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OnucaHo reHeTHYHi, KJIiHIKO-IaTOJOrIYHi Ta MPOTHOCTUYHI OCOOIUBOCTI NePediry CHHAPOMIB MHOKHH-
HUX €HOKPHHOJIOTIYHMX HeOIlIa3iii y MalieHTiB 3aJie’KHO Bif BapiaHTa 3axBopioBaHHsA. Ha nmpuxiani
KJIIHIYHOTO BUMAJIKY PO3IJISHYTO NUISAXH MEIUKAMEHTO3HOI Ta XipyPriYHOi KOPEKIii MaToJ0TiYHIX MPO-
SIBIB CHH/IDOMY MHO>KMHHOI €HJJOKPUHHOI Heolia3ii 2A y XBOpOi.

Knouosi croea: mmoscunni endoxpumii neoniasii, en0OKpUHHI NYXJIUHIL, 2eHeMUYHUT AHATI3, CIMCTHUL aHaAMHEeS.

MuoxunHi eapoxkpunni Heorasii (MEH) Bin-
HOCATD /10 TPYTH PiAKICHUX CIAJKOBUX 3aXBOPIOBAHD,
SIK1 BpaskaloTh 3HAYHY KiJbKICTh €HJJOKPUHHUX 3aJ103
OJTHOYACHO 1 IIPU3BOJATD /10 YTBOPEHHS 3JI0SKICHUX Y1
JNOGPOSIKICHUX TTyXJIMH a60, K BUHSITOK, 10 301JIbIIeH-
HST PO3MIPY €HIOKPUHHUX OpraHiB 6e3 (opMyBaHHs
nyxsunu [1]. Ha tenepimniii yac po3pi3HsOTh YOTH-
pu rosioBHi Tuniu MEH-cunapomis: MEH1, MEH2A,
MEH2B i ne tak naBHo Buokpemienniic MEH4, mo
PO3PI3HAIOTHCS 3aJI€5KHO Bijl TOTO, SIKi 3aJ103U ypaske-
Hi. KoXeH i3 X CUHAPOMIB XapaKTePU3YEThCS JiT-
KHMM CIIEKTPOM KJIIHIYHUX MPOSIBIB, SIK TOOPOSIKICHUX,
TaK 1 3JI0SIKICHUX, a TAaKOX YHIKQJIbHOIO T€HETUYHOIO
cxunpHicTio. MEH-cunapomu ycnagkoByloTbca 3a
AyTOCOMHO-IOMIHAHTHUMH O3HAKaMU 260 MOXKYTh BU-
HUKATU CTOPAANYHO, TOOTO ¥ XBOPUX 6e3 CiMeHHOTO
aHaMHe3y TOAIOHNX 3aXBopIoBanb. OIHAK 1€ Po3Me-
JKYBaHHS MiK CIMETHUMU Ta CIIOPaINTHIMHA (hOpMaMu
JIOCUTH YMOBHE, OCKiJIbKY YJIEHU OJIHIEI POAMHHU, IO
Oysu xBopi Ha MEH, MoxyTbh moMepTu pasiiie, Hizk
y HUX PO3BUHYJIUCS CUMITOMHU XBOopoOu [2].

Y 1903 p. moacTBo momimasock mpo MEH-
cuaapoMm Binm Epaxatima, gkuil ommcaB KIJIIHIYHUN
BUMAJOK rimodizapHOi aJleHOMHU MapajeJbHO 3i
30iJIbIIIEHHSIM MAPAIIUTONOMIOHUX 3aJ103 Y XBOPOTO,
mo MaB o3Haku akpomeranii. Yepes 50 pokiB YH-
Jlepiajib i CIiBaBT. MPEJACTABUIN BiciM TMAIliEHTIB i3
CUHIPOMOM, KW BKJIOYaB y cebe ajeHOMU Tirmo-
(disy, mapamuronogi6Hol Ta MiANIIYHKOBOI 3aJ103.
Y 1954 p. Bepmep Bmepime miaTBepAHMB TimoTesy,
10 TaKi CMHIPOMHU YCIIAJKOBYIOThCS SK JOMiHAHTHA
o3Haka [3]. ¥ 1959 p. Xasapa Ta ioro KoJieru Biep-
Ie ONMUCANTU MEeAYJISIPHUN PaK MUTOMOMIOHOI 3a510-
3u (MPII[3), a Cinm gBa poku MoTOMy 3a3HAYMB,
mo MPII3 moxke nmoexryBatucst 3 ¢heoxXpoMOIUTO-
Mmoto [4]. Hlrafinep Ta cmiBaBT. y 1968 p. 3amporno-
HYBaJIM TEPMiH «MHOKMHHA €HIOKPUHHA HeoIl1a3isi»
Ta MO3HAYUIU CUHAPOM, onucaHHUN BepMmepowm, sk
MEH1, a Cinmiom — gk MEH2. Yepe3s mrictes po-
kiB Caii3mMop BIlepllle PO3TOPHYTO OXapaKkTepu3yBaB
kiainivai o3naku cuuapomis MEH2A ta MEH2B [5].
MEH1, saxuii TakoxX Ha3uBaOTh CUHAPOMOM Bepmepa,
BiH XapaKTEePU3YETHCS KOMOIHOBAHUM IOEIHAHHSIM
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IYXJIMH MapaluTONOMiOHNUX 3aJ103, KJITUH OCTPIBIIiB
MiIINIYHKOBOI 321031 Ta TePeIHbOI YaCTKU Tirmodi-
3y. OKpiM KX MyXJuH, y naiienTis is MEH1 Gyio
OINUCAHO MOKJIUBI KOMOiHAIl i3 HOBOYTBOPEHHSIMU
KOPH HaJHUPKOBUX 3aJ103, aHriodibpoMamu 06gIna4s,
KOJIATeHOMaMU Ta JINOMaTO3HUMU myxjauHamu. On-
Hak y Bunagky MEH2, axuii Takoxk Mae pyTy Ha3By
cunapom Cimrra, mo paniiie nazuaBcs MEH2A-
cuaapom, MPII3 Bunukae y crosydenHi 3 ¢peoxpo-
MOTIMUTOMOTO Ta TTyXJIHHAMU MapaniuTonoAiGHoI 3a10-
3u. Y Bumnanky nosisu y xsoporo MEH3-curapomy,
akuit Takok HazuBaioTh MEH2B-cunapom, MPII3
i heoxpoMoIuTOMa MOEAHYIOTHCS 3 Map(haHOINHOIO
CTPYKTYPOIO TiJla TAIli€HTa, HEBPOMaMHU CJIU30BOI
060JIOHKH, MeyTbOBAHUMU BOJIOKHAMHU POTIBKU Ta
BereTaTMBHOIO I'aHTJIIOHAPHOIO AUCHYHKIIEI0 KUII-
KiBHUKA, 1[0 TTPU3BOJUTD JIO PO3BUTKY METAKOJIOHY,
Ta 3 BUHUKHEHHSAM PIJIKICHUX MyXJIMH TapainTorno-
ni6noi 3amosu. MPII[3 MoKe TakoK pO3IJsAaTUCS
gak exunuii nposis cungapomy MEH2, i neit kniniu-
HUll BapianT xBopo6u Mae Hasy MPII3. Cungpom
MEH4, axuit mae Takox Ha3By MEHX, BussaseTocsa
SIK PO3BUTOK MYXJIMH HapaIluTONOAIOHOI 321031 Ta
MepeHbOi YacTKU Tinmoisy, Ski MOXYTh BUHUKATHU
y TIOEAHAHHI 3 TyXJTMHAMU PENPOJyKTUBHUX OPTaHiB,
HAJIHUPKOBUX 3aJ103 1 HUPOK [6].

MEH1 — 1e ayrocoMHO-IOMiHAaHTHE 3aXBOPIO-
BaHHS, SKe 3yMOBJIEHE MYTallisIMU y TeHi-cyInpecopi
BunukHenns nyxiaun MEH1, akuil xoxye 610-amino-
KUCJIOTHNN 010K — MeHiH. TaKUM YMHOM, BUABJICHHSA
MEH1 y namienTta Ma€ BaXJUBi HACJIIKU JJIsT 4Jjie-
HiB IOTO POAMHU, OCKIbKUA POANYi MEPIIOTO CTYIEHS
y TakoMy pasi MaioTh 50-BiICOTKOBUI PU3UK PO3ZBUTKY
3aXBOPIOBAHHS, 1 TAKUX XBOPUX JOCUTD 4YaCTO MOKHA
BUSBUTHU 32 JAOIIOMOToI0 MyTaliiinoro ananisy MEH1.
Kririuni mpossn MEH1 3HauHO0 BiZIpi3HAOTHCS MixK
co6010, ocKiTbkH 110B’s13aH1 3 MEH 1 myx/imHU MOXKYTh
3’IBASATUCS Yepe3 11 JIOKaJbHe 3DOCTAHHS, MyXJIUHHE
HaBaHTAKEHHsT a0 METacTasu, a TaKOK TOPMOHATb-
HYy Tillepcekpeltiio, 110 MOXKe IIPU3BECTU JI0 PO3BUTKY
criennDivHUX KJIIHIYHUX (PEHOTUIIIB, OB SI3aHUX i3
KJIIHIYHUMY CUMIITOMaM# TIEPBUHHOTO TileprapaTu-
Ppeoay, TPOJIAKTHHOM, akpoMeratii, xBopoou Kytiara,
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HasgBHICTIO TaCTPUHOMM Ta iHCyJinomu [7]. Hasas-
HICTb OJHOYACHO NIOHAWMeEHIIle BOX i3 TPhOX Xa-
pakTepHUX NyxJauH (rimodisy, mapamuTonogiOHuX
3a/103 ab0 OCTPIBKIB MiANIYHKOBOI 3aJI031) BCe IIE
BBakaeThcs nmatoraomivauM st MEH1-cuaapomy.
[Torouni pexomeHnzmallii KIiHIYHOT MPAKTUKKU OTUCY-
I0Tb TpU KpuTepii aiarnoctukn MEH1: 1) renernu-
HUT — HassBHICTD Bigomoi myTariii MEH1, nezanexuo
BiZl KIiHIYHMX uM GioMeXaHIYHUX O3HAK; 2) ciMmeii-
HUW — BUHUKHEHHS IoHanmenme oxnieli MEH1-
acOoIIOBAHOI MyXJIMHN Yy POAAYA TEPIIOTO CTyTeHs
3 MEH1; 3) kiiHiuHUil — BU3HAYAETHCS BUHUKHEH-
HSM [IPUHAWMHI IBOX 13 TPHOX XapaKTePHUX IyXJINH
(rinodisy, mapaimuronoai6bHoi abo miAMIYHKOBOIL 3a-
s103m). OiHAK KIHIYHAE KPUTEPIH J0CI 3aIUIIAETHCS
MpeIMETOM IMCKYCill y HAyKOBOMY cepeioBuili. /[Ba
CUHJIPOMM, SIKI CJIiJ] PO3TJISI/IATA Y TAIIEHTIB, 1110 He
MaioTh MyTaltii MEH1, ane kaiHiuHO cX03Ki HAa HBOTO,
e MEH4 rta cimeiinuii agenomarto3s rinodizy. Yie-
HaM IepIIoTOo CTYIeHs 3 poaunu naiienTis i3 MEH1
Ma€e OyTH SIKHAMTIIBU/IIIIE 3aMTPOTIOHOBAHO T€HETHYHE
tectyBaHHA [8]. CUMIITOMU TAaCTPUHOMU y XBOPHUX i3
MEH1 BrJro4aroTh giapero Ta 6iib y BepXHiil yacTuHi
JKUBOTA Yepe3 BUHUKHEHHST BUPA3KOBOI XBOPOOHU Ta
e3oarity, a yckJIaJHEeHHS BKJIIOYAIOTDh Mepdopariiio
Bupasku abo kposoreuy. O6CTEREHHS HA IEPBUHHUI
rirneprapaTupeo3 Ma€ BKIIOYATH MIOPIYHY OIIHKY KOH-
IEHTpaIlil KaJbI[i0 Ta TAPATTOPMOHY B TIJ1a3Mi KPOBI.
Incyninoma Moske Gyt ieHTH(DIKOBAaHA paHille mep-
BUHHOI rinepKaJybIliEMil, TOB’sI3aHOI 3 rinepriapaTupe-
o3oM. [inorsikemisa micsas mBUAKUX a00 IHTEHCUBHUX
(piznuHMX HABaHTAKEHD i3 TTOKPAIIAHHIM CUMIITOMIB
MICTIST TPUHOMY IYKPY — KJIACUYHUN KITIHIYHUN TIPOSTB
3axBopioBaHHsA. CHUHJPOM IJIIOKAarOHOMHU CKJIQJIAETHCS
3 BucHIy (HEKPOJITUYHA MITpyfoua epuTema), BTpaTu
Baru, aHopekcii, anemii, fiapei, BEHO3HOTO TPOMGO3Y
ta cromatuty. OOCTEKEHHST XBOPUX i3 MiJI03POI0 HA
HasIBHICTb TacTPONAHKPEATUYHUX HeWPOeHIOKPUH-
HUX TyXJIMH Ma€ BKJIOYATU K MiHIMyM MIOPIiYHY
6ioximMiuHy OIIHKY HPOMIJiB TOPMOHIB IIIYHKOBO-
KHUIITKOBOTO TPAKTy y TJIa3Mi KPOBI HaTmiecepiie, saKi
CKJIQNIAIOTBCSA 3 BUMIiPIOBAaHHS TaCTPUHY, TJIIOKATOHY,
Ba30IHTECTUHAJIBHOTO HOJIiHeHTI/I/:[y, NaHKpeaTuIHoO-
IO TOJHIEITHY, XPOMOTPaHity A Ta incymniny i3 cy-
MPOBIHUM PIBHEM TJTIOKO3H HATIIECepIie. 3anporo-
HOBAHO TaKOX MiHIMaJbHUN IIPOTOKOJ Bizyasizallil
MyXJIWH, 1[0 BKJIOYAE TTAHKPeaTU4yHe i yoJ/ileHaIbHe
00CTeKEeHHS 3a IOTTOMOTOI0 MATHITOPE30HAHCHOI TO-
morpadii (MPT), xomm’'toreproi tomorpadii (KT)
a60 eHIOCKOIIIYHOTO YIbTPa3ByKOBOIO JOCIIIKEHHS
(Y31) mopoky. BioximMiyHu#l CKPpUHIHT MyXJIUH Ti-
noizy 3a7eXuTh Biji KJIIHIYHOTO CY/’KEHHS Ta Ha-
SIBHUX MICI[€EBUX PECYPCiB i MOKe BKJIOYATH IIOPIU-
HY OI[iHKY PiBHIB MPOJIAKTHHY Ta iHCYJIHIIOAIOHOTO
ropmony pocty — 1, a takoxk MPT rinodizy xoxai
3-5 pokiB [9]. ¥ mnamienriB i3 MEH1 tpuBamicTts
JKUTTS 3MEHIIEHA, a Pe3yJabTaT MOTOYHUX METOJIB
JIIKYBaHHSI, SKi, SIK TPaBUJIO, AHAJIOTIYHI TAKUM TIPH JIi-
KyBaHHI BIIMOBIAHNX MyXJINH y TarienTis 6e3 MEH1,
HE € HACTLJIbKU HOOPUMH Yepe3 MHOKUHHI Iy XJIUHH,
SKI MOKYTb OyTH OiJIbIll arpeCUBHUMMU, MAaTH IBUJIKE
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301/IbIIEHHSA Macl I METACTa31B, a TAKOK BUABIATUCI
CcTiikuMU 710 JiKyBaHHA. [IpoTHO3 /s TTAIli€EHTIB i3
MEH1 Moxe 6yTu MOJINIIEHUI MIISXOM PaHHbOIO
BUSIBJIEHHSI IIyXJIMHU Y Ge3CUMITOMHIi (asi 3axBo-
PIOBAaHHS Ta MPOBENEHHS CendiTHOro JiKyBaHHS.
Takum YMHOM, PEKOMEHAYETHCS PETYISAPHUM OTJIS]T
naiienTiB i3 cungpomom MEH1 Ta uieniB ixuix ci-
Mell MyJIBTUAUCIUIIIHADHUMU TPyIIaMu JIiKapiB, 10
CKJIATy SKUX BXOJSATH BIATOBiHI (haxiBIli 3 10CBiIOM
JIIAaTHOCTHUKY Ta JIIKyBaHHS eHJ0KpUHHNX myxsnH [10].

Cungpom MEH2A Tpamnserncss HaliuacTilre,
MepHIon MaHidecTallielo XBOpoOu € MeryasipHUul
pak muUTonoAiOHOI 3aJ1031 3 acoLilloBaHOIO (Peoxpo-
MOIUTOMOIO, IO 3’BJISETbCA Y TpeTiii abo yersep-
Tl ZeKaji KUTTS, a HaimisHinie 1 HalOiAbII PigKo
y XBOpPOTO BHUHMKA€ IIEPBUHHUI TrilleprapaTupeos.
[lomaTKkoBO TaKOX pO3Pi3HSAIOTH BapiaHTH I[HOTO
CUH/IPOMY 3TiJTHO 3 HAsIBHICTIO CYNIPOBIIHUX CTaHiB.
Kaacwmunuit MEH2A xapakrepusyetbes MPIIL3, deo-
XPOMOIIUTOMOIO Ta IMEPBUHHUM TilleplIapaTHPEO30M.
IcnytoTh Takox Tpu nomaTkosi Bapianti: MEH2A 3i
MKIpHUM aMinoifo3om y Burisai aumao; MEH2A
i3 cymposigHoo xBopoboro TipimmnpyHra i ciMmeiiruii
MeIyJAPHUIN pak IUTOMOAIOHOI 3a1031, SKUU [ia-
THOCTYETDHCSI, KOJIU Yy TAIliEHTA € aTOTeHHUH BapiaHT
3apoakoBoro kanany RET nporoonkoreny Ta MP3I1]
i Hemae ciMeliHOro aHaMHe3y (eoXpOMOLUTOME abo
rinepmaparupeosy [11]. Cunapom MEH2B, sk i itoro
ananor MEH2A, mae ycnagkoBaHy CXWUJIBHICTH /10
MPII3 i mosgBu HeoXpoMOIUTOMH y XBOPOTO, TO-
ni6uo 1o MEH2A, ane ypakeHHs HapaTHUPEOiTHUX
3a03 He BigOyBaerbcs. Ilamientn 3 MEH2B ma-
I0Th HATOMICTh CYIPOBIiZHI HEBPOME CIM30BOI 060-
JIOHKY, KUTIKOBI TAaHTJIIOHEBPOMH Ta MapdaHOIIHY
O6yznoBy tinma. Kuiniuni nposisu MEH2-cunapomis
MOXYTBb BKJIIOYATH €Mi30IMYHY MiTJUBICTH, iapero,
apTepiaJibHy TillepTeHsi, cBepOiXK ypasKeHOl [iJIsTH-
KU TIKipu ab0 CUMOTOME CTUCKAHHSI YepPe3 IMOSIBY
MacCUBHUX YTBOPEHb y MIiJAHIN 1ui. Y TMAIi€HTIB i3
TilepKaJbIIEMIEI0 MOXYTb CIOCTEpiraTucs 3akpe-
U, MoJiypist, moJiguncis, mpobieMu 3 TTaM 'STTO,
nempecisi, HepoTiTias, HEMEPEHOCUMICTh TJIIOKO3H,
ractpoe3odareanbHuii pedaOKC Ta 3HAYHA BTOMA,
3arajbHa CIa0KiCTh, iICHYE€ TaKoX Oe3CHMITOMHMUIA
BapiaHT 3aXBOPIOBaHHS. XapaKTepHUM € PO3BUTOK
OCTEOT0PO3y BHACTIIOK BTPATH NIJIBHICTI KICTOK i
JIIET0 TiBUIIEHO] KOHIEHTPaIlil mapatropmony. Kiri-
HIYHUMHU TIPOSIBAMU BUHUKHEHHS (heOXPOMOIIUTOMU
y TaKUX XBOPHUX € MiJBUIIEHHS apTePiabHOTO TUCKY
(AT) (sk mocriline, Tak i HapOKCI/ISMaJIbHe) Ta me-
ploquHe CepL[e6I/ITT5{ Y Jesdkux mali€eHTiB crocre-
piraloThest €mi3ou MTAUBOCTI Ta TOJTOBHOTO GOJIIO,
a y xBopux Ha nommupennit MPII[3 moxe BunmkaTu
nmiapest BHACJIZIOK Ti/IBUINEHUX PiBHIB IpocCTarjiaH-
IUHY a00 KaibIUTOHIHY. XPOHIYHIIT 3aKpel MpuTa-
ManHunii narientam i3 MEH2B, Bin € pesymisratom
rinepruiasii BHyTPINTHIX BETeTaTUBHUX TAHTJIIN CTIHKU
kumikiBaUKA. [IIkipHNT amMinoi03 y BUTISII JUTIA0
y narieaTis 3 MEH2A moxke BUSABIATHCS MHOKWH-
HUMU CBePOJISAYNMH, TITIEPIirMEHTOBAHUMU, JTMXEHO-
iMHUMUY TayJIaMu y JIOTATKOBIH AligHI ciiman [12].
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Ili ypakeHHs1 1MOB’si3aHi 3 BiIKJaJeHHIM 3MiHEHUX
IIUTOKEPATUHIB PiJillle, Hi’K MENTU/IiB, 10 HATaAyIOTh
KaJIbITUTOHIH. PaHile moBiIoMIISLIOCS T TIPO JIepMaib-
Hy rinepHeBpito (HasABHICTH 301IbLIEHHX, TiepTpodiy-
HUX MI€JIHI30BaHUX Ta HEMIEJNIHI30BaHNX HEPBOBUX
BOJIOKOH Y JIepMaJIbHOMY HIapi MKipu) Ta MHOKWH-
HUX CKJIEPOTUYHUX (HiOPOM Y POAUHAX i3 CIMEITHOTO
MeLYyJIAPHOI0 KapIMHOMOIO LIUTOIOAIOHOI 3a/1031.
¥ namientis i3 cungpomom MEH2B cnocrepiraetbcsa
MapgaHoiiHa CTPYKTYpa Tija i3 BUHUKHEHHSM BHUCO-
KOTO J[yroBOro misHeOiHHs, pectus excavatum (BUPBO-
nofibHa Gopma TPYAHOI KIITHHU), TBOCTOPOHHBOTO
pes cavus (BiIXUJIEHHS [ePEHbOTO BiJJIiy CTOTHU
y HANPAMKY BEJIMKOTO TaJblis) i ckoJiody. Helipomu
Ha TOBiKaX, KOH IOHKTUBAJIbHII 000JIOHII, CAN30Bill
000JIOHIII HOCa Ta TOPTaHi, A3UI Ta Ty6ax — JOBOJII
YacTi «3HAXiIKW» y TaknX XxBopux. llaiienTn Takox
MarTh BUPaxkeHy TimepTpodito ryd, BHACTIIOK YOTO
BUHUKA€E xapaktepHa ¢dopma i Bupas obimuus [13].
TeneTnyHe TeCTyBaHHS TaKOXK € OCHOBHUM METOJIOM
niarnoctuku cuuapomis MEH2. ¥V pasi mosxknmBocTi
HeoOXiJHO TIPOBECTH MeHeTHYHIIl CKPUHIHT Ha MyTa-
11ii 1epeKoI0BaHOTO 11iJf Yac TpaHcdeKIlii IpoTOoH-
koreny (RET), axuit konye TPK y Bcix BusBieHmx
MOTEHIIaTbHUX TAIli€HTIB. JAKI0 MyTallisi BCTaHOB-
JIeHa, CJIJ[ TaKoK OOCTEKMUTH I 4JIeHiB POAMH, SIKi
nepebyBaioTh y rpymi pusuky. s ineHTndikoBaHuX
ocib i3 HasgsBHOIO MyTaliero abo AJIs Jroleid, sKi me-
pebyBaoTh y Ipymi PU3HKY, GIOXiMIYHUN CKPUHIHT
CKJTA/IAE€THhCS 3 YCTAHOBJEHHS CUPOBATKOBUX BUXi[l-
HUX PIiBHIB KaJbIIMTOHIHY, PiBHS KaJbIlil0 Ta TOP-
MOHY NapallUTOIOAIOHOI 321031, a TAKOXK H00OBUX
KOHIIEHTPAI ! KaTexoJaMiHiB Ta MeTaHePUHY B cedi
XBOPUX (V11 CKPUHIHTY TaKOK MOKHA2 BUKOPHUCTO-
BYBaTHU piBeHb MeTaHepUHY B TI7Ia3Mi KpoBi). Akino
piBEHD KaJBIIUTOHIHY TallieHTa mepefyBae y Mexax
HOPMH, TECT Ha CTUMYJISIIIIIO 3 TIEHTATACTPHHOM Ta,/ab0
Ca++ Moske OyTH BUKOPUCTAHMIl K OPIEHTHD IS
OLIHKK HeoOXigHoCTI MOAUGDIKOBAHOI AMCEKI] 1Iui.
[TamienTam, SIKUM yCTAHOBJIEHO /IiaTHO3 MeYJIIPHOI
KapLUUHOMM IIUTOIOAIOHOI 31031, HEOOXIIHO MPO-
BECTH HEOJHOPA30Be BU3HAUEHHS PiBHIB KaJbINTO-
HiHy (3 TPOBOKAMiHHUM TecToM abo 6e3 HbOTO) Ta
TECT Ha KapUMHOeMOpiOHAJIbHMI aHTUTEH i3 METOIO
BU3HAYEHHs XapaKTepy 3aXBOpioBaHHs (CTiliKkuii abo
pernuauBytounit BapianT). HeajmekBaTHo miiBUIIEHII
piBeHb MapaTTOPMOHY TI0 BiJTHOIIEHHIO /10 PiBHIB CHU-
POBATKOBOTO KAJIBITII0 MOKE CBiIYNTH TTPO HASIBHICTD
IIepBUHHOrO Tineprapatupeosy. JKINo y Takux XBo-
pux 1000Bi piBHI Ka/bllilo y cedi HU3BKI, CIix ypa-
XOBYBATH HASBHICTh CIMEMHOTO TilTOKAJIBIIyPIYHOTO
rinmepkajbIliEMiYHOTO cuHpomy [14].

3rigno 3 pesyasratamu pociimkenns N. S. Pel-
legata et al. [15], y 19 xBopux i3 MEH4 6yso Bu-
aBjeHo 16 pisHUX MyTalliii, i 10Ci JUIIAETHCS 3araj-
Ko10: uM cx0:xi kiiniuni penornnu MEH1 ta MEHA4.
[Tyx/IMHY apaIiuTONOAIOHOI 3a/1031, SIKI IPU3BOASATH
IO TIEPBUHHOTO TillepIapaTUPeosy, € HalbiIbIT YacTo
3apeeCcTpPOBaHUM THUIIOM HOBOYTBOPEHD Y NAII€HTIB i3
MEH4, ane crioctepira€rbcs i BAHUKHEHHS Y TaKUX
XBOPUX HEHPOCHIOKPUHHUX MyXJIUH — rinodisy, Ha-

HUPKOBHUX 3aJI03 Ta €HTEPOIIAaHKPEATUYHHUX, & TAKOXK
ITyXJINH, 1[0 BPAXKAIOTh HEEHJIOKPUHHI opranu (JIinomMu
Ta MeHiHTioMn) [16]. 3ayuinaeTbcst HeBU3HAUYEHUM, Y1
iCHY€ TIPSIMUI 3B’$I30K MiXX T€HOTHUIIOM i (DEHOTUTIOM
y mamienTiB i3 MEH4, a excripecuBHicTh Ta po31o-
BCIO/PKEHHS 3aXBOPIOBAHHA JIMIIIE YACTKOBO OTIMCAHO.
3Bitu npo cerperaitiio ¢henotunry MEH4 3 myTaitieio
y CDKN1B y KiJIbKOX MOKOJIHHSX AyKe 0OMEKeHi.
N. S. Pellegata et al. [15] Takox HmOBIZOMUJIM HPO
naroreHHu# BapianT i3 myTaiieio CDKN1B y aBox
cecrep, mo Maau MEH1-noaibHuii peHOTHIT 3aXBO-
pIOBaHHS. AHAJI3 TANJIOTUITY TTOKA3aB, TII0 MyTOBAaHUH
ajiesib OyJIO yCIagKoBaHO Bijg 6aTbKa 3 AiarHO30M
akpoMmeramig. Takuil BUIAMOK MiATBEPIKYE ayTO-
COMHO-/IoMiHaHTHe HacainyBanHs MEH4-cunnpomy.

ITix HaMM criocTepexxeHHSIM TepebyBaa 52-piuHa na-
LIiEHTKA, TOCMiTali3oBaHa y KJIiHiKy 3i cKkapraMu Ha HyJOTY,
migsuiieHHst AT mo 180/100 MM pT. CT., 3arajbHy CJIAOKICTh,
OI0BaHHS, BUpaXKeHU OOJIbOBUI CUHAPOM Y KiCTKax Ty-
Jy6a, 3HMKeHHS Macu Tila Ha 20 kr. [ToripiieHHsT cTaHy
Big3Hauae i3 2017 p., Koau Briepiie 3’SIBUJIMCS CKapru Ha
3arajibHy Cl1a0KicTb, Oijib y KicTKax, migBuileHHst AT Ta OyB
BcTaHoBiaeHui aiarHo3 MPII3. B anamHe3i — cermeH-
TapHa pe3eKllisl NUMTONoAiOHO1 3am03u. B aHamMHe3i XUTTsS
KJIIHIYHO BaXJIMBUX (PakTOpiB HE 3HAUIAEHO, CBITUEHHS
PO MOXJIMBUI CNAAKOBUI1 XapaKTep 3aXBOPIOBAHHS Bil-
cyTtHi. Ilim yac 00’€KTMBHOIO OIISIAY MPUBEPTaB yBary 3a-
rajJbHUMI CTaH cepeaHbOl TSKKOCTI 3a paxXyHOK 00JIbOBOro
CUHJpPOMY Ta BUPaxXEHOI 3arajibHoi ciabkocTi. Maca Tina
xBopoi — 34 kr, 3pict — 150 cm. IpynHa ximituHa Kido-
CKaJIIOTUYHO 3MiHEeHa, 4acToTa AMXaHHsS — 16 3a XBUJIUHY.
AT min yac obcrexxeHHs 95/70 MM PT. CT., IIYJIbC = YACTOTi
cepLeBMX CKOpoYyeHb — 72 3a XBUJIMHY. MexXi cepueBoi
TYIIOCTi Y HOPMi, ayCKyJBTaTUBHO TOHM CEpIIsl TIPUTITyIIe-
Hi, pUTMiUHi, maToNOriYHUX yMiB Hemae. LllutonoaioHa
3aj103a 30iJIbIIIEHa 3a PaxXyHOK JIiBO1 YaCTKU, MaJIbIIaTOPHO
Y HUXKHBOMY MOJIIOCI BUPI3HSIETHCS BY3/10MOAIOHE YTBOPEHHS
3x1 cM, M’sike, 6e36osmicHe. By10 BCTaHOBIIEHO MONEpeaHii
niarHo3: MEepBUHHUI Tinepnapatupeos, TSKKUN, aJjeHoMa
MpaBoi MapaluTonoAioHo1 3a03u, dheoxpoMoiuToma (?).
[lin yac obcTexXeHHS Bi3HAYEHO TaKi KJiHIYHO 3Hauyllli
3MiHU y JIaOOpaTOPHUX JOCTIIKEHHSIX: TiMepKaabLiEMisT —
3,85 mmonw/n (2,25—-2,75 mMonb/n), rinodocharemis —
0,78 mmonw/n (0,87—1,45 MMoub/), MiABUILEHHS PiBHIiB
ioHi3oBaHOrO Kaubliito — 1,9 Mmosb/a (1,09—1,35 mmorb/),
3arajbHUi 6ioK — 76 1/1 (64—83 r/1), aje He3HAYHA
rimoanbbyMiHemiss — 55,55 % (56—66,8 %), KkpeaTuHiH
kpoBi — 50,4 Mxmoinb/n (9—30 MKMOIB/1T), KIyOOUKOBA
dinprpanist — 109 mi/xB (110 MJ1/XB), IJIiIKOBaHUI1 TeMOIJIO-
6iH — 5,6 % (Hopma), AcT — 43 On/n (no 40 On/n), AnT —
37 On/n (mo 41 On/m), mpote myxHa pocdaraza — 305 On/x
(98—279 On/n). TopMoHaNBHUIT CcTaTyC. MapaTTOPMOH —
105 nir/ma (9,5—75,0 nr/mit), TOpPMOHU ITUTOTIONIOHOT 3a-
JIO3W — CYOKJiHIYHUI rimotupeo3. Crin 3ayBaxXuTH, 110
KOHIIEHTpallisl 3arajlbHOr0 KaJibLilo 3aJeXXUTh Bill KOHLIEH-
Tpauii OiJIKiB r1a3Mu, a caMe aJabOyMiHiB, TOX 3HUXKEHHS
anbOoyMiHeMii Ha KoxHi 10 T/1 (Hmxue 40 1/71) 3MEHIIY€E
kanbiriemio Ha 0,2 mmonb/n. EKI obcTexxeHHS: pUT™M
CUHYCOBUI, TTOPYIIEHHS] BHYTPIITHBOILIYHOYKOBOI TPO-
BiIHOCTi MO 3aAHiii CTiHII JiBOro ILIyHOUYKa, TimepTpodis
MioKapa JiBOro HjyHOuYKa. YIbTpa3ByKOBE OOCTEXEHHS
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IIUTOITOMIOHOI 3aJT03M: KYJIbTS MPaBOi YaCcTKU — 4x2x1 cM,
KYJIbTS JIiBOi YacTKM — 4x2x1 cM, mepenmmitok — 6e3 oco-
OJIMBOCTEI, Y HUKHBOMY TTOJIIOCI KYJIBTi JIiBOT YaCTKU — MyX-
JIMHOMOIiOHE YTBOPEeHHS 3x2 CM, po3MillieHe 3a I'PyIUHOIO.
TlauieHTKy Oyj0 HampaBieHO AJ YTOUHEHHS JiarHOo3y Ha
KT, 1o nmokaszana ameHoMy JIiBOT HUXKHbBOI MapaliuTonomio-
HOi 3251031 3x2 cM, iHIII MapalIuTOIOAIOHI 3aJI03U BilICyTHi.
3HaliieHO MyXJAMHY JiBOi HAZHUPKOBOI 3a/103U 4Xx5 CM,
MeTacTa3u y perioHapHi JiMpoBy31u BiacyTHi. [IpuzHayeHo
JIOAATKOBE OOCTEXEHHSI ISl MiATBEPIXKEHHST aiarHo3y deo-
XpoMoLuToMu: MetaHedpuH — 116 rir/1 (Hopma g0 90 rir/x),
HopMmetaneppuH — 270 nir/n (Hopma — mo 190 mir/m), Bim-
HOIIIEHHS aJIbAIOCTepOHY 110 peHiny — 4,2 (HopMma 3,8—7,7),
piBeHb 17-KeTocTepoiniB y 1000Biit ceui — 23,4 MKMOJIb/T
(22,18—62,47 Mmxmomb/i). ITiciist BCTAaHOBICHHST OCTATOYHOIO
niarHosdy: cuHapoM MEH2A, nepBuHHMI rinepnapatupeos,
3MilaHa ¢popma, TSKKUiA nepeoir; ¢heoxpoMoluToma JIiBoi
HaJHUPKOBOI 3aJ103U, NTapoOKCHU3MaJibHa (DopMa; BTOPMHHA
€HIIOKpPMHHA apTepiajbHa TilePTeH3isl 2-T0 CTyIEeHsI, PU3UK
BUCOKMIi; MeTaboJIiyHa KapaioMiorarisi; XpoHiuHa ceplieBa
HeaocTaTHIicTh 1-i cranii, 1-ro ()yHKIiOHAJILHOTO Kjacy 3a
NYHA, nauieHTKy Oys0o HampaBJieHO Ha XipypriyHe BuIa-
JIGHHSI TIyXJIMHU MapalluTONnoIiOHOl 321034 3 METOI0 YHUK-
HEHHSI MaJlirHi3allil Tpolecy Ta KOpeKIii rinepkaiblieMil,
TaKOX OYJIO TIPU3HAYEHO BilMTOBiAHE JTiKyBaHHS BTOPMHHOL
apTepiajibHOI TiMepTeH3il aHTUTINTepTeH3UBHUMMU TIperapa-
TaMu Ipynu anbda-0J10KaTOPiB.

[Iporno3 mng mamientiB i3 MPIIL3 3MmiHOETHCS
3aJI€)KHO BiJi cTajil 3aXBOPIOBaHHS Ha MOMEHT yCTa-
HOBJIeHHS fiarHo3y. Okpim Toro, MPIIL3, mos’si3armit
i3 MEN2B-cuHapoMOoM, € HalOIIbII arpeCUBHUM, TOJI
gk MPIIL3 3a BigcyTHOCTI 3JI0KiCHUX YTBOPEHD iH-
ITUX €HJJOKPUHHUX OPTraHiB € HAaMEHIII arpeCUBHUM
[17]. dng xBopux i3 MEH2A, okpim cBo€uacHOi cuH-
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MHOKECTBEHHDBIE OHIOKPUHHDBIE HEOIIJIASUU
B IIPAKTUKE TEPAIIEBTA 1 BPAUA CEMEITHO MEJIUITHBI

E. C. MAXAPUHCKA4, B. 1. [TIOJKAP, O. B. IOPOIIEHKO, M. . LIEBUYYK

Omnucanbl reHeTHYECKHE, KIMHHKO-IATOJOTNYECKHE U MPOTHOCTUYECKHUE OCOOEHHOCTH TEYEHHS CHH-
JIPOMOB MHO’KECTBEHHBIX YHIOKPHHOJOTHYECKUX HEOIUIA3Hii y NAIMEHTOB B 3aBUCUMOCTH OT BapUaHTa
3aGoneBannsi. Ha npuMepe KIMHMYECKOro CIy4asi PACCMOTPEHBI IyTH MEANKAMEHTO3HON U XHPYPIU-
4eCKOil KOPPEKIHMH NATOJOTHYECKUX MPOSIBIECHUI CHHAPOMAa MHOKECTBEHHON HIOKPUHHON HeoIUa-
3uu 2A y GOJIbHOIA.

Kniouesvie crosa: mmoncecmsenvie 3HOOKPUHIDIC HEONAAZUU, FHOOKDUHHBLE ONYXOJU, 2CHEMUUECKUL AHa-
AU3, CeMEUNbLUL aHaAMMHe3.

MULTIPLE ENDOCRINE NEOPLASIA
IN PRACTICE OF PRIMARY CARE AND FAMILY PHYISICIANS

0.S. MAKHARYNSKA, V. 1. POZHAR, O. V. DOROSHENKO, M. I. SHEVCHUK

Genetic, clinical and pathological as well as prognostic features of multiple endocrine neoplasia syn-
dromes in patients depending on the disease type have been described. On the example of a clinical
case, the ways of medical and surgical correction of pathological manifestations of multiple endo-
crine neoplasia type 2A syndrome in a patient were considered.

Key words: multiple endocrine neoplasia, endocrine tumors, genetic analysis, family history.
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