEHHOU JUTEpa-
Type OMHUCAHO OKOJIO ABYX-TPEX IECATKOB HAOIIOIEHUI
cunapoma MOH-28.

BBuny Bricokoit menerpantHoctd MPIIXK B co-
craBe cuHIpoMoB MOH, mocturaromeit 100 %, emun-
CTBEHHBIM 3()(HEKTUBHBIM CIIOCOOOM JICUSHHSI OOIBHBIX
SIBIIIETCS TUPEOUJIPKTOMUS. J[eTsM — HOCHUTENsIM Jie-
(eKTHOrO reHa PEeKOMEHIYeTCsl BBIIIOJHEHHE Npodu-
JAKTUYECKON THPEOUIIKTOMUH B Bo3pacTte 3—5 jieT npu
cuaapome Cumuia 1 B Bo3pacte 3—6 MecsIIeB Ipu CHH-
npome lopnuna. [IpeBeHTHBHAS THPEOUAIKTOMHUS, BbI-
MIOJIHEHHASI JIETSIM C MOATBEPKACHHOW I€HETHYECKUM
uccnenoBanueM mytauueit RET, mo3BojsieT n3dexarb
Pa3BUTHA MEAY/UIIPHOM KapLUHOMBI U €€ OCJIOXKHEHUH,
CIIY’KalllUX OCHOBHOM MPUYUHOMN JIETAIbHOCTH y ATOU
rpymnmnsl manueHToB [1-6, 8, 12].

MATEPUAN U METObI

B xmnaukax Caskr-IleTepOyprekoro meHTpa SHAO-
KPUHHOHN XUPYPIHH U OHKOJIOTHH OoJree uem 3a 30-meT-
Huil nepuon (1974-2015) omepupoBansl 29325 Tu-
peonnHbix manueHToB. Cpenu HHUX OBUIO BBISBICHO
17 (0,06 %) wnabmonmenuit cunapomos MOH: 4 Ha-
omrogennss MOH-1, 11 — MBDH-2a u 2 — MDH-28.

Cunnpom Cunmna oOnapyxen y 7 (0,024 %) nmereit
(2 neBoYKM M 5 MaBINKOB) B Bo3pacte oT 4 1o 17 jer.
Bce metn ObutH 13 ceMel, B KOTOPBIX OIMH U3 KPOBHBIX
ponctBenHukoB ctpanan MPIIK. Cemeilinbrii xapak-
Tep 3a0oneBaHus ObLT MOATBEPKACH MOJICKYIIIPHO-Te-
HETHUYECKHMH WCCIEIOBAHUSMHU, BBISBUBIINMH MYyTa-
un B C634 (T1900C) B 11-M 3x30He reHa RET.

B 11 (6 %) nabmonennsax u3 183 6ompapIx MPILDK
oOHapyxeH curiapom Cunruia. HaGmonenue cunapoma
MDH-2B 0ObLI0 IUIIb OJHO.

PE3Y/NIbTATbl U OBCYXXAEHWUE
[IpuBoanM Hamm HaOMIONEHUS CEMEHHOTO CHHIPO-
Mma Cunmuia.

1. Cempsa C.

Bompnoit C., 25 net, mMOBTOpHO 0OOpaTWiICS B KITH-
HUKy B siHBape 2000 1. ¢ xanobamMu Ha MPUCTYIIBI TO-
JIOBHOW OOJHM C JAPOXBIO, YYBCTBOM cCTpaxa. bojeH
OKOJIO MECsIa, apTepuantbHOE JaBJICHUE MOBBIIIAIOCH
1o 175 mm pr. ct. JIBa roga Haszaza OonepupoBaH B KIIU-
HUKE TI0 MOBOAY MYNBTHIIEHTPHYECKOTO (B Tpezenax
oxuo# o) MPIDK TN, M, ¢ MmeTacrasamu B peruo-
HapHbIe TUM(paTHUYeCcKue y3Iibl cieBa. BeimonHena mu-
PEOUOIKMOMUSL, TeB0CMOPOHHISL YeHMPAlIbHAs U 00-
Ko6as wielinas aumghaoensxmomus. Iucronormaeckoe
saximroueHue: « MPIIDK ¢ pacnpocTpaneHneM KapLinHO-
MBI Ha Karcyay ¥ MBIIILBI 1 MeTacTa3aMu B 9 u3 16 pe-
THOHAPHBIX JUMdarndeckux y3noB». [Ipu oOcieno-
Banuu B 2000 r. oOHapyxeHO OOpa3oBaHUE B JIEBOM
HAJIOYEYHNKE, BBICOKAS AKCKPENHs KaTeXOJIAMHHOB.
Brmonnena snesocmopounas adpenanskmomus, yna-
JIeHa OIyXonb auaMeTrpoMm 5 cM. I'mcrosmornueckoe
3akmodeHne:  «deoxpomonutoma». Ilocneonepanu-
OHHBIN TIeproj TpoTekan 06e3 ocnokHeHWH. B 2004 1.
obHapyxensl Meractazsl MPIK, BeimonaeHa ghacyu-
AnbHO-ymaspuas wietinas auMgoouccekyus cnpasa
(OonpHOM ANMTENBHOE BpeMsl OTKa3bIBajiCs OT OIepa-
nuu). B 2011 r. nuarHoctupoBaHa (eoxpoMoruTomMa
€IWHCTBEHHOTO MPABOTO HAATIOYEYHUKA, KOTOPBIA ObL1
yoanen. Ilomyuyaer 3aMeCcTHUTENHFHYI0 TOPMOHAIBHYIO
Tepanuto, HaOMIIaeTCs B KITMHUKE,

Mnagmmii 6par 6ompHoro C., 23 roma, mepeHec
MPaBOCTOPOHHIOK HE(GPIKTOMHIO B Bo3pacTe 1 roma
10 TIOBOAY BPOKIeHHOTO TuapoHedpo3a. B 17 ner BoI-
sisied MPILDK TN, M| 1 npeAnpuHsita nauiuamuenas
MUPEOUOIKMOMUSL, YEeHMPANbHASL U OOK08AsA WelHAs
aumpaoenskmomus. Cruycts 4 roma JUarHOCTHPOBA-
Ha (eOXpPOMOIIMTOMA MPABOTO HAAMOYEYHUKA, B CBSZH
C YeM BBINIOJIHEHA NPABOCMOPOHHAA AOPEHATIIKIMOMUSL.
C 2003 1. 6oNBHOW HEOJHOKPATHO OTIEPHUPOBAH IO TO-
Bony MPUIX: B 2003 . yoarens: nosmopmusie mema-
cma3zvl cresa; B 2007 . — ¢acunanbHO-QyTISpHAS
nucceknus meu crpaa; B 2010 . — cenekruBHas
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Puc. 1. Manbuuk C., 5 net. Makponpenapat yaaneHHON! LWMTOBUAHON Xenesbl
M napaTpaxeanbHOW KNeT4aTku ¢ nMMdaTMyeckumm ysnamm (CTpenkoin
yKasaH (hokyc MeayNSapHON KapLMHOMDbI)

maMpamenskTomMus ciaesa. B 2013 1. manmeHT neperec
JIeBOCHIOPOHHION AOPEHANIDKMOMUI0 TI0 TIoBoAy (eo-
XPOMOITUTOMBI U AMUNUYHYIO PE3EKYUIO 1€6020 J1€2KO20
no noBoay Mmertactaza MPIIDK. B mapre 2014 1. BbI-
SIBIIEHBI TIOBTOPHBIE PETHOHAPHBIE METACTa3bl Ha IIEE;
yoanen ¢gpoxyc MPIIDK ¢ pesexyueti mblieuno2o cios
nuwegooa, bperowas pesekyus mpaxeu, pe3eKyus je-
6020 6036PAMHO20 20PMAHHO20 HEPEA, NEPCMHEeBUO-
HO20 U WumosuoHozo xpaujeu. CoxpaHsieTcs BBICOKUN
YpOBEHb THPOKAIBIIUTOHNHA. HasHaueHa Tepanwst WH-
rHONTOpPaMH THPO3UHKHHA3HI.

VY oTma 3THX NalKMEeHTOB B aHAMHE3€ OIeparys
o moBoay MPIIK B Bozpacte 23 neT. [1o3:xe y Hero BhI-
sBIleHa (PeoXpoMOIMTOMa HAIIOYEYHHKA CO 3JI0Kade-
CTBEHHBIM T€UEHHEM apTepualibHOM runepreHsuu. He-
OTHOKPATHO MPEIJIarajiuch OOCIIEOBAaHUE W JICUEHHE
B KJIMHHKE, OT KOTOPBIX MalMeHT oTkasaica. B 2000 r.
OonpHOI BHe3amHO yMmep Ha ynune. llpu aytomcun
BBISIBIIEHA (PEOXpPOMOLIMTOMA HAIIOYEYHHKA MAacCOM
okoo 1000 r. PomcTBeHHUKY TI0 MaTepUHCKOW JIMHHUH
3/IOPOBBI.

B cembe crapmero 6pata C., My4uHbI 25 JIeT, cTpa-
JaBILEro, KaK €ro OTel W MIaAmui Opar, CHHAPOMOM
Curmura, B 2002 1. ponuiruch AU3UTOTHBIE OM3HETIH —
JIeBOYKa M MaJbdvK. |IpM reHeTHYecKoM HCClienoBa-
HUU BCEH CEMbH y MYKYMH, B TOM YHUCIIE U Yy MaJIbYH-
Ka M3 mapsl ONM3HENoB, BeisgBIeHa MyTauus B T1900C
(C634R) B 11-M 3k30He reHa RET. [lpu obcnenoBannu
pebenka m3mererui B LXK He Op110 00HApYKEHO, YPO-
BEHb KAJBIIUTOHWHA HE TOBbIMeH. C 1enpo npodu-
naktuku MPIIDK ¢ cembeit Manmpirka Ha MPOTSHKEHUU
2 net oOcyXaajcsi BOMPOC O HEOOXOAMMOCTHU TPEBEH-
tuHoro ynanenus LK. Cormnacue Ha onepanuro nomy-
YeHO, KOTJAa MJIBYHKY HCIIONIHUIOCH 5 JIeT. B HosOpe
2007 . BeITIONTHEHA Mupeoudaxkmomusi. TOTbKO IpHU Ma-
KPOCKOIIMYECKOM U3yUYeHHH IperapaTa BhIsBIEH QOKyC
MPIIXK nuamerpom 1o 2 mm (puc. 1).

Onepanusi JONOJMHEHA UNCULAMEPATIbHOU — YeH-
mpanvrou aumgpadendxmomuei. Ilpu wmopdonoru-
YeCKOM HucciefoBaHuu BepuduimpoBan MPIIDK 6e3
METAacTa30B B YJAJICHHBIX IMaparpaxeanbHbIX JUMQaTH-
yeckuXx y3nax. [locneonepannoHHblil epros mpoTeKat
0e3 oCIOKHEHUH.

B O

Puc. 2. PopocnoeHas cembu C. YepHbiM LBETOM
0003HaueHbl u4neHbl CeMbM, OOMbHble
cuHapomoM M3H-2a

B 2009r. B cembe Mmianmmiero Opara pOAWIICS
MaJIbYMK, TPH TEHETHYECKOM HCCIEIOBAaHUU KOTO-
poro B 2012 . Toxke oOHapykeHa myTauusi B T1900C
(C634R) B 11-M 5k30He reHa RET. YpoBeHb THPOKaIIb-
OUTOHMHA cocTaBmi 6,72 nir/mi (N0,01-18,2). B des-
pane 2015 r. peOeHKy BBITIONHEHA MPOQPMITAKTHICCKAS
MUPeouOIKMoMUsL, RAPaAmpaxearbHasi IUMpadeH3IKmo-
mus. Mopdonoruueckoe 3axmouenue: «LLK oOpraHo-
TO CTPOCHHS.

TaxuMm 06pa3oM, 3a001eBaHUE BBISBICHO Y 5 WICHOB
OJTHOW CEMBbH, B TPEX MOKOJICHUAX (pHC. 2).

2. Cemoa T.

Mansauk T., 6 net, 2009 Toma pokaeHws, 00caemo-
BaH B CBS3U C IONTBEpXKACHWEM cuHIpomMa MDOH-2a
y otia. Beisenena mytarus B 11-m 3x30He reHa RET —
T1900C (C634R) B mapte 2015 . U3 cemeiiHoro anam-
He3a W3BECTHO, 4TO OTel pebeHka, mykunHa T., 37 ner,
20.02.2014 mepeHec amapoOTOMHIO, IBYCTOPOHHIOO
aJIPCHAIPKTOMHIO T10 IMOBOAY JIBYCTOPOHHHUX (heoXpo-
morToM. CIryCcTs 2 MeC. B TOM e KIMHUKE BBITIOIHEHA
mupeoudskmomus o TIOBOAY TPEIONaraBIIerocs y3-
JIOBOTO AYTHUPEOUAHOTO 300a. Mopdomornueckuii aua-
rHo3: «Muorodokycusiii MPIDK T,N M ». Ilpn cek-
penupoBanuu JIHK BbisiBieHa mytaiust B 11-M 3K30HE
reaa RET— T1900C (C634R).

PebeHky BhINIONIHEHA NpOPuUIAKMuUYecKas mupeouo-
IKMOMUSL, YEHMPANbHASL  TUMPAOEHIKMOMUS  Cle-
6a (puc.3). Mopdomornyecknit amarHo3: «TkaHb
K HopMmanbHOTO cTpoeHwms, anenoma OLLDK crnesa,

Puc. 3. Manbuuk T., 6 net. Makponpenapar yAaneHHoOM! WUTOBUA-
HOM >Xenesbl M napaTpaxeanbHoi KneTyaTku ¢ ammdpatu-
4YecKUMM y31aM1 U af,€HOMOW OKOJIOLLIMTOBUAHOM JKene3sbl
(ykasaHa cTpenkoi)
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TUMQPATHYECKUE Yy3JIBI C TUCTUOIIMTO30M CHHYCOB.
CrnyyaiiHOH HaxOIKOW OKasajach OECCHMITTOMHAs Ta-
patupoanerHomMa. JloonepaliOHHBIA YPOBEHb KaJIbIIUS
U TapaTropMoOHa OBLIM HOPMaJbHBIMH, TO €CTh 3TO
HHIUAJCHTAIOMAa OKOJOIIUTOBUAHON >KeNe3bl — OJHH
U3 KOMIIOHEHTOB cuHApomMa MOH-2a. MmmyHorucro-
XUMHYECKOE HCCIIeIOBAaHNE OOHAPYKHIIO IKCIIPECCHIO
KaJIbIIUTOHWHA +++ W KPYMHOOYaroByro C-KICTOTHYIO
TUTIEPILIA3HIO.

3. Cemba H.

TTanmentka H., 17 net, o0cieqoBaHa B CBA3U C BbI-
sBiieHrneM cuHapoma MDOH-2a y marepu. Ilpm cek-
BenupoBanuu JIHK oOHapyxkena mytarust pC634S
B 10q11.2 (RET). Ilpu Y3U BoIsiBNEHO y3710BOE 00pa3o-
Banue jeou moau LK, nuromornyeckn — KOJUIOHI-
HBIH y3el1. YpOBEHb THPOKAIBIIUTOHINHA OBIJI MOBBIIIIEH
mo 16,6 nmonw/n (Hopma 0-1,5 nmonw/i). B nexa-
Oope 2014 1. mpoBeAicHA MuUPEOUOIKMOMUSL, YEHMPATb-
Has aumgpadenskmomusi. JJnarHocTUpoBaH MHOTO(O-
kycHbii MPIIDK T N /T N M.

Puc. 4. PopocnoBHasa cemb I YepHbIM LIBETOM 0603HaueHbI une-
Hbl CEMbM, 60NbHbIE cMHApOoMOM MDH-2a

Puc. 5. OeBouka I, 12 net. TupeonasKTOMMS, LIEHTPANIbHAA IUM-
dapneHakTomua. Crpenkoii ykasaH neBblii BO3BpPATHbIN
roptTaHHblii HepB. Makponpenapat yaaneHHoi WX u na-
paTtpaxeanbHbIX IMM$aTU4ECKUX y310B

U3zBectHO, uTO ee MaTh B Bo3pacte 46 neT B Apy-
rOi KIMHUKE IepeHecaa TUPEOUIPKTOMHIO, LIEHTPaIb-
Hy10 auMbaneHkToMuto B Mapre 2014 r. mo moBomxy
y3na LK, nurosiorudyecku TpakToBaBIIerocs Kak (hoJi-
JUKYJSIpHAs OMYXOJb. YPOBEHb THPOKAIBLIUTOHHHA
Ob11 oBbIeH A0 517 nMons/n (Hopma 0—1,5 TMons/m).
Mopdornoruuecknid  auarao3:  «MHOTO(OKYCHBIH
MPIDK T N/T NM,. Cexennposanue JIHK: myra-
s pC634S B 10q11.2 (RET)».

O0e KeHIIMHBI MPOAOIIKAIOT HAOMIOAAThCS B KIIH-
HUKE 110 ToBOAY ceMmeiHoi popmbr MPILIK.

4. Cemoa I.

Bonpnas I, 28 net, B mapte 2011 1. omepupoBaHa
no nosoxy Mmuorodokycnoro MPIK T N /T N M,
BEITIONTHEHA MUPEOUOIKMOMUS, YEHMPALbHASL TUMPpa-
OEHIKMOMUSL.

B mapre 2017 . mpu Y3U men BBISBICHO OIYXO-
JICBUJHOE OO0pa3oBaHUE MeIualibHEe JIEBOW COHHOMN
apTepud ¥ HapacTaHUE YPOBHS THPOKAIBIIUTOHWHA.
[Ipu ToHKOHWTONMBHOW OWoricMu 00pa3oBaHWs OOHApY-
JKE€HBI KJIETKM HEHPO’HIOKPUHHOMN omyxoiu. B ampe-
jge 2017 . manMeHTKe BBIMIOJHEHA 0OOKOBAS WEUHASA
JuUMGbadendKmomus creed.

W3 anamHe3a W3BECTHO, YTO €€ Marh B BO3pacTe
49 et (8 2006 r.) onepupoBana B 1o mosoxy MPIIIK.

V manueHTKH Tpoe eTeil oT AByxX O6pakoB (puc. 4).

Tak kak B 20151 mpu Y3U oOHapyxkeH y3en
K y crapumeit nouepu, el U €e MarepH BBHINOJIHE-
HO TeHeTHYecKkoe wuccienoBanne. CEeKBEHHPOBAHHE
JHK moxazamno: B 10q11.2 (RET) myramus pC634Y
(c.1901G>A).

B Hos6pe 2015 . nouyepu GonbHOH I., meBouke
12 71eT, BBIIOJIHEHA MUPeoUOIKMOMUS, YEHNPATbHAS
aumgaoensxmomus. MopPoIOTHIECKHA AUArHO3:
«Mmnorogpoxycueii MPIDK T N /T N M, (pI/Ivc. 5);
WHTpaTUMHUYECKas aJleHOMa OKOJOIIUTOBUIHON XKe-
ne3sl». [laparupoaneHoma He COMPOBOXKIAANACh KIIU-
HUKO-1a00paTOPHBIMU MPOSBICHUSIMH TUTIEpIIapaTH-
peosa.

B 2016 . reHeTHUECKOE HCCIENOBAHUE TTPOBEACHO
JIBYM MJIQJIIUM JeTssM OosibHOM [ YV oqHOrO M3 Malib-
ynkoB, 10 yeT, BBIsABIEHA MyTauus, APYroil peOeHOK
3JIOPOB.

B okrabpe 2016 T. cpemHeMy ChIHY MAllUEHTKH,
Mapauky I, 10 jeT, BBIOIHEHA NpOo@dUIAKMUecKdst
mupeouddxmomus. Tlpu moomepannoHHOM 00ceno-
BaHnu n3MeHenuil B LLK BeisiBneno He Obwio (puc. 6).
Mopdonoruuecknii quarno3: «Tkaas DK HOpManms-
HOTO CTPOEHUS.

Takum obpazom, y 3 u3 7 neteil THPCOUTIKTOMUS
ObUTa MPOUITAKTHUECKOH, €Ille Y YeTBEPHIX BBISBICH
MPIHIX, u y AByX — aJ€HOMBI OKOJOIIUTOBUIHBIX
xkene3. [locneonepalmOHHBIX OCIOKHEHUH HEe OBLIO.
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VY 2 manueHToB, KOTOPBIM OBLITN YAaJeHBI mapaTupo-
aJIeHOMBI, HaOIIONAJICsl TPAaH3UTOPHBIM THIIONAPATH-
peos.

V¥ 6 n3 7 onepUpOBaHHBIX IETEW COXpaHIETCS HOp-
MaJIbHBIM YPOBEHb THPOKAIBIIUTOHNHA, 1APaTTOPMOHa,
gt0 uckirogaetr MPILDK B cpoku Habmonenus ot 6 me-
cAneB 10 7 ner. MHOrokparHoe penuJuBUPOBAHUE
U METacTa3UpOBaHHE MEAYJUIIPHOM KapIUHOMEI OT-
MEYEHO y 17-meTHero nanueHTa nocjie nadaTUBHOU
THPEOUI3KTOMUU. Bce manueHThl MojIy4aroT 3aMeCcTU-
TeIpHYIO0 Teparnuto ropmoramu 11K,

3AKNTIOYEHUE

Takum o6pazom, cuaapoMbl MOH moryT HabIr0-
JIaTbCSI B CIIOPAJUYECKOM M CeMEHHOM BapHaHTE.
Cungpom Cunruta Hamu oOHapyxker y 7 (0,024 %)
nu3 29325 OonpHBIX neTeld W B3pochbix. Bce nmetn
OBLTH U3 ceMell, B KOTOPBIX OJWH U3 KPOBHBEIX POJ-
ctBeHHUKOB cTpagan MPIHXK. CemeifHsrii xapakrep
3a00meBaHus OBLT TMOATBEPXKJICH MOJEKYISIPHO-Te-
HETUYECKUMHU HUCCIEIOBAHUSAMU, BBISBUBIIUMH MY-
taruu B C634 (T1900C) B 11-M 3k30He reHa RET.
Tompko B 3 w3 7 HaOMOAEHUH THPEOUIIKTOMHUS
IEUCTBUTENHRHO  OKa3allaCh  NPOGHUIAKTHIECKOH.
VY 4 nereit B ynanennoit DK oGHapyxkeHBI (HOKyCHI
MPIIX. Bcero xe uneHaMm 4eTbIpex ceMei, cTpana-
IOIUM ceMeiHBIM cuHapoMoM MOH-2a, Gbu1o BBI-
MOJIHEHO 22 ONepaluu.

Ecnu y OoapHOTO JMArHOCTHPOBAH CHHIPOM
Cummia, y BCEX €ro KpPOBHBIX POJCTBEHHUKOB He-
00X0IMMO TPOBECTU MOWCK MyTanuu reHa RET s
BhIsIBICHHS cemeitnoro MPIIDK, anenoM okonoIuTo-
BHJIHBIX Kelie3 U (eoxpoMoIuToM. PanHee ynanenue
X (y mereit B Bo3pacTe 10 5 JIET) MpeaynpekaacT
MPIIX, a cBoeBpeMeHHass TUAarHOCTHKA M aJIeKBaT-
HOE XHUPYpPru4ecKoe yaajleHHe HOBOOOPa30BaHMIA
OKOJIONITUTOBHUIHBIX JK€Je3 W HaAIIOYeYHHKOB obec-
MIEYMBAIOT BBI3IOPOBICHUE OONBHBIX. Y OMMKaHIINX
POACTBEHHUKOB HEOOXOJMMO €KETOJHO OIpPEeeNiaTh
YPOBEHb KallbLIUSl U KaJbIIUTOHUHA, KAaT€XOJIaMHUHOB,
BaHUIWIMHHIATEHON KHCIOTBI W MeTaHe(pPHHOB,
AKTT, pakoB0o-3MOpHOHAIEHOTO aHTHTEHA.

Puc. 6. Manbuuk us cembu I, 10 ner. MNpodunak-
TUKTMYecKas TMpeouaskTomus. LLutoBua-
Hasl Xe/ie3a He U3MeHeHa

JIUTEPATYPA

1. baratypus [O., PomanumweH A.®. TannuaTuBHbIE
onepauMm nNpu  MeCTHOPACMpPOCTPAaHEHHOM  pake
wmToBMaHOM xenesnbl // Meamatp. - 2015. - T. 6. -
Ne 3. - C. 24-28. [Bagaturiya GO, Romanchishen AF.
Palliative surgery in locally advanced thyroid cancer.
Pediatr. 2015;6(3):24-28. (In Russ.)]

2. PomaHumwen A.®., TomncoH [. CpaBHuTeNbHble pe-
3y/bTaTbl SieYeHUs AeTel U NOAPOCTKOB, CTPAAABLUMX
pakoM LMTOBMIOHOM >xenesbl, B LleHTpe 3HAOKPUHHOM
xupyprun CaHkt-lNetepbypra u B KnuHuke Meito //
Meguatp. - 2015. - T. 6. - N2 1. - C. 38-43. [Roman-
chishen AF, Thompson GB. Comparative results of
treatment of children and adolescents with thyroid
cancer at St. Petersburg Endocrine Surgery Centre
and Mayo Clinic. Pediatr. 2015;6(1):38-43. (In Russ.)]

3. PomaHumwen A.®., Toctumckmii A.B., MateeeBa 3.C.,
Mepepepee C.C. Xupypruyeckoe neyeHue aeten C CUH-
apomom Cunnna. Matepuansl IX Poccuiickoro dopyma
C MEeXAYHapoAHbIM y4yacTneM «340poBbe AeTei: Npo-
dUNAKTUKA U Tepanus CouManbHO 3HauMMbIX 3abone-
BaHWii. CaHkT-lNeTepbypr-2015»,19-20 maa 2015 . -
CMNe., 2015. - C. 107. [Romanchishen AF, Gostimsky AV,
Matveeva ZS, Peredereev SS. Surgical treatment of
children with Sippl's syndrome. (Conference proceed-
ings) IX Rossijskiy Forum s mezhdunarodnym uchas-
tiem “Zdorove detej: profilaktika i terapiya socialno-
znachimyh zabolevanij. Saint Petersburg-2015”; 2015
may 19-20. Saint Petersburg; 2015. P. 107. (In Russ.)]

4. PomaHunweH A.®., Jiucosckuit O.B., MateeeBa 3.C.
Haw onbIT neyeHns 60AbHBIX CUHAPOMaMM MHOXe-
CTBEHHOWM 3HAOKPWUHHOM Heonnasuu (rnaeBa B MOHO-
rpacdun) // Xvpyprvs WUTOBUAHOM U OKONOLWMTOBUA-
HbiX xenes. - Cl16.: UMK «Bectn», 2009.- C. 466-469.
[Romanchishen AF, Lisovsky OV, Matveeva ZS. Our
experience of treatment of multiply endocrine neo-
plasia patients. In: Hirurgiya shchitovidnoj i okolosh-
chitovidnyh zhelez. Saint Petersburg: Vesti; 2009.
P.466-469. (In Russ.)]

5. PoMaHumweHn A.®., MatBeeBa 3.C. OcobeHHOCTH
[MArHOCTUKM U NEYEHUS CUHOPOMOB MHOXECTBEH-
HOM 3HOOKPWMHHOM Heonnaswuu // TonoBa M wes. -

@ legmarp. T. 8. Buin. 5 / Pediatrician (St. Petersburg). 2017;8(5)

[SSN 2079-7850



MEPEOOBAA CTATbA /EDITORIAL

11

2013. - N2 3. - C. 14-17. [Romanchishen AF, Mat-
veeva ZS. Specifics of multiple endocrine neoplasia
syndrome diagnostics and treatment. Golova i sheya.
2013;(3):14-17. (In Russ.)]

6. PomaHnumweH A.®., Pewetos W.B., Mateeesa 3.C., Baba-
nante K.B. CemeliHble (opMbl paka LUMTOBUIAHOM XKene-
3bl // TonoBa v wes. — 2015. - N2 3. - C. 43-46. [Roman-
chishen AF, Reshetov IV, Matveeva ZS, Vabalajte KV.
Family forms of thyroid cancer. Golova i sheya.
2015;(3):43-46. (In Russ.)]

7. Brandi ML, Gagel RF, Angeli A, et al. Consensus. Guide-
lines for diagnosis and therapy of MEN type 1 and
type 2. Clin Endocrinol Metab. 2001;86(12):5658-71.
doi: 10.1210/jcem.86.12.8070.

8. Dralle H, Gimm O, Simon D, et al. Prophylactic thyroid-
ectomy in 75 children and adolescents with heredi-
tary medullary thyroid carcinoma: German and Aus-
trian experience. World J Surg. 1998;22(7):744-750.
doi: 10.1007/s002689900463.

¢ NHdopmaums 06 aBTopax

9. Hofstra RM, Landsvater RM, Ceccherinil, et al.
A mutation in RET protooncogene associated with
multiple neoplasia type 2B and sporadic medul-
lary thyroid carcinoma. Nature. 1994;367:375-376.
doi: 10.1038/367375a0.

10. Mathew CG, Chin KS, Easton DF, et al. A linked genet-
ic marker for multiple endocrine neoplasia type 2A
on chromosome 10. Nature. 1987;328:527-528.
doi: 10.1038/328527a0.

11. Romanchishen AF, Kuzmichev AS, Matveewa ZS.
Multiple endocrine neo-oplasia syndrome treat-
ment — our experience. 2" [talian-Russian Con-
gress of Surgery and Gynecology. Perugia, Italy,
2011.P. 70.

12. Szinnai G, Meier C, Komminoth P, et al. Review of mul-
tiple endocrine neoplasia type 2 A in children: thera-
peutic results of early thyroidectomy and prognostic
value of codon analysis. Pediatrics. 2003;111(2):32-39.
doi: 10.1542/peds.111.2.e132.

¢ Information about the authors

305 CepeeesHa Mameeesa — KaHA,. Me[.. HAYK, aCCUCTEHT, Kaden-
pa rocnuTanbHOM XMpYprum ¢ Kypcamu Tpasmatonorum u BIXx.
®re0y BO «CN6IMMY» MunHzgpasa Poccun, CaHkT-MeTtepbypr.
E-mail: ikar122@list.ru.

AHamonuii @ununnosuy PoMaH4uweH — A-p MeA,. HayK, npodec-
cop, 3aBenyoLmiA, kadenpa rocnUTanbHON XMPYPrum C Kypcamu
Tpasmatonoruu u BIMX. ®IBOY BO «Cl6IMTIMY» MuH3apasa
Poccuu, CaHkT-MeTtepbypr. E-mail: afromanchishen@mail.ru.

Anekcandp Badumosuy focmumckuli — a-p Mep. Hayk, npodec-
cop, 3aBefyoLWmiA, Kadenpa obLiei MeauUMHCKOM NPaKTUKK.
®reQy BO «Cr6ITIMY» Munsapasa Poccum, CaHkT-TNeTep6ypr.
E-mail: gostimsky@mail.ru.

KpucmuHa BukmoposHa Babanalime — Kanf. Meg, HayK, fOLLEHT, Ka-
denpa rocnuTanbHOM XMPYPrmn € Kypcamu Tpagmatonorum u BrX.
®re0y BO «CMN6rmMys» Munsapasa Poccuu, CaHkT-Metepbypr.
E-mail: vabalayte@bk.ru.

Zoya S. Matveeva — MD, PhD, Assistant Professor, Department of
Hospital Surgery with Traumatology and Military Surgery Courses.
St. Petersburg State Pediatric Medical University, St. Petersburg,
Russia. E-mail: ikar122 @list.ru.

Anatoliy F. Romanchishen — MD, PhD, Dr Med Sci, Professor, Head,
Department of Hospital Surgery with Traumatology and Military
Surgery Courses. St. Petersburg State Pediatric Medical University,
St. Petersburg, Russia. E-mail: afromanchishen@mail.ru.

Alexandr V. Gostimsky — MD, PhD, Dr Med Sci, Professor, Head,
Department of General Medical Practice. St. Petersburg
State Pediatric Medical University, St. Petersburg, Russia.
E-mail: gostimsky@mail.ru.

Kristina V. Vabalayte — MD, PhD, Associate Professor, Department
of Hospital Surgery with Traumatology and Military Surgery
Courses. St. Petersburg State Pediatric Medical University, St. Pe-
tersburg, Russia. E-mail: vabalayte@bk.ru.

@ [Neguatp. T. 8. Boin. 5 / Pediatrician (St. Petersburg). 2017;8(5)

elSSN 2587-6252





