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KniHiyHnn BUNagokK cimenHoi popmm
MefyNnAPHOro paky wutonofibHoi 3ano3un
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Ha yacTky megynsipHOro paky WutonogibHoi 3ano3u
(MPW3) npunagae 5—10 % Big ycix BUNagkiB paky
wmTonogioHoi 3ano3u (L3). binbwictb Bunagkis (75 %)
MatoTb CMOPAAMYHMN XapaKTep, OQHAK YacTKa MNaLieHTIB
3 MPLL3 Ta cnHapOMOM CiMEeNHOI CXUNbHOCTI € HalBU-
LLOIO cepefl CUHAPOMIB CMafKoBOro paky (65113bko 25 %), i
Le cnig ypaxoByBaTu nNpu ouiHuUi nauieHTa 3 MPLU3. Jo
CIMENHUX CUHAPOMIB HafleXaTb: MHOXWHHA €HOOKPVIH-
Ha Heonnas3ia (MEN) 2A, MEN 2B 1a cimenHnin He-MEN
MPLLU3 (cimenHun MPLL3). CimenHi cnHgpomu MPLL3
TpannaTbca NpubnnsHo B 1 Bunagky Ha 30 Tuc. Hace-
neHHA. MPL3 noxogutb 3 napadonikynapHux abo
C-KNiTWH, AKi NPOAYKYIOTb KanbUMTOHIH (KT). YacTka umx
KNiTUH CTaHOBUTL 6nn3bko 1 % Big ycix knituH L3 [1].

3HUXKEeHa MEeHEeTPAHTHICTb Ta KMNiHiYHA MiHNUBICTb
€ 3araJibHOBCTAHOBMIEHVMM OCOBNIMBOCTAMM HaraTbox
MOHOTEeHHUX PO3MagiB, 30Kpema GeHOTUNK, NOB’A3aHiI
3 RET-npotooHKkoreHom. BoHu notpebytoTb iHAMBIAY-
anbHOI OLiHKM NaToreHHUX edeKTiB Ta KIiHIYHOro 3Ha-
yeHHA Oyab-AKOI ileHTUIKOBaHOT HOBOI NMOCHILOBHOCTI
RET-BapiaHTa, AK nepedyMOBU iHANBIQYaNbHOrO reHe-
TUYHOTO KOHCYNbTYBaHHA i MiaHyBaHHA MeAUYHOro
CrOCTePEeXKeHHA Ta NikyBaHHA [2, 3].

Ycim nauieHTam, aki matoTb aiarHo3 MPLL3, cimenHuin
MPLL3 abo cuHgpom MEH 2 Ttmny, pekomeHzoBaHO
reHeTUYHe JOCNIgKEHHA AN BU3HAYEHHA TEPMiHAsb-

B. O. Manamapuyk, B. B. BonteHko, H. O. LLlanosan,

YKpaiHcbKul HayKoso-npakmuy4Hul yeHmp eHOOKPUHHOI Xipypeil, mpaHcnaaHmauii
eHOOKPUHHUX opaaHig i mkaHuH MO3 YkpaiHu, Kuis

Hux myTauin RET 3 meTol nMpOrHo3yBaHHA 3axBOpPIO-
BaHHA [4].

Mpu nnaHyBaHHi NpodinakTMYHOI TUpeoigeKToMii
pEeKOMEH0BAHO OPIEHTYBATMCA Ha cTpaTudikauito
piBHA MyTauin reHa RET i TepmiHM npoBefeHHA Npoodi-
NaKTUYHOI TUPEOiAeKTOMil, 3arnponoHoBaHi AMepurKaH-
CbKO TUpPEOoigHO acouiauieto [5].

KNIHIYHUX BUNAAOK

MauieHTka M., 28 pokis, HanpukKiHUi 2017 p. 3BepHy-
naca [0 KOHCYNbTaTMBHO-AiarHOCTMYHOI NONIKAIHIKN
YKpaiHCbKOro HayKOBO-MPaKTUUYHOIO LEHTPY eHAo-
KPWHHOI Xipyprii, TpaHCnnaHTauil eHQOKPUHHNX opra-
HiB i TKaHUH MQO3 YKpaiHu gna KoHcCynbTauii Wwopo
JaHVX ynbTpa3BykoBOro pgocnigxeHHs (Y3[), nabopa-
TOPHUX MOKA3HUKIB, NYHKLiHOI 6ionciiTa Komn'toTepHOT
Tomorpadii matepi. 3 aHaMmHe3y BiJOMO, WO OCTaHHA
XBOpI€ 6MM13bKO 6 MiC, KON CTany TypOyBaTu 3aAMULLKa,
BTpaTa Macu Tifa, BMpakeHa 3aranbHa cnabkicTb Ta
ocunnicTb ronocy. 3a JaHMK 0BCTeXKeHHA BCTaHOBIe-
Ho piarHo3: MPLL3 3 meTacta3zamu B perioHapHi nimda-
TWYHI BY311, 30KpeMa BigganeHi (nereHi, xpeber, neviH-
Ka, HaOHNPHUKK). Yepe3 micALb XBOpa NOMepna BHa-
CNiJOK NONiOpraHHOI HEJOCTAaTHOCTI Ta PAKOBOI KaXeKCil.

3 ornAgy Ha faHi CiMerHOro aHamHesy, naui€eHTui
6yn0 3aNpPONOHOBaHO NPONTN OOCTEXEHHSA, AKe Nepen-
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6auano Y3 W3 Ta 6ioximiuni Tectn. Mig vac Y31 L3
Yy NiBi YaCTLi BUABNEHO yTBOPEHHA po3Mipom 10 X 12 mm.
MpoBefeHO TOHKOrONKOBY acnipauiliHy NyHKLinHY 6io-
ncito. LIMTonoriyHnm BUCHOBOK: BU3HAYalOTbCA KNITUHN
donikynapHoro enitenito 3 03HaKamMu OHKOLMUTAPHOI
MeTannasii, BUpPaXeHUMN O3HakKamu nponidepadii i
atunii. Knac 4 3a Bethesda Thyroid Classification 2017.

PesynbtaTtyi GioxiMiYHUX TECTiB: TUPEOTPOMHWIA FOp-
MOH — 1,12 MkMO/mn (Hopma — 0,27—4,2 mkMO/mn),
KT — 26 nr/mn (Hopma — 5,17—9,82 nr/mn), ioHi3oBa-
HUM Kanbuii y cupoBatui kKpoBi — 1,15 mmonb/n
(Hopma — 1,05—1,30 mmonb/n), NapaTropMoH —
37,9 nr/mn (Hopma — 15—65 nr/mn).

3a iHCcTpyMeHTanbHO-nabopaTopHMMU 3MiHaMK BCTa-
HOB/IEHO MonepefHin diarHo3: NiBOGIYHNN HETOKCUY-
HuIA By3noBuii 306 | cT. MNigo3pa Ha 3nosKicHMA npouec
W3 (mepgynapHuii npouec?).

MNpoBefeHo nnaHoBe onepaTrBHe NikyBaHHA. ObcAr
onepadii: niBobiuHa ekcTpadacuianbHa remiTupeoigek-
TOMIisl 3 LleHTPanbHOW AMCEKUIE WK Ta nimbaaeHek-
TOMi€l0. Pe3ynbTat iHTpaonepauinHoro ekcnpec-ricto-
NOriYHoro JoChnigXeHHs: aTunosa ageHoma L3, meTa-
CTa3u B NiMmpaTUUHMX By3Nax 6-i Fpynu He BU3HavaloTb-
cA. Pe3ynbrat naToricTonoriyHOro AOCHIgKeHHA: aTu-
noea ageHoma L3, meTtacTasn B nimdpoBy3snax 6-i rpynu
(18 WwT.) He BM3HavaloTbCA.

Y nicnaonepadiiHun nepiog KT — 2 nr/mn (Hopma —
5,17—9,82 nr/mn). Y 3a40BiNbHOMY CTaHi NaLi€eHTKY BUMNK-
CaHO 3 XipyprivyHOro BigfdineHHA 3 pekoMeHAaLi€E CKpu-
HiHry cBOEi 6ionoriyHoi poarHu Ha npegmet MPLL3.

[lo KniHikn 3 MeTol 06CTEXKEHHA 3BEPHYBCA MaLli-
eHT C. (6ionoriuHni 6par), 25 pockis. Mig vac Y3 L3
Yy NiBi YacCTLi BUABNEHO YTBOPEHHA PO3MIPOM 17 X 20 MM.
MapaTpaxeanbHO crnpaBa BU3HauaBcA NiMdaTUUHUN
BY30/ 7 MM. 3 Oornagy Ha CiMerHW aHaMHe3 Ta ynibTpa-
3BYKOBI O3HaKM AJ1 YTOUHEHHA NOro XxapakTepy npo-
BeEHO TOHKOMOJIKOBY acnipauifiHy MNyHKLUiAHY 6io-
ncito. LutonoriyHnn BMCHOBOK: BY30M NiBOI YacTKM
po3smipom 20 mm — MPL3, nimposyson posmipom
7MMm — nimdageHit. Knac 6 3a Bethesda Thyroid
Classification 2017.

Pe3ynbtaTt GioxiMiYHUX TeCTiB: TUPEOTPOMHWIA Fop-
MOH — 2,1 MKMO/mn (Hopma — 0,27—4,2 mkMO/mn),
KT — 626 nr/mn (Hopma — 5,17—9,82 nr/mn), ioHi30-
BaHW Kanbuin y cupoBatui Kposi — 1,12 mmonb/n
(Hopma — 1,05—1,30 mmonb/n), napaTropmMoOH —
41,9 nr/mn (Hopma — 15—65 mKr/n).

3a gaHUMM iHCTPYMEHTaNbHO-N1abopPaTOPHMX JOCHi-
IKeHb ycTaHoBneHo piarHo3 MPLU3 Ta nposegeHo
onepaTuBHe JikKyBaHHA B 06cA3i ekcTpadacuianbHa

3 4 5

Puc. 1. Makponpenapam nyxauHu wjumono0i6bHoi 3as03u

2

TUpeoigekTomisa, moandikoBaHa niBobiYHA Ta LEH-
TpanbHa gucekuia wwui, nimageHekTomia (puc. 1).

Pe3ynbTat iHTpaonepauiinHOro ekcnpec-rictonoriy-
Horo pgocnigxeHHA: MPLLU3, y nimdosysnax 6-i rpynu
BM3HauaTbcA MeTactasm MPLL3, y nimdpoy3snax 2—5-i
rpynu 3fniBa MeTacTa3M He  BM3HayaloTbCA.
MaTorictonoriyHnin BucHosok: MPLL3, incunatepanb-
HUM 6araTodOKYCHUIA PiCT, MeTacTasn B NiMpaTUyUHI
BY31u wui (6-Ta rpyna — 4/15,d =0,4—0,8 cm; 2—5-Ta
rpyna 3nisa — 1/22,d = 0,6 cm).

Y nicnaonepauinHuin nepiog KT — 12 nr/mn
(Hopma — 5,17—9,82 nr/mn).
MpoBoaunn cnocTepeXXeHHA nauieHTKn M.

3adikcoBaHo 3pocTaHHA piBHA KT y cupoBatui KpoBi
(pnc. 2).

Mpwn nposegenHi Y3 W3 y agnHamidi gogatkosux
yTBOpEHb Y NpaB.in yacTui L3 He BuaABneHo. 3 iHpopma-
LiNHNX OKepenl OTPMMAHO MOBIAOMAEHHA MPO MOXN-
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Puc. 2. [luHamika emicmy KanbUUMmMOoHiHy 8 cuposamui Kposi
(Hopma — 5,17—29,82 ne/mn) y nayieHmku M.
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Puc. 3. Anapamnut komnnexc NIM-3.0 onsa iHmpaonepayitiHozo
HeUpOMOHIMOopUH2y 20pMAHHUX Hepaie

Puc. 4. Mopgonoeis C-knimuHHoI 2inepnnasii ujumonoodibHoi

3ano3u: 1 — C-knimuHu; 2 — kaimuHu onikynapHo2o enime-
niro. 3abapsneHHs 2eMamoKCcUiHOM ma eo3uHoM. X 100

Puc. 5. Ekcnpecia mupeoKkanbUUmoHiHy 8 2inepniasosaHux
C-knimuHax mixgonikynapHozo npocmopy: 1 — C-k1imuHu;
2 — knimuHu ¢onikynapHozo enimenito. 3a6apesieHHsA iMyHO-
2icmoximia-mupeokanbyumoHiH X 100

BiCTb MpPOBEefEeHHA MONEeKyNAPHO-reHETUYHOro [OCAi-
OXeHHA ANnA BU3HavyeHHA myTauii RET-npoToHKoreHa B
YKpaini. [fpoBefeHO MOneKynApHO-reHeTuYHe [OoChi-
okeHHAa [JHK meTogom NpAMOro aBToMaT4yHOro CeKBe-
HyBaHHA ek30HiB 10, 11, 13, 14 Ta 15, a TakoX npwne-
FNX [O HUX IHTPOHHUX JINAHOK MpPoToOHKoreHa RET.
leHomHy OHK suginanu 3 nimpouuntis nepudepinHoi
KpoBi. B ek30Hi 13 BMABNEHO NaToreHHy repmiHanbHy
MmiceHc-myTauito ¢. 2304 G>T (p.E768D, CM020961)
y reTepo3nroTHOMY CTaHi, AKa HaNeXnTb 40 MOMiPHOro
puv3uKy arpecuBHocTti MPLL3 [5].

3 ornAgy Ha faHi MONeKyNAPHO-TeHeTMYHOro obcTe-
YKEHHSI, HAaABHICTb OBTSKEHOro CiIMEMHOro aHaMHesy,
TeHaeHUio fo 36inbleHHA piBHA KT npu guHamiuHomy
CrocTeperkeHHi Ta 3a pilleHHAM Me4MUYHOro KOHCuniy-
My XBOPil/l 3anpONOHOBAHO OMepaTUBHE NiKyBaHHA
y BUrNAdi octatouHol TupeoigekTomii. lNicna signosia-
HOI MiArOTOBKM BWKOHAHO oOrepaTuBHe JiKyBaHHA
B 06cA3i npaBobiuHa eKkcTpadacuianbHa remitupeoi-
JeKToMia (ocTaTouyHa TupeoigekTomia). OCKinbku Le
6yno noBTOpHe onepaTuBHe NiKyBaHHA AnA 3anobiraH-
Hs iHTpaonepauiliHiin TpaBMi ropTaHHUX HepPBIB i 36e-
pexeHHs ix GyHKLii BUKopUCTanu MeToanky igeHTndi-
KaLil ropTaHHMX HEpPBIiB 3a [OMOMOrOI anapaTHOro
komnnekcy NIM-Response 3.0 Medtronic, Xomed (puc. 3).

MicnAaonepadinHun nepiop nepebiras 6e3 ycknag-
HeHb. duHamika Bmicty KT — 4 1a < 2 nr/mn (Hopma
— 5,17—9,82 nr/mn). TNaTorictonoriyHnii BUCHOBOK:
C-knitnHHa rinepnnasia LW3. Mpu cTaHpapTHOMY
3abapBneHHi reMaToKCUNiHOM Ta €03MHOM BUSABJSIEHO
C-KniTUHHY rinepnnasito Mi>kponikynapHoro npoctopy
i He3amiHeHi A-KniTuHU donikynspHoro enitenito (puc. 4).
3a¢ikcoBaHO eKCMNpecito TMPEOKaNbLUTOHIHY B rinepn-
nasoBaHux C-KniTMHax MixdonikynapHoro npoctopy
(puc. 5).

MonekynapHo-reHeTUYHe JOCNigXeHHA NpoBefeHe
TAKOX OiONOriYHIN AUTKHI NALUIEHTKN, OiBUMHLI BiKOM
4 pokun. OTpMaHU pe3ynbTaT: BUABIEHO MaTOreHHy
MyTaLil0o 3 HU3bKOW MeHeTpaHTHiCTIo B reHi CHEK2,
c470T>C(p.lle 157 Thr) y retepo3nroTHOMy CTaHi.
MyTauii B reHi CHEK2 36inbwyloTb pu3nK PO3BUTKY
paKy MOJIOYHOI 3ano3n B 2—3 pasu, 3a HaABHOCTI
CiMelrHOro OHKONoriyHoro aHamHesy — B 4—>5 pasis
[6]. HasBHicTb Wil MyTaLii 36inbwye pn3nK PO3BUTKY
TaKOX IHWNX TUNIB paKy: LWYHKA, KALWeYHNKa, NpocTa-
T, W3 Towo [7].

MyTauii reHa CHEK2 ycnagKoByloTbCA 38 aBTOCOMHO-
OOMIHaHTHUM TMMNOM, MepefalwTbCA 3 MOKOMIHHA
B NOKOJTiHHA 3 BiporigHicTio 50 %. TpannAwTbcA 3 0gHa-
KOBOIK YacTOTOK Y YOSOBIKIiB i XiHOK. IMOBIpHiCTb
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Puc. 6. [eHeanoziuHe 0epeso

BVHMVKHEHHA XBOPOOU MiABMLLYETbCA HaBiTb 3@ HasB-
HOCTi ofHi€l MyTaUii B reTepo3nroTHin ¢popmi [8, 9].

MpoBeneHo 36ip CiMENHOro aHamHesy nauieHTKkn M.
Mpababyca TAMKKNX XPOHIUYHUX XBOPOO NPOTArOM MUTTA
He Mana. lNomepna y BiLi 86 pokis, iHpopmaLlis npo npa-
Zina BigcyTHA. B lunto6i HapoauBCA XNonuuK, AKMN Nomep
y 24 pOKU Bif, MacBHOI LLINTYHKOBO-KMLLIKOBOI KPOBOTEU.
Y HbOro Hapoawnaca AiBUMHKA, MaTip NauieHTKn M., Aaka'y
BiLi 55 pokiB Nomepna Big NoniopraHHOI HeJOCTaTHOCTI Ta
[pakoBOI KaxeKcii, cnpuunHeHnx MPLL3. Y Hel Hapoaunoca
ABoe aiten: nauieHTt C,, npooneposaHuia 3 npusogy MPLL3
y Hawin KniHidi, Ta nauieHTka M., y AKoi BMABNEHa naTo-
reHHa myTauifl Ta BMKOHaHa OCTaTOYHa TUPeOoIAeKTOMIA.
Y nauieHTkn M. Hapogunaca AiBUMHKA, B AKOI Mpy Npo-
BeEeHHi MONeKyNAPHO-TEHETUYHOIO AOCTIAXEHHA MyTa-
Lin, xapaktepHux gna MPLL3, He BuABneHo, ane BusABMeHa
naToreHHa MyTaLlifl 3 HU3bKOI MEHETPAHTHICTIO B reHi, LWo
noTpebye NbHOI yBary Ta MOHITOPUHTY 3 60Ky BigMnoBia-
HUX cnedianicTis (puc. 6).

TakMM UMHOM, MOXHa NPUNYCTUTK, WO Y pa3i HaAaB-
HoCTi y poauHi Bunagky MPLU3 HeobxigHuin 36ip
POAVHHOIO aHamMHe3y Ta MPOBEAEeHHA MOJNEKYNAPHO-
reHeTUYHOro AOCNIAKEHHA ueHaM poauHu. BuacHo
BCTAHOB/IEHUI AiilarHO3 AaCTb 3MOrY 3HAYHO MOAINWMNTA
AKICTb | TPMBANICTb KMUTTA NaLli€EHTa Ta YIEHIB POAUHN.

BUCHOBKU

BnpoBagkeHHA B KNiHIYHY NPaKTUKY MONEKyNApHO-
reHeTUYHOrOo AOCNIAXKEHHA 3 METOIO fiiarHOCTUKIN Meay-

NAPHOrO paKy WWUTOMOAIGHOI 3ano3M fa€e 3mory
006'eKTMBI3yBaT TEHETUYHY JiHil0 3axBOPIOBaHHA
y KOHKpeTHOI 6ionoriuHoi poanHu.

CBO€YaCHO BCTaHOBMEHUN AiarHO3 MeaynApHOro
paky WwmTonogibHoi 3an03m AacTb 3MOry HafaTu agek-
BaTHe NliKkyBaHHA Ha eTani JOKMiHIYHMX BUABIB 3aXBO-
PIOBAHHA, WO MOXe 3HAaUYHO MOMINWNTA AKICTb | TpMBa-
NCTb KWTTA.

ToHopap: He 3a0eknaposaHudl.

EmuyHi acnekmu. Bci npouedypu, AKi 8UKoHysasnu y
00CniOXeHHI i3 3anyyeHHAM nauieHmis, gidnosioanu
emuyHUM cmaHoapmam 3axkiady Wooo KaiHiYHOT Npakx-
muku i lenbciHcoKiti Oeknapayii 1964 p. 3 nonpaskamu.
KoHgpnikm iHmepecis. Aemopu nogioomsistome npo gio-
CymHicmeo KoHgikmy iHmepecie ma 8/1acHoi hiHaHCo8oI
3ayikasaeHocmi Npu BUKOHAHHI pobomu ma HAaNUCAHHi
cmammi.

Yuacme aemopis. KoHuyenyis ma Haykosuli iHmepec 00
npobnemu — B. O. [Nanamapyk, B. B. BolimeHko; 36ip ma
06pobka mamepiany — B. B. BoiimeHko, H. O. lLlanosan,
T. B. Ozpu3sbko; HanucaHHA mekcmy — B. B. BotimeHko,
B. O. Manamapuyk, H. O. LLlanosan, T. B. Oz2pu3sbko; pedazy-
8aHHA — B. O. [lanamapyykx.
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PE3IOME
KniHiuHui BUnagok cimernHoi ¢opmMmu megynsapHoro
paKky wmTonoAi6bHoi 3anosu
B. O. lNanamapuyk, B. B. Bolimerko, H. O. lLlanoean,
T. B. Ozpusbko

YKpaiHcbKkull HayKo8o-npakmu4HuUl yeHmp eHOOKpUHHOT
Xipypeii, mpaHcnaaHmayii eHOOKpUHHUX Op2aHie i MKaHUH
MO3 YkpaiHu, Kuis

Ha yacTky megynapHoro paky WwutonogioHoi 3an03u
(MPLL3) npunagae 5—10% Big ycix BMMNagKiB paky
wmTonoAibHoi 3ano3un. binbwicte BUNagkie (75 %)
MaloTb CNOPAAUYHNN XapaKTep, OAHAK YacTKa naviex-
TiB 3 MPLL3 Ta cMHAPOMOM CiMENHOT CXUTbHOCTI € Hal-
BULLOIO cepefl XBOpUX 3 Oyab-AKMM CUHAPOMOM Cnaj-
KOBOro paky (6nunsbko 25 %), i LU0 MOXNUBICTb Chif,
ypaxoByBaTu nNpu ouiHui nauieHTa 3 MPLL3. HaBegeHo
KniHiuHe cnoctepexeHHA cimenHoro MPLL3. BucsitneHo
[iarHOCTUYHI KpuTepii 3axBOPIOBAHHA, PO3rNAHYTO
MONEKYNAPHO-TeHEeTUYHI acneKTW, BU3HAaYEHHA TakTu-
KM NiKyBaHHA Ta NO4anbLLOro crnoctepexeHHs. Bunagok
iNIOCTPYE 30aTHICTb FEHOMHOMO NPOdiNtOBaHHA BUABU-
TV MONEKYNAPHO-TeHETUYHI PyLWii 3aXBOPIOBAHHA Ta
3a6e3neynTi HanexHy AiarHOCTUKY i NiKyBaHHA Cimen-
Hux dopm MPLL3. Mpwn nnaHyBaHHi npodinakTnyHoOI
TUPEeoIAeKTOMIT pPeKOMEeHJOBAaHO OpPIEHTYBATUCA Ha
cTpatudikauito piBHA MyTaUiln reHa RET i TepmiHu npo-
BefieHHA MNpodinakTMYHOI TUPeOoiaeKToMii, 3anporno-
HOBaHi AMepUMKaHCbKOK TUPEOIfHOK acouiali€to.
BnpoBag»keHHA B KAiHIYHY NPaKTUKY MONeKynsapHO-
reHeTUYHOro [OCHifXeHHA 3 MeTOol [iarHOCTUKK
MPLLU3 pae 3mory o06’ekTMBi3yBaTV reHETUYHY JiHilo

3aXBOpPIOBaHHA y 6ionoriyHoi pofauHW. Y nauieHTKn
BMABNEHO MNAaTOreHHy repMiHanbHy MiceHC-MyTauilo
€.2304 G>T (p.E768D, CM020961) y reTepo3nroTHOMy
CTaHi, AKa HaneXxmnTb 4O MOMIPHOro PU3MKYy arpecums-
HocTi MPLL3. MoneKynapHo-reHeTUYHe AOCNigXeHHA
TakoX Oyno nposepeHe GiONOriuHI AUTMHI NaLieHT-
Ku — AiBuMHUI Bikom 4 pokiB. BuAaBneHo natoreHHy
MyTaLito B reHi CHEK2 c.470T>C(p.lle 157 Thr) y retepo-
3MroTHOMY CTaHi. Lia myTauia nigBuwlye pusnk po3su-
TKY paKy MOIOYHOI 3an03u B 2—3 pasu, 3@ HaABHOCTI
CiMEeNHOro OHKOJIONYHOro aHamHesy — B 4—5 pasis.
OKpim TOro, HasABHICTb Ui€l MyTauil NiABULLYE PU3UK
PO3BUTKY iHWNX TUNIB pPaKy: paKy LWIYHKA, KilUKiBHNKA,
npocTat, WwuTonomibHoi 3ano3n Towo. CBO€YacHO
BCTaHoBMeHU giarHo3 MPLU3 gae 3mory npusHaumTtu
aflekBaTHe JNiKyBaHHA Ha eTani AOKNiIHIYHWX BUABIB
3aXBOPIOBAHHA, WO MOXe 3HAYHO MOMIMNWNTA AKICTDb i
TPVBaniCTb XUTTA.

KniouoBi cnoBa: cimeliHa dopma MeaynapHOro paky
WwmTonodiobHoi 3ano3n, C-KNiTMHHA rinepnnasis, Kanb-
UMTOHIH, RET-NPOTOOHKOreH.

PE3IOME

KnuHunueckui cnyyaimn cemeriHon ¢popmbli
MeAyNNAPHOro paka WUTOBUAHOW XKenesbl

B. A. MNanamapuyk, B. B. BoiimeHko, H. A. lLlanoean,
T. B. Ozpusbko

YKpauHckul Hay4HO-npakmuyeckul yeHmp 3HOOKPUHHOU
Xupypauu, mpaHcniaHmayuu 3HOOKPUHHbLIX OP2AHO8
u mkaHel M3 YkpauHel, Kues

Ha gonio megynnAapHOro paka WUTOBUAHON »Kene3bl
(MPLLX) npuxogutca 5—10% oT BCex cryyaeB paka
WMTOBMAHOM ene3bl. bonbwnHcTBO cniyyaes (75 %)
HOCAT CMOpafnYecKnin XxapaKkTep, OQHAKO A0NA nauu-
eHToB ¢ MPLLPK n cnHgpomom cemeinHom npegpacno-
NOXXEHHOCTY ABMAETCA CAMOW BbICOKOW cpean 60NbHbIX
C nobblM CMHAPOMOM HacleACTBEHHOrO paka (npwu-
MepPHO 25 %), 1 3Ty BO3MOXKHOCTb CrieflyeT yunTbiBaTb
npu oueHke naumeHta ¢ MPLLK. MprBegeHo KNMHM-
yeckoe HabnogeHne cemerHoro MPLK. OcselleHbl
AVArHoCTNYecKne Kputepun 3aboneBaHus, pacCcMoT-
pEeHbl MONEKYNAPHO-TeHeTUYEeCKe acneKTbl, onpeae-
NeHune TaKTUKKN NeYeHns 1 ganbHenlero HabnaeHus.
Cnyvan unniocTpupyeT Cnoco6HOCTb FEHOMHOIO MPOo-
bunnpoBaHMA BbIABUTb MOJIEKYNAPHO-TeHeTMYecKme
ABvKUTENN 3aboneBaHna 1 obecneynTb Hagnexallyo
OVArHOCTUKY 1 neyveHne cemenHbix popm MPLLXK. Mpwn
NAAHNPOBaAHUM NPOPUIAKTUYECKON TUPEOUAIKTOMUN
peKoOMeHyeTCs OPMEHTUPOBATLCA Ha CTpaTUdMKaumio

80 Clinical Endocrinology and Endocrine Surgery / KniHiuHa eHBoKprHOOriA Ta eHA0KPUHHA Xipypria 1 (73) 2021



CLINICAL CASE / KNIHIYHUW BUMALOK

YypOBHA MyTauui reHa RET n cpokn npoBefeHunsa npo-
burnakTnyeckonm TUPEONASKTOMUN, NPeLNOKEHHble
AMepurKaHCKOM TupeongHom accoumaumen. BHegpeHve
B KIIMHUYECKYI0 MPAKTUKY MONEKYNAPHO-TeHETUYECKO-
ro nccnefoBaHmA C uenbto gnarHoctruku MPLLXK nosso-
nAeT o6 bEeKTUBM3NPOBATL FEHETUYECKYHO NTMHMIO 3a60-
neBaHus y bronormnyeckom cembu. Y naumeHTkm obHa-
py»eHa naTtoreHHasa repMrHanibHas MUCCEHC-MyTaUmA
C. 2304 G>T (p.E768D, CM020961) B retepo3mMroTHOM
COCTOAHUM, KOTOPAA OTHOCUTCA K YMEPEHHOMY PUCKY
arpeccuBHocT MPLUMK. MonekynAapHoO-reHeTuyeckoe
nccrnefoBaHWe Takxe 6bl10 MpoBegeHo Guonoruyec-
KOMYy pebeHKy naumeHTKM — [eBOYKe B BO3pacTe
4ropa. ObHapyxeHa naToreHHasa MyTauua B reHe
CHEK2c.470T>C(p.lle 157 Thr) B reTepo3nroTHOM COCTO-
AHUKW. DTa MyTauuA MOBbILLAET PUCK Pa3BUTUA pakKa
MOJIOYHOW »Kene3bl B 2—3 pa3a, Npu Hanuumm cemen-
HOro OHKOJNIOrMYeCKOro aHamHe3a — B 4—5 pas. Kpome
TOro, Ha/Inume JaHHOW MyTaLuuu MOBbIWAET PUCK pas-
BUTUA APYrMX TUMOB Paka: paKka »enyaka, KULWEeYHrKa,
npocTaThl, WMUTOBUAHOM xene3bl n ap. CBoeBpeMeHHO
yCTaHOBNEHHbIV AnarHo3 MPLL3 no3BonAaeT Ha3HaunTb
afleKBaTHOe JleyeHre Ha 3Tane JOKIMHUYECKMX Mpo-
ABJIEHUN 3a601eBaHNIA, YTO MOXET 3HAUMNTENIbHO Yyuy-
LWMTb KaYeCTBO M MPOJOIIKUTENbHOCTb KN3HN.

KnioueBble cnoBa: cemeiiHasa dopma MefynnsapHo-
ro paka WuTtoBuaHom xenesbl, C-KneToyHasa runepnna-
31A, KanbUUTOHWUH, RET-NPOTOOHKOrEH.

SUMMARY
Clinical case of familial medullary thyroid
carcinoma

V. Palamarchuk, V. Voitenko, N. Shapoval, T. Ogryzko

Ukrainian Scientific and Practical Center for Endocrine Surgery,
Transplantation of Endocrine Organs and Tissues
of the Ministry of Health of Ukraine, Kyiv

Medullary thyroid cancer (MTC) accounts for
5—10 % of all thyroid cancers. Most cases are sporadic
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(75 %), but the proportion of patients with MTC and
familial medullary thyroid carcinoma (FMTC) is the
highest among any hereditary cancer syndromes
(approximately 25 %), and this risk should be
considered when evaluating a patient with MTC. In this
clinical case study, case of FMTC has been elucidated.
Diagnostic criteria of the disease, molecular-genetic
aspects, treatment tactics and post-operative
observation findings have been presented. The case
study illustrates, the efficacy of genomic profiling for
the identification of molecular genetic drivers of the
disease and its role in ensuring proper and timely
diagnosis and treatment of familial form of MTC. When
planning prophylactic thyroidectomy, it s
recommended to focus on the stratification of the
level of RET gene mutation and the timing of
prophylactic thyroidectomy as proposed by the
American Thyroid Association. The use of molecular
geneticinvestigationsin clinical practice for diagnosing
MTC makes it possible to objectify the genetic line of
the disease in a particular biological family. The patient
was found to have a pathogenic germline missense
mutation ¢.2304 G> T (p.E768D, CM020961) in a
heterozygous state, which refers to moderate risk of
aggressiveness of MTC. In addition, molecular genetic
test was performed for the patient's biological child, a
4-year-old girl. Pathogenic mutation was found in the
CHEK2 gene, c.470T> C(p.lle 157 Thr) in a heterozygous
state. These mutations increase the risk of developing
breast cancer by 2-3 times, and by 4-5 times in the
presence of family history of cancer. The presence of
this mutation increases the risk of developing other
types of cancers such as stomach, breast, intestinal,
prostate and thyroid cancers. Timely diagnosis of
FMTC allows to formulate adequate treatment strategy
at the preclinical stage of the disease and can
significantly improve the quality and duration of life.
Keywords: familial medullary thyroid carcinoma,
C-cell hyperplasia, calcitonin, RET proto-oncogene.

Clinical Endocrinology and Endocrine Surgery / KniHiuHa eHBOKpYHONOriA Ta eHAoKpUHHa Xipypria 1 (73) 2021 81



