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OpchanHI 3axBOpOBaHHA A Tponero,
B eHAOKpUHONOrII

LY «IHCTUTYT eHaoKpuHONorii Ta 06MiHy peyoBuH iM. B.I. KomicapeHka HAMH YkpaiHu»

Pesiome. Meaviko-coljianibHe 3HaueHHs eHIOKPUHHIX OpdaHHMX 3aXBOPIOBaHb OOYMOBNEHO TPYAHOWAMY B fjiar-
HOCTWL Ta NiKyBaHHI, @ TaKOX HECNPUATINBUM MPOTHO30M i BMCOKOIO YacTOTOK iHBaMiAM3aUii NalieHTiB i3 i€
natonorien. OcobnmnBo Lie CTOCYETbCA TaKMX 3aXBOPIOBaHb, AK aKpOMeranis Ta MHOXVHHA eHJOKPUHHA Heoma-
3i4. B €Bponi icHye cneuianbHa Nporpama, Aka HanpaBneHa Ha BUPIWEHHA PI3HOMAHITHUX NUTaHb WOAO AiarHOC-
TUKK, NiKYBaHHA Ta COLianbHOro 3abe3neyeHHs nalieHTiB 3 ophaHHMK 3aXBOPIOBAHHAMM. EBPOMENCHKNY MPOEKT
«OpdaHeT» NiATPUMYETbCA [ePKaBHUMI CTPYKTypamK, 06'efiHyE iHGOPMALLito LOAO PIAKICHYX 3aXBOPIOBaHb NPakK-
TUYHO Y BCiX EBPOMENCHKMX KpalHax i BKMOYAE €BPONENCHKI, IHTEPHALIOHAbHI, HaLIOHabHI Ta PerioHanbHi pee-
CTpu opdaHHUX 3axBOPIoBaHb. B YkpaiHi onybnikoBaHo Haka3 MiHictepcTa oxopoHu 300pos’a (MO3) Ykpaiu Bia
27.10.2014 p. Ne 778 «[1po 3aTBEpmKEHHA Nepeniky piakicHMX (OpdaHHKX) 3aXBOPIOBaHbY, AKMM OILINHO 3aTBEp-
axeHo 302 Ho3onorii, Wo BigHeceHi Ao piAKiCHWX 3axBoptoBaHb. Cepe opdaHHNX 3aXBOPIOBAHb BKa3aHo 61 piakic-
HY eHOKPUHHY XBOPOOY (30Kpema, po3nafu XapuyBaHHA Ta NMopyLeHHs 0OMiHY PEUOBHH), @ TaKOX NMPUPOKEHI
BaJM PO3BMTKY, XDOMOCOMHI aHOManIT Ta PIAKICHI HOBOYTBOPEHHS, Y BU3HAUYEHHI TaKTVIKWN BEAEHHA AKMX NiKap-eH-
AOKpUHOnor bepe be3nocepeHio yuacTb. OCTaHHIM YaCOM 3POCTAE YacTOTa BUABMEHHA OpGaHHIX 3aXBOPIOBaHb,
30Kpema i eHAOKPUHHYIX. [TpUUMHOI0 LibOrO MOXKe OyTV NOKPaLLEHHA METOAIB IHCTPYMeHTanbHOI Ta 1abopaTopHOI
RiarHOCTVIKW, BUKOPWCTaHHS reHeTUYHMX METOLIB JiarHOCTMKM Ta Binbl LMPOKa 0bi3HaHICTb Nikapis pi3HMX creLyi-
anbHOCTEN WOAO PaHHiX NPOABIB 0pdaHHKX 3aXBOPIOBaHb. B YKpaiHi npobnema opdaHHYIX 3aXBOpioBaHb TpUBauii
uac nepebysana B iHepTHOMY CTaHi. IHiliauia yxBaneHHA HauioHanbHOi cTpaterii 3 NpodinakTvku, fiarHOCTUKM Ta
NiKyBaHHA PIAKICHKX (OpdaHHKX) 3aXBOPIoBaHb B YKPaiHi CBiUMTb MPO BU3HAHHA NPObeMM Ha iepKaBHOMY PiBHI
Ta Ja€ MOXKNMBICTb BUPILLIEHHA NUTaHb CBOEYACHOIO BUABEHHS i NiKYBaHHA PiAKICHKX 3aXBOPIOBAHD, a TaKOX 3abes-
neyeHHs NaLieHTIB KMUTTEBO HEOOXiAHWMI NIKAPCbKMMM 3aCO0aMM.

KniouoBi cnoBa: eH10KpUHHI OpdanHHi 33aXBOPIOBaHHS, akpOMeranis, MHOXVHHA EHAOKPUHHA Heomnnasia.

Y 1983 p. 8 CIIA 06ysio mpuitHATO 3aKOHO-
nasumii aktT «Orphan Drug Acty, 3aBasiku sikomy
BIIEpIIIE TIPO3BYYaB TepMiH «opdaHHi XBOpoOU»
ta BusHaueHo 1600 pigkicHux XBOpob HEBiIO-
Moi eTtiozorii. Opdannumu (BiZ aHTIIHCHKOTO
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«orphan» — cupora, cupiTchbkuil) Ha3BaHO 3a-
XBOPIOBAHHS, 4aCcTOTa TONIMPEHHSI SIKUX He Tie-
pesuinye oaun Bunasok Ha 2000 Hacenenns. Ha
TelepilHiil yac €BponelicbKUM KOMITETOM eKC-
MEePTIB i3 PIIKICHUX 3aXBOPIOBAHD 3aPEECTPOBAHO
1o 8000 pisHuUX pifKiCHUX 3aXBOPIOBaHb, i3 HUX
auie 250 opdaHHUX 3aXBOPIOBaHb MAalOTh CBIii
mudp y Mixkuapoaniit kiaacudikaiiii XBopoo.
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BBaxaerbcs, 110 NOKa3HUK TOIIUPEHOCTI
opdaHHUX 3aXBOPIOBaHb He € YHI(PIKOBAaHUM.
Y pisnux kpainax/perioHax Kputepii «opdan-
HOCTi» 3aXBOPIOBAHHS BiJIPI3HSAIOTHCS 1 iX yacTo-
Ta MOXKe KoJnBaTucs. PiBeHb pO3MOBCIO/IKEHOCTI
IUX MATOJIOTIi MOKe OyTH HU3BKUM B OJHOMY
perioni (4u TMOIMYJAIii) Ta BUCOKUM B iHIIIOMY.
3rizno manux odirniiinoro Beb-caiity €Bporneii-
cororo Cotosy B €Bpori Oyab-sike 3aXBOPIOBaH-
Hs1, O Bpaskae MeHIne 5 oci6 wa 10000, BBaka-
eTbest pigkicauM [1]. Y 6inbmiocti K BUMAAKIB
3aXBOPIOBaHHS BBAKAIOTbCA OphaHHUMU, KOJIU
Bpakae 1 moauny wa 100000 i Giabire. Y kpai-
Hax €Bporeiicbkoro Coio3y Ha PiAKiCHI 3aXBO-
pioBaHHs cTpaxkiaac 6-8% HaceneHHs, TOOTO Bij
27 no 36 minpiionis mozxeii [1]. Po3paxynkosa
MOMIMPEHICTh OpMaHHUX EHIOKPUHHUX 3aXBO-
proBanb KosmBaeThes Big 0,08 mo 64 BumaakiB Ha
100000 oci6 [2] (Taba. 1).

Bik wmamnicdecrarnii opdaHHUX 3aXBOPIOBAHb
Moke OyTH pisHUM, OiIBUTICTH i3 HUX AiarHOC-
TYIOTb Y paHHbOMY Billi. BpaxoBytouu tpynHo1ii
B JIilaTHOCTHII, BCTAHOBJIEHHS TIPaBUJIBHOTO Jliar-
HO3Y MO’Ke OYTH BiZITEDPMiIHOBaHO.

Bbausbko 80% pinkicHuX 3aXBOpIOBaHb € pe-
3yJIbTATOM TEeHHUX Ta XPOMOCOMHUX MYTalliif,
iHIITI 3yMOBJIEHI MiKpoopraHidmMaMu (Bipycamu,
GakTepisiMu), ajJeprivHuMu areHTamMu abo (dak-
TOpaMU 30BHINIHBOTO cepepoBuiia. /s 6araTbox
opdaHHUX 3aXBOPIOBAaHb XapaKTepHa M0JiopraH-
Ha ypaskeHicTh, sika 1moTpebye KBasihikoBaHOI
JIOTIOMOTHY JIiKapiB Pi3HUX cIielliaJbHOCTeH.

Takum uwmHOM, TPYIHOIII B JiarHOCTUII, 0-
poroBapTicHe, crieluigHe Ta YacTO TOKHUTTEBE
JIIKYBaHHS, HECIIPUATJIUBUI ITPOTHO3, BUCOKA Yac-
TOTa IHBAJIAM3AIlI] TAIIEHTIB 3yMOBJIIOIOTh Me/IH-
KO-colIliaJibHe 3HaueHHsI Op(aHHUX 3aXBOPIOBAHbD.

3a miarpumku €sporneiicbkoro Coio3y B €B-
poIIi icHYE€ creliajgbHa TIporpama, gKa ClpsiMoBa-
Ha Ha BUPIIlIEHH PI3HOMaHITHUX MUTAHb IO/0
MIarHOCTUKH, JIKyBaHHS Ta COIAJIbHOTO 3a0e3-
IeYeHHsT MaIli€HTiB 3 opdaHHUMHU 3aXBOPIOBaH-
Hamu. Y 1997 p. Opaniry3pbKuM HallioOHAJIbHUM
IHCTUTYTOM OXOPOHU 3JI0POB’Sl Ta MEIUYHUX JI0-
crimkensb (French National Institute for Health
and Medical Research) Oyso cTBOpeHO TpOEKT
«Opdaner> (www.orpha.net). Ha cporomani 1e
KOHcopIiyM i3 40 kpaiH, sxuil 00’exnye indop-
Mallifo 111010 opdaHHUX 3aXBOPIOBAHb IIPAKTUYHO
y BcCixX Kpainax €Bponu. 3rijiHo 1aHuX 3BITY MPO-
exty «Opdaner», akuii onyOJIiKOBaHO B TPaBHi
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2019 p., 3arajbHa KiJbKICTh PEECTPIB 3aXBOPIO-
BaHb cTaHoBua: 60 eBporneiicbkux, 80 perionasnb-
HUX, 58 iHTepHAIlIOHATBHUX Ta 535 HAIlIOHATbHUX.
OnnH peectp icHye B YKpaiHi — Iie PeecTp MallieH-
TiB 31 CHUHAJBHOIO M s130B010 atpodieio [2].

15.04.2014 p. npuiinato 3akoH YKpaiHu
Ne 1213-VII «IIpo BHecenns 3min 10 OcHOB 3a-
KOHOJIaBCTBa YKpaiHW TPO OXOPOHY 3/I0POB’d
moz0 3abesneyerts NpoiIakKTUKKI Ta JiKyBaH-
He piKicHuX (op¢haHHNX) 3aXBOPIOBAHBY, TKUM
BU3HAYEHO TOHATTS «pijiKicHe (opdaHHe) 3aXBO-
pIOBaHHS» — Ile 3aXBOPIOBaHHS, SKe€ 3arpoKye
KUTTIO JTIOAWHE ab0 sIKe XPOHIYHO MPOTPECYE,
MPU3BOIUTDL [0 CKOPOYEHHSI TPUBAJIOCTI KUTTS
rpoMajsgHruHa abo 10 HOro iHBaIiHOCTI, HOLIU-
PEHICTh SKOTO cepeji HaceJeHHS He JacTille HixX
1:2000» [3].

27.10.2014 p. omy6ikoBano Hakaz MO 3 Ykpai-
Hu Ne 778 «I1Ipo 3arBepskeHHS Mepeiiky pijIkiCHUX
(opdannux) 3axBopioOBaHby (31 3MiHAMU, BHECEHU-
mu 3rigao 3 Hakazamu MOJ3 Ykpainm Ne 919 Big
30.12.2015 p., Ne 731 Bix 29.06.2017 p. i Ne 2664 Bin
24.12.2019 p.). ¥ nepesiky BkazaHo opgaHHi 3a-
XBOPIOBAHHS, 1[0 IPU3BOJAATH [0 CKOPOYEHHS
TPUBAJIOCTI JKUTTSI MAIlieHTiB a0 X iHBaJIiU3aIlil
Ta /74 SAKUX iICHYIOTbh BU3HAHI METOAM JIiKyBaHHS.
Takum ynnHOM, B YKpaini odiliiiHo 3aTBep/KEHO
302 mozoorii, sKi BiJiHECEHO /IO PiJIKICHUX 3aXBO-
poBanb [4]. Cepen opdhaHHUX 3aXBOPIOBAHb BKa-
3aHO 61 PiAKICHY eHIOKPUHHY XBOPoOy (30KpeMa,
PO3JIa/Ii XapuyBaHHsI Ta MOPYIIEHHsT 0OMiHYy Pedo-
BUH), a TAKOK ITPUPOJIKEH] Ba/l PO3BUTKY, XPOMO-
COMHI aHOMAJIi1 Ta PiZIKiCHI HOBOYTBOPEHHS, Y BU-
3HAUEHHI TAaKTUKW BeJEeHHS SKUX €HIOKPUHOJIOT
6epe GesrnocepenHio yaacThb [5] (Tabda. 2).

Hesiki opdanHi 3aXBOpPIOBAHHS [OCUTH 9acTO
3yCTpiualoThesl B MPaKTUI eHpoKpuHosora. Ha-
MPUKJIAJ, YacTOTa BUSBJEHHS IPOJAKTUHOMU
B Oaratbox Kpainax €sponeiicbkoro Cowosy ckja-
mae 1/1600 oci6. 3axBOpIOBaHHSM CTPaKIAl0Th
nepeBaykKHO JKIHKM, 0COOJUBO MpeMeHOIay3alb-
Horo Biky. [IposakTunoma ckmanae 66% kiiniu-
HO 3HAYYNIMX BUTAJKIB ajieHoMU Trinodisy [6].
JlaGopaTopHi Ta iHCTpyMeHTaJbHI METOIM Jiar-
HOCTUKHU JJAI0Th MOKJIMBICTH BCTAHOBUTH /1iarHO3
MPOJTAKTUHOMM, TTPOBeCTH AudepeHIliitny miar-
HOCTHUKY, a HasIBHICTh IpenapariB aroHicTiB J0-
(haminy — pU3HAUYNTU KOPEKTHE JIKYBaHHS.

Y Bumazkax mizo3pu iHMMX ophaHHUX 3a-
XBOPIOBaHb CUTYyalliss Moxe OyTu iHakmroio. Ha-
NPUKJIAJ, IaTHOCTUKA akpoMmerasii He BUKJIMKAE
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Ta6nuusa 1. Po3paxyHKoBa NMoOWMPeHiCTb 0pdaHHKX eHAOKPVHHUX 3aXBOPIOBaHb
Table 1. Estimated prevalence of orphan endocrine diseases

ORPHA 3axBoploBaHHA a6o rpyna PospaxyHKoBa ORPHA 3axBopioBaHHsA a6o rpyna PospaxyHKkoBa
HOMep 3axBoOploBaHb nowmpeHicTb/ HOMep 3axXBOpPIOBaHb nowmpeHicTb/
ORPHA Disease or group of diseases 3aXBOPIOBaHICTb ORPHA Disease or group of diseases 3aXBOPIOBaHiCTb
number [Estimated number [Estimated
prevalence / prevalence /
incidence] incidence]
(/100000) (/100000)
963 Akpomeranis 0471 1332 MepynapHa kapuvHoma 50P*
Acromegaly LMTOMOAIOHOT 3311031
99892 AKTT-3anexHui cuHapom KyuvHra 0.55 | Medullary thyroid carcinoma
ACTH-dependent Cushing 1332 MepynapHa KapuvHoma 0.221*
syndrome LMTONOAIOHOT 3371031
85138 XBopoba AppaicoHa 125P* Medullary thyroid carcinoma
Addison disease 652 MHOXMHHA EHOOKPVHHA 33P*
1501 ALpPEeHOKOPTVKabHa KapuyHoma  0.75 P * Heonnasis, n 1
Adrenocortical carcinoma Multiple endocrine neoplasia type 1
1501 ALpeHoKopTUKanbHa KapurHoma  0.03 | % 653 MHOXWHHa eHAOKPVHHA 29pP*
Adrenocortical carcinoma Heonnasia, Tmn 2
418 BpomKeHa HagHMPHNKOBA 100P * Multiple endocrine neoplasia type 2
rinepnnasis 877 HenpoeHaoKpHHHE YyTBOPEHHA 2531%
Congenital adrenal hyperplasia Neuroendocrine neoplasm
418 BpogkeHa HagHUPHUKOBA 6.7 BP * 97253 HelpoeHaoKprHHA NyxnHa 0.211*
rinepnnasia NiAWIYHKOBOT 3211031
Congenital adrenal hyperplasia Neuroendocrine tumor of pancreas
418 BpodkeHa HafHWPHIMKOBa 13351% 2965 [MponakTuHoma
rinepnnasis Prolactinoma
Congenital adrenal hyperplasia 314769  ComatonponakTnHoma
54595 KpaHiodapiHreoma 20P* Somatoprolactinoma
Craniopharyngioma 97283 ComaTocTaTnHOMa 0.0025 | *
54595 KpaHiodapiHreoma 1.01 Somatostatinoma
Craniopharyngioma 100088  KapuwHoma wutonogioHoi 3anosm  12.7 P
96253 XBopoba KylmHra 40P* Thyroid carcinoma
Cushing disease 100088  KapumHoma mtonomioHoi 3ano3m 3.1 1
96253 XBopoba KywuHra 021*% Thyroid carcinoma
Cushing disease 95712 EkTonia wmTonoaioHol 3an03u 143P*
553 CuHapom KywivHra 59P Thyroid ectopia
Cushing syndrome 95720 finonnasia wuronodioHoi 3anosn  3.5P
553 CuHapom KylinHra 0.151* Thyroid hypoplasia
Cushing syndrome 100087  MyxnuHa WwuTonoaibHol 3an03m 321
189427  CuHAapom KylumHra BHacnifoK 0.08 P * Thyroid tumor
MaKpOHOLYNAPHOT rinepnnasii 182130 Tlyx/iHa €HAOKPUHHMX 335103 640P*
HaHMPKOBMX 3a103 Tumor of endocrine glands
Cushing syndrome due to 182130 TlyxAuHa EHAOKPYHHMX 33103 3.751%

macronodular adrenal hyperplasia

Tumor of endocrine glands

lMpumimka: * — eaponeticoki 0aHi, P — nowupeHicme, | — 3axgoptogaHicme, BP — nowupeHicme y HOBOHAPOOXeHUX
Note: * — European data, P — prevalence, | — incidence, BP — prevalence in newborns.

BEJIMKUX TPYJHOIIIB HA MOMEHT TIOSIBU KJIIHIYHUX
nposiBiB. JlabopaTopHi METOAMKN BU3HAYECHHS
incysinonoxiouoro dakropa pocry-1 (IDP-1),
comarorponnoro topmony (CTT) nmosBosstioTsh
JIIarHOCTYBATHU TillIePCOMATOTPOTIIHEMITO, a MAarHiT-
HO-pe3oHaHcHa ToMorpadis (MPT) rimodisy —
BUSIBUTH COMATOTPOMiHOMY [7].

Ha 1meit vac B Ykpaini odimiiino 3apeectpo-
BaHO 844 TallieHTHW 3 aKpoMmeraji€i, Xxo4a po3-
pPaxyHKOBa KiJbKICTh MAIliEHTIB 3 aKpPOMeraJi-
€0 B YKkpaini moxe csaratu npubausuo 2 500.
binpmr Touny nndpy nommupenocTi akpomeraii
CIIPOTHO3yBaTH CKJIQJHO, /10 TOTO K, HEBiJO-
Ma KIJbKiCTh MaIliEHTIB i3 HeAIarHOCTOBAHOIO
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Tabnuua 2. Mepenik HanbinbL NOWMPeHX opdaHHIIX 3aXBOPIOBaHb, AKI 3apeeCTPoBaHi B YKpaiHi Ta NoTpebyioTb eHAOKPUHONOMYHOT AonoMori [4]
Table 2. List of the most common orphan diseases that are registered in Ukraine and need endocrinological care [4]

Ho3sonoris MKX-10 Ho3sonoria MKX-10
Nosology Nosology

linepiHcyniHi3m E16.1 KapnnkosicTb, He knacndikoBaHa B iHWMX pydpukax, E34.3
Hyperinsulinism TN JlapoHa (cuHapom JlapoHa)

McesgorinonapaTvipeos £20.1 Dwarfism, not heading classified, Laron type (Laron
Pseudohypoparathyroidism syndrome)

finonapatpeos, iHwi Gopmu rinonapatupeosy 208 LlyKpoBnit AiabeT HOBOHaPOAKEHMX P70.2
Hypoparathyroidism, other forms of Neonatal diabetes mellitus

hypoparathyroidism [HCyniHOHe3aneXHNI LyKpoBuii fiabeT 6e3 E11.9
Akpomerania i rinodisapHui riraHTU3m E22.0 YCKNaaHeHb (aiabet 3pinoro siky B MONOAMX NioAeN
Acromegaly and pituitary gigantism Type 2 diabetes mellitus without complications
MepefuacHe cTaTese 103piBaHHA LEHTPaNbHOMO 228 (Maturity onset diabetes of the young (MODY)

NMOXOOXKEeHHSA AxoHaporeHesia Q77.0
Central precocious puberty Achondrogenesis

Finonityitapysm E23.0 AXOHApONasia, rnoxoHaponnasia Q774
Hypopituitarism Achondroplasia, hypochondroplasia

[liabeT HeLyKpoBHi/ E232 CnoHgunoenidizapHa anmcnnasis Q77.7
Diabetes insipidus Spondyloepiphyseal dysplasia

XBopoba (IueHKa -) KylwmHra rinodizapHoro E 24.0 HesaBeplueHuii ocTeoreHes Q780
NOXOLKEHHS Osteogenesis imperfecta

Cushing’s disease HelpodibpomaTos (He3nosaKicHWi) Q85.0
ExToniuHmit AKTT crHapom E243 Neurofibromatosis (non-cancerous)

Ectopic ACTH syndrome CUHAPOMU NPUPOAXKEHIMX Baf, WO NPOABAAIOTHCA Q87.1
MpypoakeHi anpeHoreHiTanbHi NopyLeHHs, E25.0 NEePEBAXHO KaPJINKOBICTIO

NOB'A3aHi 3 GEPMEHTHOIO HEAOCTATHICTIO Curapom Paccena — Cinbsepa, CnHApom

Congenital adrenogenital disorders associated with MNpapepa — Binni

enzyme deficiency Syndromes of congenital malformations, manifested
MepByHHa HeOCTATHICTb KIPKOBOT PEUOBMHM £27.1, mainly by dwarfism

HaJHUPKOBIX 33103, £272 Russell-Silver syndrome, Prader-Willi syndrome

Primary adrenal insufficiency CuHapom TepHepa (cuHapom Lepewescokoro — - Q96.0-
AfnpeHanoBuii kpus Teprepa) 96.4,
Adrenal crisis Turner syndrome (Shereshevsky — Turner Q96.8,
FinodyHKUiA AEYOK, E29.1, syndrome) Q96.9
Male hypogonadism E345 linepnponakTuHemia (MponakTMHoma) D35.2
CUHAPOM aHAPOreHHOT PE3VICTEHTHOCTI, Hyperprolactinemia (prolactinoma) E22.1
TecTuKynAapHa demiHizadia (CuHApOm) KpaHiodapwHrioma D44
Androgen insensitivity (testicular feminization) Craniopharyngioma

syndrome 310AKICHe HOBOYTBOPEHHA NIALLINYHKOBOI 3351031 c25
[epeayacHe cTaTeBe AO3PIBAHHA E30.1 Pancreatic adenocarcinoma

Precocious puberty 310AKICHE HOBOYTBOPEHHA AEYKa 62
ABTOIMYHHa NONirNaHaynApHa HeAOCTaTHICTb E31.0 Testis adenocarcinoma

(aBTOIMYHHWI NonirnaHAyNAPHUA CUHAPOM, TIM |) 3noAKiCHe HOBOYTBOPEHHA WMTONOAIOHOT 3a103K C73
Autoimmune polyglandular insufficiency Thyroid carcinoma

(Autoimmune polyglandular syndrome type 1) 3n0AKIiCHe HOBOYTBOPEHHSA HafHVPHMKa C74

Adrenal cancer

akpoMeramiero. 3 JIKyBaHHIM aKpoMerasii  TpoTrpecyBaHHS 3aXBOpioBaHHA. | 1e Ha TJ1i TOTO,

B YKpaiHi Ie cKJIagHille, YUM 31 CTaTUCTUKOIO,
OCKIJIbKM IIperapaTH, 0 BUKOPUCTOBYIOTHCS
JUISE KOPEKIlil TinmepcoMaToTpONiHeMil JOpOTOo-
BapricHi Ta HOTPeOYIOTh IOKHUTTEBOIO IPHU-
3HavyeHHs. barato mnaii€eHTiB 31 BCTaHOBJIEHUM
niarHo3oM He 3abe3redeHi MeIUKaMeHTO3HUMU
npenaparaMu, 10 MPU3BOAUTH /10 MOAATBIIOTO
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110 Y CBITOBY KJIIHIYHY IIPAKTUKY BIIPOBAJIKe-
Ha I[iJla HU3Ka (papMaKoJoridnux 3acobiB (aHa-
JIOTH COMATOCTAaTUHY, aHTArOHICTH PeEIenTopiB
TOPMOHY pOCTy Ta J0(haMiHOBUX PEIENTOPiB),
dKi  JIO3BOJIAIOTH 3HAYHO TMiABUIIATA edeK-
TUBHICTh KOMOIHOBAHOTO JIiKyBaHHS aJeHOM
rimodisy.
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3a ocTaHHI AeCATUJITTS B 6araThoX KpaiHax
cBity 6yJ0 cTBOpPEeHO ab0 CTBOPIOIOTHCS HaIllio-
HaJIbHI PeeCTpU MAalliEHTIB i3 Pi3HUMHU COIliaJib-
HO 3HAUyNIUMW 3aXBOPIOBAHHIMM, BKJIOYAOYN
aKpoMeraJyiio, Mo Ja€ MOKJIWBICTb TJIaHYyBaTH
Ta 3abe3MedyBaTH TMAIEHTIB HEOOXITHUMU TIpe-
naparamu. Omny6uikoBani maHi OenbriicbKux,
OpuTaHCbKUX, (PIHCHKHUX, ICHAHCBKUX Ta iHIIUX
Hal[lOHAJbHUX PEECTPIB MAI[IEHTIB 3 akKpomera-
gieto [8-11]. Huska iHmMUX €BpOMEliChKUX KpaiH
IHITITOBaJIW CTBOPEHHS IMX HAIIOHAJbHUX pe-
ectpiB. Ha xanp, B YKpaiHi 10 CbOTOAHI peeCTp
MAIiEHTIB 3 aKPOMETAJIEI0 He CTBOPEHO, 1110 MTPU-
3BOJIUTD JI0 3HUKEHHS SIKOCTI )KUTTS Ta PO3BUTKY
YCKJIAJIHEHb.

HaBoaumo kiaiHIYHUIT BUIIAJOK AIarHOCTUKU
Ta TAKTUKY BeJIEHHS MAIlIEHTKY 3 aKPOMETaJi€lo.

[MTamientra K, 1962 p.1., y uepsni 2020 p. 38ep-
HyJacs Ha KOHCYJIBTAIIIO 31 CKapramu Ha Iepio-
JUYHWI TOJOBHUI Oijnb, BUpaskeHy CJIa0KiCTh,
MiIBUIIEHY BTOMJIIOBAHICTh, He3HauHy (2 Kr 3a
6 Mic.) BTpaTy Barm.

Baaskae cebe xBoporo 32016 p., KoJiu modasia Bij-
MidaTu 3MiHy puc o0mudst (306iJbIIEHHST XPSIIiB
HOCa Ta BYIIHUX PAKOBUH), 36iJbIIEHHST PO3MiPiB
KHCTel Ta cTon (3a piKk 3MiHWJIA KiJIbKa PO3MIpiB
B3YTTs1), MEPIOANYHUN TOJOBHUI Oiib. Y TpaBHi
2017 p. 3BepHYyJacs 3 UMW CKapraMu O eHJ0-
KPUHOJIOTA, SIKWII TTOPEKOMEH/IYBaB J1abopaTopHe
obcrexxennst ta nposemnerHss MPT rimogisy. 3a
pesyJbratamMmu J1abopaTOPHOTO 0OCTEKEHHST BUSIB-
siero rinepcomatorpotninemiio (CTI — 16,2 ar/mu
(pedepentni 3navennsa (p3): 0,01-3,607 wur/mi),
[DP-1-628 ur/ma (p3: 36-200 wur/mur), mpoJiak-
T™H — 9,4 ur/ma (p3: 2,8-29,2 ar/ma).

[Tpw npuniineriit MPT rinogisy: posramryBas-
HS TYypeIlbKOTOo Cijijla 3BUYaiine, MOoTO MOPOKHU-
Ha aCUMETPUYHO PO3IIUPeHa, Kpai JHa Ta CTIHOK
YiTKO BiJIME;KOBaHi Bijl 0TOUYIOUMX TKaHUH. [i110-
his 36imbmennii, posmipamu 15,5x19,0x9,6 mwm;
mudepenttiaiist goseil 36epeskena. Heiiporimo-
hiz 6e3 Bumumux 3Mmin. CTpyKTypa ajieHOTimo-
(hizy Ha HATUBHUX 300pa’kKeHHSIX HEOIHOPiIHA
3a PaXyHOK HasgBHOCTI B IpaBUX BiJjlijax mMaTo-
JIOTIYHOTO 00’€MHOTO yTBOPEHHS 3arajbHUMU
yMOBHUMHY po3mipamu 12,0x12,7x8,6 MM, 1110 Mae
JIeT0 HEeOAHOPIAHWN 130iHTEHCUBHUN MarHiT-
Ho-pe3oHancHuil curHaa Ha T2WI Ta momipro
riMoiHTEeHCUBHUN MAarHiTHO-PE30HAHCHUN CUT-
Has Ha T1IWI Ilig yac npoBeneHHsS AMHaMiu-
HOTO JIOCJI/KEHHS 3 B/B OOJIOCHUM BBEJIEHHIM

KOHTPACTHOI PEYOBUHU BKazaHe YTBOPEHHS Mae
O3HaKM YIOBIJIbHEHOTO Ta 3HAYHO 3HUKEHOTO Ha-
KOIMYEHHSI KOHTPACTy 31 30epesKeHHSIM Ha Bij-
TEPMIHOBAaHMX 300pPaKEHHSX, M0 XapaKTEPHO
JUIst ajieHoMu. JlaTepasbHUN KOHTYP aJIleHOMHU J10-
cAra€e MeJiaJbHOTO KOHTYPY iHTPaKaBepHO3HOIO
ceTMeHTa BHYTPIIIHbOI COHHOI apTepii NpaBopyy,
ajie 03HAaK KOMIIpecii apTepii Ta iHBa3il mpoiecy
B KaBEPHO3HUN CUHYC He BUABJIEeHO. MemiaabHui
KOHTYP aJeHOMH TpoJabye B CYIPacesIsIpHY
nucTepHy, crebio rinodisy nedopmosate, i3 re-
Biami€t JiBopyd. be3 BifixuseHpb Bl HODMU BU-
3HAYAIOTHCST 06JIACTI TEPEXPECTY 30POBUX HEPBIB
Ta HaJCIAJOBUIHOI IUCTEPHU I1171060JIOHKOBOIO
MPOCTOPY, 3alTOBHEHOTO CITMHHOMO3KOBOIO Pin-
Hot0. KaBepHO3HMIT cMHYC i KaBePHO3HWH BiIiI
BHYTPIIIHBOT COHHOI aprepii 6e3 BUANMUX 3MiH.
[Tpuserai Bifiim TOTOBHOTO MO3KY HE 3MiHEHI.

IIpoBeseno nomaTkoBi [iarHOCTUYHI JIOCJIi-
JIKEHHS:

AnHamiz KpOBi: THUPEOTPONHUN TOPMOH —
1,34 MmOn/n (p3: 0,4-4,0 MOj1/1), THPOKCUH BiJib-
wuit — 1,42 ur/na (p3: 0,89-1,76 ur/am), nposak-
tun — 16,5 ur/mi (p3: 2,8-29,2 ur/m).

3araJibHUN aHaJi3 KpOBi: €pPUTPOIUTU —
4,44x10%/n (p3: (3,9-5,2)x10'?/m), remorio-
6in — 139 /a1 (p3: 120-156 t/1), reMaTOKpUT —
37,1 (ps: 35,5-45,5), tpombouut — 215x10°/1
(p3: (166-389)x10°/n), neiikoruru — 3,2x10°/1
(p3: (3,9-10,2)x10°/1), mIBUAKICTD OCiIaHHS PU-
TpouuTiB — 10 Mm/roa (p3: <15 MM/TOxR).

Bioximiunuii aHami3 KpoBi: 3araibHuil Oi-
JoK — 69,3 v/1 (p3: 65-86 r/n), cedyoBuHa —
3,4 mmouab/n (p3: 2,1-8,2 mmonab/m), KpeaTu-
Hin — 112 mxmosb/n (p3: 71-115 MKMoJb /1),
XoJIeCTepUH  3arajgpHuii  — 4,61 MMoJb/J
(p3: <5 wmMmouib/n), Oimipy6iH 3arajJbHUil —
20,0 mxmomab/n (p3: 0-21 mrmousn/n), AnAT —
12,8 On/n (p3: 0-45 Om/n), AcAT — 14,9 On/n
(p3: 0-40 Opn/n), Tmokosa — 4,8 mMoub/n (p3:
4,1-6,0 Mmoo /1),

Enextpokappiorpama: cuHycoBa apuTmisg 3i
CXUJIBHICTIO /IO CITOBIJIbHEHHS 4acCTOTHU CeplieBUX
CKOpOUYEeHb; eJIeKTpUUYHA BiCh cepllsd BiJXUJeHa
BJIIBO; TOPYNIEHHS NPOBIIHOCTI 110 TIpaBiil HixKIli
nyuka [ica; nomipHi 3MiHM MioKap/ia; He BUKJIIO-
YyeHa rimepTpodis JiBOTo NMIJIyHOUKA.

Pentrenorpacdisi opraniB rpyaHOi KJIITKH: iH-
(hisTbTpaTUBHO-BOTHUIIIEBOI TIATOJIOTI] HE BUSBJIEHO.

Hocaixennsd GyHKIIT 30BHINTHBOTO IUXAHHST:
HOpMaJibHA CITipOMETPid.
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ViabrpasByKoOBe JOCJIKEHHST IIMTONOMIOHOT
3aJ103U1: 3aJi03a po3TallloBaHa B TUIIOBOMY MicIli,
36iibleHa 3a paxyHOK 000X goJieit. B 060x mosx
BU3HAYAIOTHCS YTBOPEHHSI: y TIPaBiil 10J1i — MHO-
JKMHHI po3Mipamu Bin 4 1o 11 mMm, y aiBiit gosi —
4, po3Mipamu Big 5 10 12 MM, paBUIbHOI (hOpMH,
13 4ITKUMMU MeKaMU. TkaHWHa YTBOPEHb 130eX0-
renHa. ExocTpykTypa HeoJHOpiflHa 32 PaXyHOK
ILISHOK KicTOIMOAIOHOI ereHeparii. IHima TkaHu-
Ha 3aJI03W TTOMIpHO Timoexorenna. Exoctpykrypa
HEOHOPiHA 32 PaXyHOK HAsIBHOCTI MHOKMHHUX
APIOHMX aHEeXOreHHUX BKJIOYeHb. PerioHapHi
gimdatuyHi By3au He Bisyamidyiorbed. Cymap-
Huii 06’em 3a MeTogoM Brunn — 18,89 cm?; mnpa-
Ba gousa — 9,61 em?, miBa mong — 9,28 cm®. Bu-
CHOBOK: exorpadiuyHa KapTHHa 3MilllaHOro 300a
IT crynens.

YabrpazByKoBe MOCTI/PKEHHS OPTaHiB depeB-
HOI IOPOKHUHU: O3HAKN XPOHIYHOTO XOJICIUCTHU-
Ty i XpOHIYHOTO aHKPEATUTY.

Ha migcrasi pesysbraTiB sabopaTopHUX Ta
IHCTPYMEHTAJIbHUX  JIOCJI/IXKEHb BCTAHOBJIEHO
KJiHIYHUN aiarHo3: eHjocynpacesspaa CTT-
NpoAyKytoda ajieHoMa rirmodisza; CHHIPOM aKkpo-
MeraJii; amimanuii 306 11 cTymnens:; eyTupeos.

3Bakalouy Ha HasBHICTH 00’€MHOrO yTBOPEH-
Hs1, 3 HAHOIIBIIO BipPOTIAHICTIO aeHOMH Tilo-
diza (comartoTpomiHOMHU), Ta BPaXOBYIOUYU pe-
3yJbTaTH OOCTEKEHHs, MAIliEHTKAa CKepoBaHa Ha
KOHCYJbTallito 10 Heiipoxipypra. 8.08.17 p. mpo-
Be/IeHO TpaHCHa3asbHe TpaHccdheHoijaabHe eHI0-
KarcyJisipHe BUaJieHHs ajieHomu rinodisy. [lato-
TiCTOJIOTIYHUI BUCHOBOK: MOP(oJIOTiuHa KapTUHA
Bifmosizae anupodinpHili ageHomi rinogdisa. [lic-
Jstonepamiiinuii nepiox — 6e3 ocobmmBocreil. Me-
JMKaMeHTO3He JIIKyBaHHs He IIPU3HaY€eHO.

Yepes 3 mic. micag onepaTuBHOTO BTPYyYaHHS
HAlliEHTKa TMPONIIIA KOHTPOJbHE OOCTEKEHHSL.
Pesyabratu jpabopatopaux pociimpkenb: CTT —
0,4 wur/mn (p3: 0,01-3,607 wur/ma), IOP-1 —
204 ur/ma (p3: 36-200 Hr/Mur), TUPEOTPOITHUMN
ropmon — 0,9 MmOp/n (p3: 0,4-4,0 MOp /1), TUPOK-
cue Bimpauit — 0,8 ur/ma (p3: 0,89-1,76 ur/mn),
MPOJIAKTUH — 5,4 Hr/ma (p3: 2,8-29,2 Hr/MiT), KOp-
Tn30a — 8,6 Mxr/mi (p3: 4,3-22,4 MKr/711).

MPT rinodisy: Typelnbke cifmo crmmioiie-
He, po3Mipu B Mexax HoOpMH. [laTtomorignmx
00’eMHMX yTBOPEHb y TinodizapHiit 30Hi He BUSIB-
sgeno. ['inogis po3rammoBanuii Ha /IHI TyPEIbKOTO
cimura, 3yerka aedopmoBanuii. Poamipu rimodi-
3a 3,8x12,0x10 mMm. Boponka 3jierka BijixujieHa
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BaiBo. Hazcennsipua rpymna mucrepr 6e3 oco-
6auBocteil. Xiasma He 3miHena. IlapacemisipHi
cTpykTypu 6e3 ocobmBocteil. BucHOBOK: craH
micyig TpaHcHa3a bHOI TpaHccdeHoigaNbHOol aje-
HOMEKTOMII eHIoCyIIpaceIsIpHOL aZleHOMU TiIlo-
¢izy. 3 MeTor Teparlii BTOPUHHOTO TilIOTUPEO3y
npusHadeHo L-tupokcun y 1031 50 MKT Ha 100Y.

Bocenu 2019 p. mamienTka modvasa Bijamiua-
TU TOBEPHEHHS CUMITOMIB — TOJIOBHUU OiJb,
301JIbIIEHHST PO3MIPIB CTOI, BUPasKEHY CI1a0KiCTh
i TABUIIEHY BTOMJIOBaHICTh Ha (POHI TpUITOMY
L-tupokcuny B mo3i 50 mMkr Ha m00y. [Ipu mabo-
paropromy pocraimxkenti: CTT — 3,3 ar/ma (p3:
0,01-3,607 ur/mia), IOP-1-288,4 ur/ma (p3: 36-
200 ur/ma), Tupeorponnuii ropmor — 0,6 MmOy /n
(p3: 0,4-4,0 mOp/n), TUPOKCUH BINbHUN —
1,2 ur/an (p3: 0,89-1,76 ur/amn), npoJlakTuH —
6,2 ur/ma (p3: 2,8-29,2 HT/MJI), KOPTU30J —
5,1 Mxr/m (p3: 4,3-22,4 MKT/111).

[Ipu nposenenni MPT ronoBHOro MO3KYy BU-
SIBJIEHO O3HAKW PENUANBY afieHoMHU Tinodisy:
Y CEJISIPHIN JiJISIHIL Bi3yasi3yeThCs yTBOPEHHS
HenpaBuyibHOI (hopmu 7x4x6 mm. Y ciuni 2020 p.
MaIieHTI IPOBEEHO MMOBTOPHE TpaHCHa3aJbHe
TpanccheHoijasbHe BUAAJEHHS aJleHOMH Tirmodi-
3y. Onepaitist Ta micasionepaiiinuii mepion — 6e3
ocobsuBocreit. IlarienTka TpPoOAOBKYBaga MpHU-
iimaTu L-Tupokcun y 103i 50 MKr Ha 100y.

Y 3B'43Ky 3 emniJieMioJIoriYHoI0 CUTYyali€lo
KOHTPOJIbHE OOCTEKEHHsT TaIliEHTKAa TIPOUTILIA
B yepBHi 2020 p. Ta 3BepHYyJIACS 32 KOHCYJIBTAII€I0
B 1Y «IHCTUTYT €HIOKPUHOJIOTII Ta 0OMiHY pevo-
BuH im. B.II. Komicapenka HAMH VYkpainu».

O06’exkTuBHuii craryc: Picr — 167 cm, Bara —
84 kr, ingexc macu Tisa — 30,1 M2 /Kr.

Tinobymnosa HopMmocTeHiuHa. [IIkipa momipHoi
BOJIOTOCTI. SI3MK BOJIOTUA, 30i/IbIIIEHNIT B PO3Mi-
pax, i3 Bizburkamu 3y6iB. KicTkoBo-cyrio6oBuii
amapar: 36ijbireni 106HI ropOY, BUIHIIEBI 1yTH,
MTPOTHATHU3M, JiacTeMa Ha BEpPXHIN Ta HUWKHIN
meJsenax, 30iapieni crynni Ta kucti. udysuunit
300 II crynenst, HeogHOpiaHa. [[MXaHHS BE3UKY-
asgpue. Touu cepus 3ByuHi. HactoTa cepiieBux
ckopoueHb — 88 ynu/xB. ApTepiaJbHUN THCK —
130/80 mm pr. c1. Kusit M’ gkuii, 6e3001icHUI.
OuHi cUMTITOMI HeTaTUBHI; eK30(TATBM BiICYT-
Hil.

Pesyapratu  1abOpaTOpHUX  JOCJIKEHD:
CTI — 5,09 ur/ma (p3:0,01-3,607 ar/mon), [OP-1-
465,7 ur/mn (p3: 36-200 ©r/mi), TUPeOTpPOI-
nuit topmon — 0,4 mOn/n (p3: 0,4-4,0 MmO /i),
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tupokcun BimbHUN — 0,98 wr/mn (p3: 0,89-
1,76 ur/nn), npoaaktun — 5,1 ur/ma (p3: 2,8-
29,2 ur/min), xoptuson — 6,0 mxr/an (p3: 4,3-
22,4 MKr/min), TIiKOBaHUIT TeMOTIO0IH — 5,4%
(p3: 4,0-5,6%), raokosa — 4,93 mmosb/n (p3:
4,1-6,0 mmoub /). AHaniz 1060BOI cedi Ha KOp-
T304 — 64 MKr/n06y (p3: 58-403 MKr/m00Y).

Koncyspraiisi HeBpormartosora: JIUCIUPKYJIsi-
tTopHa entedanonarisg I craxis, acreno-neBpoTHy-
HUiA, 1edanriaiuii, BecTOYI0-aTaKCUYHUIT CHH-
apomu. Po3moBcosKeHmiT 0CTE0OXOHIPO3 XpedTa.

Koncyapratig okymicra: aHTionaTtis CiTKiBKA
060X oueid.

Koncyspraiiig rinekosiora: MeHotaysa.

Kowncypramis kapaiosora: imemiuna xBopoba
cepus: cTabijbHa CTEHOKAP/ig HAIPyru 2 (pyHK-
IIOHAJIBHUH KJIac; aTePOCKIEPOTUIHUMN Kapio-
CKJIEpO3, aTepoCKJepo3 aopTH; TilepTOHIYHA
xBopoba 2 craist, 2 cTyIiHb, pusnuk 3 (BUCOKMI);
ceplieBa HeJOCTaTHICTD I cTasis.

[liaraos: Pemuans ajmenomu rinmodisa (coma-
TOTPOIIHOMM). AKpoMerasis, MyXJWHHA CTaid,
aktuBHA hopma. CTaH 1icJist TOBTOPHUX Ollepalliil
3 mpuBoay azenomu rinodiza (2017 p., 2020 p.).
[licngonepaniinuii  rimomiTyiTapuaM: BTOPUH-
HUI TITOTUPEO3 Yy CTaHi MeJUKAMEHTO3HOI KOM-
nencarii. 3mimanuii 306 I crynens. Imemiuna
XxBopoba cepus: crabijbHa CTEHOKAp/is Hapy-
ru 2 QYHKIIOHAJIBHUM KJac. ATEepOCKIepOTUY-
HUN KapioCKJIepo3, aTepockyjepo3 aoptu. [i-
nepToHiyHa XBopoba 2 crajisi, 2 CTyIMiHb, PU3UK
3 (Bucokwnii). CepueBa HemocTaTHicTh | cramis.
Juciiupryngaropua entnedasnonarisa I craxis, ac-
TEHO-HEBPOTHUYHUN, 1edanriyauii, BecTHOYJIO-
aTakCUYHUM cuHpoMu. PO31moBCIO/IKEHNTT OCTEO-
XOH/IP0o3 XpeOTa. XPOHIYHUI XOJIEIUCTUT Y CTaIil
pemicii. XpoHIYHUI MaHKPEATUT y CTa/lil peMicii.

BpaxoByouu mnporpecyBaHHs XBOpoOu i 36e-
pekeHHS  TillepcoMaTOTpoTiHeMii, TaIli€HTIN
PEKOMEHIOBAHO JIIKYBaHHS aHAJOTaMU COMAaTO-
craruny. IIposeseno 3-1eHHuii TecT 3 aHAJIOIOM
COMaTOCTATUHY KOpPOTKOi il (oxTpeoTun 1,0 ma
migmKipHo 3 pasu Ha 100Y) 3 MOAAJIBIIUM KOHT-
posbauM BusHaueHHssM piBaiB CTI Ta IDP-1.
BpaxoByioun TO3UTUBHUI pe3yabraT 3-7eH-
HOTO TECTy 3 OKTPEOTHu/OM (3HUKEHHS PiBHSI
IDP-13465,7 10 267,0 ur/mut (p3: 36-200 Hr /M)
Ha Ty BusHaueHHd 3 10-7eHHUM iHTEpBaJOM),
MAIleHTII peKOMeH/I0BaHa TpHUBaJa CylpecuBHA
Tepariisi ITPOJIOHTOBAHUM aHAJIOTOM COMAaTOCTa-
tuny (qanpeorun) — 120 mr migmxkipao 1 pas Ha

28 muiB mig koutposem CTT ta IOP-1. Takox
PEKOMEHIOBAHO MPOJOBXKUTU MPUNHOM TUPOKCHU-
HY B 1031 50 MKT Ha 100Y.

He menmr ckmagHoto € cutyarris 3a ophanaux
CMAIKOBUX CUHPOMIB MOETHAHOTO TMYyXJMHHOTO
ypaxkeHHSI Pi3HUX €HJOKPUHHMUX 3703 — MHO-
JKMHHUX eHJoKpuHHuX Heorazigx (MEH, mo-
JieHokpuHonarii). Buaingiors HacTynHi hopmu
takux cuuagpomis: MEH1, MEH2A (4 BapianTn),
MEH2B, MEH4, xBopoba ¢ou Tinnensa-Jlingay
(XDTIJT), meitpodiobpomaTos 1 Tuiy, KOMILIEKC
Kapues ta cunapom MakK'ona-Ounbpaiira.

MEH 1 tuny (MEH1) — engoxkpunHuil myx-
JIMHHUU CUHAPOM, BUKJIUKAHUHN iHAKTUBYIOUUMU
MYyTaIliIMU TyXJUHHOTO TeHa-cynpecopa MENT
y 11q13 moxyci. YemaakoByeTbCS aBTOCOMHO-/I0-
MiHAHTHO, aJie TAaKOXX MOKe€ BUHWKATHU CIIOPaINy-
HO (6€e3 ciMeiTHOTO aHaMHe3Y ) sIK Pe3yJIbTaT HOBUX
myTarniii. MEH1 xapakrepusyerbcst KOMOiHAIIEIO
MapaTUPEOITHUX MYyXJUH, IMMYXJUH OCTPIBIIEBUX
KJITUH MiAIJIYHKOBOI 3a71034 1 IYXJIUH aJIeHOri-
nodisy. bimpmicts MEH1 myxnmn — HearpecuBHi
i baraTo 3 HUX MalOTh TPUBAJIWII MOBIIBHO IPO-
rPecyiounii PO3BUTOK, 3AJIUIIAIOYUCH Oe3CHMII-
TOMHUMHU pOKaMu. AJie TAIlieHTH 3 HeJIKOBAaHUM
MEH1 maroth 3MeHIIIeHy TPUBAIICTD KUTTS 3 50%
BiporianicTio cmepTi 10 50 pokis [12].

[lepBunHMiI rineprnapaTupeos BHACJIIIOK Ti-
nepiiasii i/a60 aJeHOMH IPUIUTONOAIOHUX
3a7103 — Haiibiapm vyactuii mposs MEH1 i Bu-
Hukae B 6mm3bko 90% mnarientis [13]. IlepBun-
Huii rinmepnapatupeo3 3a MEH1 mae tpuBanuii
6e3cMMNTOMHMIT Tepebir i 3asBuuail jiarHoc-
TYETbCS 4K BUIQJKOBAa 3HaXijika IiIBUIIEHO-
ro piBHS TapaTrOpMOHY B IJIa3Mi MAIli€HTIB i3
rinepkajbIlieMi€to, 1, y JedKUX BUTAJKaAX, 13
HOpMOKaJbIlieMieo. KIiHIYHI TPOSIBU MOXKYTh
BKJIIOUATH TillepKaJibIlieMito, HedposiTiaz i 1o-
pylieHtst 6ys0BU KicTKOBOI TKaHWHU (TeHepati-
3oBaHa ¢ibposHa ocreoaucTpodist). IlepBuHHUI
rineprnaparupeos y ckaani MEH1 Bigpisaserscsa
Bim He-MEH1 mnepBuHHOTO Tinepnapatupeosy
HacTtynauMm [14]:

* MOJOAINWIN BiK TOYaTKy 3axBopioBanus (20-

25 pokiB),

* 3aJIy4eHiCTh KiJIbKOX MPUIIUTOMOAIOHUX 32103,
* BUCOKMW pIiBEHb PEIUANBY TillepKablIlie-

Mmii micas mapatupeoigektomii (50% uepes

8-12 poxkiB 1icJig onepaTuBHOTO BTPYUYAHHS ).

Jlpyrum 3a uacroroo (30-80% marlieHTiB)
cepen MEH1 € myximHM OCTpPiBIIEBUX KJITHUH
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HiANTYHKOBOI 3aJ103U, SIKi MOKYTb OyTH TIpe-
CTaBJIeHI HACTYITHUMU Bapiantamu [12]:

* TacCTPUHOMH,

* iHCYyJIIHOMH,

* TJTIIOKarOHOMH,

* BA30aKTHMBHI iIHTeCTUHAJbHI MOJINENTUIOMHU,
* mankpeatnysi noginentugomu ([1ITomu).

JLg uX myXJIMH XapakTepHa MyJIbTUIIeHTPUY -
HICTD 1 3IaTHICTD MPOXOAUTH 3JI0SIKiCHE TIepepo-
mxenHs. Haftyacrinie nmyXJauHWA TIITYHKOBOI
3asio3u B ckyani MEH1 € ropMmoHanibHO-HEAKTUB-
Humu. Bonu abo He BUAIISIOTH TOPMOHHU, 200 BU-
JJISIIOTh TOPMOHAJIbHO-HEAKTUBHI ITeNTU/IH, TaKi
dK TaHKpeaTHM4Ha MOJiNeNnTnasa, XpoMorpa-
HiH A, HelIpOTeH3WH, HelipocenudiuHa eHoiasa
a6o rpenin. TopMOHAJIbHO-HEAKTUBHI IIYXJIMHU
MiIIYHKOBOI 3271031, 0COOJIMBO MaJIOTO PO3Mi-
py (<2 cMm), BaXKKO JIIarHOCTYBAaTU CTaHJApPTHU-
MM BigyasizaniiHumMu MeTtojaMu. B Takux Bu-
nmajikax € eQeKTUBHUM UYTJIUBUN PaioJOTTIHU]
CKpUHIHT. BuacHa fiarHOCTUKA TUX TYXJIWH JyKe
Ba)XKJIMBa, TOMY 10 70 BiKy 80 pOKiB meHeTpaHT-
HICTh MaHKPEaTMYHUX MYXJUH CKJIaga€e Oijbiime
80%, a HaGIIbII YACTOIO0 MPUUNHOIO CMEPTHOCTI,
nos’sizanoi 3 MEH1, € meractaruune ypakeH-
Ha [15, 16].

lacTrpuHoMU — HabILABII yacTi cepen TOp-
MOHAJIbHO-aKTUBHUX TaHKPEATUYHUX Helpo-
EeHJOKPUHHUX MyXJWH i BUHUKAOTH y 40-55%
narienTiB [16]. Po3BuTky ractpuHom mepenye
GararooKycHa Trimeprasis racTpUH-IPOAYKY-
founx kJaitTuH. IlopiBusino 3 me-MEH1 ractpu-
HOMaMu 1pu cuHapoMi 3osinrepa-Emricona abo
npu MEH1 yacTo neBeukoro poamipy (<0,5 cm),
MYJIBTUIIEHTPUYHI 1 JJOKATi30BaHl y ABAHAISATH -
nagiidi KUIii, 3MEHITYI0Un BipOTiHICTh YCITil-
HOTO Xipypriunoro jgikyBanus. bauspko 20-30%
MaiienTiB i3 cuHapomMoM J3oJiiHrepa-Eimicona
maioTb MEH1. Cepen namientiB i3 MEH1, cun-
npom 3orinrepa-Eamicona 3ycTpidaeTbest Tijib-
KM B TAII€HTIB i3 TMEPBUHHUM TillepriapaTupeo-
3oM [12]. Tpusaauii mepedbir MEH1 i cunapomy
3oninrepa-Emricona Moxe TpuU3BecTH 10 PoO3-
BUTKY KapUMHOIAHUX ITYXJUH IIJIYHKA, 30KpeMa,
BUCOKoarpecuBHUX [18].

[Hcyninomu 3aliMatoThb ApyTe Miciie 10 4acToTi
cepell TOPMOHAJBHO-AaKTUBHUX TMaHKPEATUIHUX
HelipoeHokpuHHUX TyxauH 3a MEH1. Bonn
MarHOCTYIOTHCS B MOJIOZOMY Bitli (<35 poOKiB)
y 6ausbko 10-30% mnarientis. Iucymninomu npu
MEH1 wmoxyTp MaHidbecTyBaTu sSK OIUHUYHI
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MaKpOaJIeHOMH TiINIJIYHKOBOI 3aio3u (>2 cm)
abo, wuacrime, K MHOKHHHI MiKpOaJieHOMU
(<2 cm), po3kuani Mo BCiHl MiMITYHKOBIHN 3a710-
3i [19]. IacyninoMu MOKYTh OYTU MYJIBTUIIEHT-
PUYHUMU 1 MeTacTa3yBaTu B perioHapHi JimMdo-
By3Jsii 200 Teuinky [12].

[miokaronomu B namnientis i3 MEH1 Bunuka-
I0Th Pifiko (<3% BUMAAKIB) i MOXKYTh MPOTIKATU
6e3 3MiH BYIJIeBOJHOTO 0O6MiHy abo 3 rimepriike-
Mi€10. Y JeSIKUX TMaIli€HTIB CIOCTEPITaETHCI THU-
1IOBe ypasKeHHs MIKipHU, BiloMe IK HeKPOJITUYHA
Mirpyioya eputeMa. I[HIIUMM CHUMITOMaMHU MO-
KYTb OyTH: aHEMisl, CTOMATHT, BTpaTa Baru, aje
4acTO BOHM Bi/ICYTHI.

Y menmie 1% namienti is MEH1 y nigmnrynko-
Bill 3aJ1031 BUHMKAIOTh BA30AKTUBHI iIHTECTUHAJIbHI
MOIMENTUIOMU — TTYXJIUHH, SIKi CEKPETYIOTh MTaH-
KpeaTHYHUH TmoJrinenTtus abo ropMmoH pocty [12].

MEH1-acomiitoBani  MyXJMHU  aJI€eHOTIIO-
(isy HailbiabII YAaCTO CEKPETYIOTh MPOJAKTUH
(60%) i ropmon pocty (25%). Menmie Hix 5%
MyXJIUH CEKPETYIOTh KOPTUKOTPOIIiH, 1HII MyX-
JUHU — ropMoHasibHO-HeakTuBHi [12]. Ilopis-
a0 3 He-MEH1 nmyxsmmuamu azgenorinodisy,
MEH1 nyxuunu ageHorinodisy € Giabmmmu 3a
posmipoM (MakpoageHoMK) i OiJbIl arpecuBHU-
MU, 3 GiIBIIUM piBHEM THMIABTPAI] MyXTMHHIX
KJTITUH y HOPMaJbHY TKaHWHY a/eHoTimodisy.
MEH1-acomiiioBani nyxJauHu ajgieHOrinodisy
Bakde IMifjlaloTbesa JikyBanHO. Boanowac Bu-
paskeHoi rictosoriunoi pizauii mixk MEH1 i ne-
MEH1 nyxaunamu agenorinodisy nemae [20].

Takox y mamientiB i3 MEH1 moxyTs BuHU-
KaTy KapIUHOIAHI IMyXJIWHU B OPOHXAX, IMIIyH-
KOBO-KUIIKOBOMY TPaKTi, HiJUIIIYHKOBIi 3a/1031
ta Tumyci. Kapuunoin Tumycy, acotiioBanuii i3
MEH1, wacto ropMoHaIbHO-HEAKTUBHUH 1 BUCO-
koarpecuBHuii [21]. KapiuHoinu MoKyTh aKTUB-
HO CeKpeTyBaTU CEPOTOHIH, COMAaTOCTaTUH, KOP-
TUKOTPOTIIH i TOPMOH POCTY.

[ MEH1 xapaxktepHi MKipHI TPOSBU: Ti/I-
MIKiPHI JITIOMHU BUSBJISIOTBCS B TPETUHU TaIli€H-
tiB i3 MEH1. 1li HOBOyTBOpEHHST MalOTh BTPATy
reTepo3uroTHocTi B cermenTi 11q12-12 i acomi-
fioBaHi 3 nedeKTUBHUM (DYHKITIOHYBAHHAM TJIO-
Oynsapuoro nporeina. Jlinomu 3a MEH1 moxyTh
OyTH peTponepUuTOHEATbHUMHU, BiCllepaTbHUMU
ab6o meBpaimbHuMK. HagpuicTh anHriodibpom
i KosareHOM Ha OOJIMYYi MOKe O3BOJUTU [I0-
CUMIITOMHE BcTanoBJyieHH giarnosy MEH1 y po-
JINYiB MAIliEHTa 3 BCTAHOBJIEHWM fliarHO30M [12].
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[TyxauHu HaAHUPKOBUX 3a7103 BUHMKAIOThH
y 20-40% mnamientiB i3 MEH1. Ili nyxawnu, gk
npaBuiio, M00pOsiKicHI 1 mpejacTaBjieHi TOPMO-
HAJIbHO-HEAKTUBHUMU KOPTUKATBbHUMU aJIeHO-
Mamu abo 1udy3HOI0 a00 HOAYJISPHOIO TiTepIiia-
3ieto [22, 23]. AnpeHOKOPTUKAIbHI KapIMHOME
npu MEH1 3ycTpiuaiotbcs pijgko.

AneHoma muTONOAIGHOI 3aM03M  3ycTpiva-
etbcs B 5-30% marlientiB i He Mae crenudiyHnx
0O3HaK, moB’ga3anux i3 MEH1.

3yCTpivaloTbCsl MEHIHIIOMU Ta 1HIIL IyXJIWHU
IIEHTPaJIbHOI HEPBOBOI CUCTEMM.

Heiipoennokprunna nyxjanHa TUMYycCa CTAaHOBUTD
pinkicumii (3,7% namientis i3 MEH1), ane daramib-
nuii kommonenT MEH 1, Ha paxyHky sikoro maiike
20% MEH1-acomiitoBanoi cMepTHOCTI [24].

Ien, axmit Bigmosigae 3a possutok MEHT1 j0-
KamizoBanuii y cermenti 11q13 i koaye 6110k Me-
HiH. MeHiH 3a/igdHuil y peryadilii TpaHCKPUIIIILii
i reromuoi crabisbHOCTI. BTpaTta rereposuror-
HOCTI T1i€l minguku acotiiiioBana 3 MEH1 — e
Jla€ TiCTaBA BBAKATH, 1O T€H MA€ MyXJIWHHO-
cytnpecopHy (dyHkiito. [lanienTn ycrnagkoByoTh
OJIHYy MYTOBAaHY KOTIIO Te€Ha 1 IM 3aJUIIAETHCS
OTPUMATHU COMAaTUYHY MYTAIlilo APYrol KOmii /s
pos3BuTky nmyxsuau. MEH1 — aBTocomuo-momi-
HaHTHE 3aXBOPIOBAHHS, ajie TaKOX BUHUKAIOTDH
criopaguyHi myTarii. Igentudikaiis i reneruy-
Ha XapaKTepUCTUKAa MTPUYNHHOTO TeHa BiIKpUJIa
MOJKJIMBICTh TEHETUYHOTO TECTYBAHHS I PAaHHBOI
JIIaTHOCTUKYW 3aXBOPIOBAHHS. AHAJI3 TMOCJII0B-
Hocti B reri MENT nig BugBieHHs MyTalliil 3a-
Ge3reuye HAWTOUYHIINIE MiATBEPIKEHHS CTATyCy
HOCis reHa. 3 PO3BUTKOM HOBUX TEXHOJOTiH, Ta-
KUX SK MYJbTUIJIEKCHA amiurigikaiiis Jirosa-
HUX 30HiB, OyJIU BiAKPUTI HOBI MyTaIlii B TeHi
MENT, mo miBUIIYE YyTJMBICTH TEHETUIHOTO
a"aiizy. Y MUHYJOMY TeHeTUYHe TeCcTyBaHHS
He 3naxoauiao mytanii MENT y 10-30% narien-
TiB, B IKMX OyJIM KJIiHIYHI KPUTEPii s [iarHO3y
MEH1 (nasgBuicTh monaitmennie asox MEH1-
ACOIIOBAHUX TyXJIMH: TEPBUHHUH TillepriapaTu-
peos, IyoJeHONMaHKpeaTuyHi HeWpPOeHTOKPUHHI
NyXJauHU i nyxannu agerorinodisy) [25]. Takux
MaIliEHTIB Ha3MBalOTh (peHokomigamu. HagasuicTb
(denokorii mependAYAETHCS TPU HETATUBHOMY
tecti MENT 3a mOCJIIOBHICTIO, T€HHOIO 103010
i ananizom ramtoruny 11q13. @enokomnii Hapaxo-
BYIOTb /10 5% MEH1-noai6uux Bumaakis, y 6ijib-
IOCTI BUIMA/KIB TOB’S3aHI 3 3aXBOPIOBAHHIMU
HPUIIUTONONIOHNX 327103 1 ageHorinodisa [26].

Bignosigno 1o nanux paHjgoMi3oBaHUX JOCJIi-
mkenb yactota MEH1 cranoButs Big 1 Bunaaky
Ha 10000 gom. mo 1 Bunaaky na 100 000 yoz. [12,
27]. Xapaxrtepue ¢dopMyBaHHS TeorpadiyHnX
KJIacTepiB sIK HacJioK edeKTy 3aCHOBHUKIB
(y momyngunifiHiii reHeTUIli — gBUIIEe BTPATH Te-
HETUYHOI MiHJAWBOCTI 1pu (HOpMyBaHHI HOBOI
HOIYJISAIIT HEBEJIUKOIO KiJIbKIiCTIO JIIofeil i3 Oijib-
moro 4yucia nHacenenns) [28]. Tem MENT1 mae
BUCOKY TeHeTpaHTHICTh. [lo Biky 20 poxiB ren
nenerpantuuii y 50% i mo Biky 40 pokiB mene-
TpantHuit y 95%. He 6yio izentudikoano Bu-
MajKiB THUIIOBUX O3HAK, acoIliloBaHMUX 31 cTa-
TycoM Hocist rena MENT y naiieHTiB, MoJo/ie
d POKiB; TAKMM YUHOM, TeH He TeHeTPAHTHUN /10
1poro Biky [12, 13].

TakTtuka nikyBanug npu MEH1 3anexuTts Bijg
HassBHUX €HJOKPUHOIATIN Ta cTpaTtudikaiii pu-
3ukiB. OCHOBHUM METOJ/IOM JIIKyBaHHS Talli€H-
TiB i3 MEH1 € xipypriune BujajeHHsT MyXJiuH,
Yy HM3II BUIA/KIB [MOKa3aHi MMPEBEHTUBHI BTPY-
yanug [27].

Hemnikosani mamientn 3 MEH1 marors 301-
JKeHy TpHUBaJdicTh KUTTS 3 50% BiporiaHicTIO
cmepTi 10 50 pokis. Ilpuynnu cMepti mMoB’st3ami
31 3JI0AKICHUMMY IIyXJIMHAMU a00 HaCJIiKaMU eH-
TOKpUHHMUX TopymieHb [12]. 3mosgxicHi Heiipo-
EHIOKPUHHI TyXJIMHU MiAILTYHKOBOT 3271031 ab0
KapIUHOIIHI IyXJIMHUA TUMYCY 110B’s13aHi 31 3poc-
TaHHIM PU3UKY cMepTi B maimieHTis i3 MEHT1.
bausbko 70% manientis i3 MEH1 nomupaioTs
Bijl mpuumH, sKi npgamo nos’s3ani 3 MEH1 [17].

CuHIPpOM MHOXWHHOI €HIOKPUHHOI Heo-
miazii 2 tumy (MEH2) — cnagkoBe 3axBopio-
BaHHS, SKe XapaKTePU3YETbCS PO3BUTKOM Me-
JYJSPHOI  KapIMHOMHU IIUTOTMOMIOHOI 3a/103H,
MyXJIWH TPUIIATONOAIOHUX 327103 1 (heoxpomo-
nmutromu. MEH2 BuHukae BHacaioK MyTaiiit
y RET-IpOTOOHKOTEHI 1 lepelaeThbCsl aBTOCOMHO-
JIOMIHAHTHO.

€ nBa MEH2 cungpomu: MEH2A i MEH2B
(panimre maB Ha3sy MEH3).

MEH2A nani xknacudikyerbcst Ha 4 BapianTH,
BI/INOBI/IHO /10 HasIBHOCTI Horo ckiagoBux. Kia-
cuunnit MEH2A xapaktepusyeTbcst MeLyasspHOTIO
KapIIMHOMOIO MIMTONMOAIOHOT 3a1031, TEPBUHHUM
rimepmapatupeo3oM i ¢eoxpoMornuTomoio. Tpu
J0/1aTKOBI BapianTu ckiafaioTs: MEH2A 3 By3mu-
KOBUM aMisioigosom mkipu, MEH2A 3 xBopoboio
lipmmpynraiciMeiina MmeyisipHa KapimHOMa, SKa
JIIaTHOCTYETHCS, KON B MAIli€HTA € MAaTOJOTIUHUHI
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Ornagn

RET renom i MenyisipHa KapiinHoMa, ajie B CiMeli-
HOMY aHaMHe3i BizcyTHi (heoxpomornrToma abo Ti-
neprapatupeos [30].

MEH2B menmr vactuii, vizk MEH2A, i napa-
xoBye 5% Bunaakie MEH2. Bin xapaktepusyernb-
¢s1 61JIBIIT arPECUBHOTO MELYJISIPHOIO KAPIIMHOMOIO
(axa Bunukae B 100% Butmaakis), heoXpoMoIuTo-
Mmoo (50%), mykosuumu nespomamu (95%-98%)
i ranrmioneBpomamu (40%). Tinepmapatupeos
BimcyTHi. /lo Toro Xk, mMaiike B yCiX TaIli€HTIB
BUSIBJISIETHCS MapdaHoiaHa TisoOymoBa: BUCOKE
migHeOiHHs, JifikoBuaHA aedopMallisi TPyaAHOI
KJITKM, BHCOKE CKJIEIIIHHS CTOI, CKOJIi0o3, BU-
crynatoui ry6u. YacTo BUHHKAIOTh HEBPOMH Ha
MOBiKaX, KOH'IOHKTHUBI, CJW30Bill HOca 1 TOpTaHi,
a3uKy i ry6ax [31].

Menynspaa KapiimHOMa PO3BUBAETHCS (haK-
THYHO B ycix namienTiB i3 MEH2. Haftuacrtime
e Mepiuil NMposB CHUHAPOMY, SKUNH BHUHUKAE
BIIPOJIOBIK MEPIIOI-TPETHOI AeKaAU KUTTA. Y Ta-
mienTiB i3 MEH2A menynsapua xapruHoma, sk
MpaBuUJIo, IBOCTOPOHHS (HA BiZIMiHY Bijl cropa-
JIMYHOT MeJyJIIPHOI KapIIMHOMHU, SIKA € OJTHOCTO-
POHHBOIO) i baraTooKyCHa, ii PO3BUTKY TIepeye
rineprnazist C-xmitun [32].

OO6rpyHTYBaHHS TeHOTUI-(DEHOTUITOBOI KOpe-
JIATIIT CTIAZIKOBOT MeAyJISAPHOI KapIIMHOMU MOJKE
CKepyBaTH PO3BUTOK 1HAMBIYaJbHOTO MiJIXOY
JI0 OLIHKU 1 KOHTPOJIIO PU3UKIB y AiTel-HOCIiB
regotumy. /[ 10BrocTpOKOBOTO MONepe/KeHHs
PO3BUTKY MeNYJAPHOI KaplIMHOMU B TAIIEHTIB
i3 MEH2 € edexTuBHOO panHs TOTaJbHA TUPEO-
inextomis [33, 34, 35].

DeoxpoMOIUTOMHU TPUCYTHI B OJIM3BKO MO-
gosuan MEH2A mnamientis. Boru aBocTOpoHHI
B 60-80% Bumanakis, y TOW 4ac sSK CIOpagndHi
dbeoxpomoruromu aBoctoponni B 10%. Meoxpo-
MOIIUTOMU [[1aTHOCTYIOTHCSI OJJHOYACHO 3 Mey-
JISPHOIO KapIIMHOMOI0 abo uepes JIeKiibKa POKiB.
®eoxpomonuromu B ckaagai MEH2A wmaiixe 3a-
BJKIU JOOPOSIKiCHI, ajle BOHM MOXKYTb CIIPUYH-
HSATU 3aTPO3JIMBI IJIsI JKUTTS TillepTOHIUHI KPpU3HU
abo Hamaau apuTM™ii.

lmepnapaTupeos HMPUCYTHI y OJIM3bKO I0-
jJoBuHM maiienTis i3 MEH2A, ane BUABISAETD-
cga pinme HiX deoxpomornuromu. Haityacri-
e MposiBJSETbCS B mnaiieHTiB nicas 30 poxis.
licTosOriyHO  TPUIMTONOAIOHI 32031 TIPH
MEH2A cknafaoThesd 3 TiepIryia3oBaHuX TOJI0B-
HUX KJITUH 1 114 Tineprjiasigd € acUuMeTPUYHOIO
BIJHOCHO PO3MIpiB MPUIIUTONOAIOHOI 3aJI03M.

336

Criocrepiraerbcsd TiIBAIIEHA YacTOTa JIOJATKO-
BUX npuiurTononibnux sanosz [36]. Ilepcucry-
ouniit ab0 penuANBYIOUYNI TimepiapaTupeos3 He
xapakrepuuit auss MEH2A na Bigminy Bij naii-
enTiB i3 MEH1.

MEH2 cupuunHsioTh MyTallii B TpaHcMeMO-
panHomy nporoonkoreni RET, ki J10Kami3yoTh-
ca B 10q11.21. Dynkuis 6ijgka, 3aKOAOBAHOTO
RET, 3anunraetbcsd HEeBU3HAUEHOIO, ajie BIiOMO,
[0 BiH € BaKJIUBKUM IIiJ] Yac eMOpioHAIbHOIO
PO3BUTKY HEPBOBOi CHUCTEMM KHUIIEYHUKA i HU-
pok. RET cknamaethes 3 3 1OMEHIB, BKIIOUAIOUN
JIOMEH IMCTEIHBMICHOTO TO3aKJIITUHHOTO peller-
Topa, TigpodoOHUIl TpaHcMeMOpaHHMII JTOMeH
i BHYTPIIIHBbOKJITUHHUN TUPO3UHKIHA3HUI Ka-
rtamitnaauit gomen [37, 38].

[TozakaiTUHHUN TOMEH B3a€EMOJIE 3 OJHUM 13

YOTUPHOX JITAH/IB, BijoMux cborosri. 11i miran-
I — TJiajbHa KJIITUHHA JiHis — MMoXiJHe Helpo-
TporHOoTOo (hakTopa (raiaabHuil HeHpoTpohiaHUH
(akTop), HelipoTypuH, mepcedin i apTemMin —
TaKOX B3AEMOJIIIOTh 3 OJJHUM i3 YOTHUPHOX KOpe-
IETITOPiB CiMeCTBA PeIeNTOPiB TJIaJbHOTO HEll-
porpodiunoro dakropa — aabda-ciMericTBOM.
[mianpauit HelipoTpodiunuii Gaxrtop Bigirpae
BaXKJIMBY POJIb Y HOPMAJIbHOMY (DYHKITIOHYBaHHI
HIJISXiB, 3a/[isTHUX Y HeliporeHe3i HepBOBOI cucTe-
MM KHUIIEYHUKA I HUPKOBOMY opraHoreHesi. Tu-
PO3WHKIHA3HUI KaTaJiITUIHUN IIEHTP 3HAXOAUTh-
€Sy BHYTPIITHbOKJITUHHOMY JIOMEHI i BUKJIUKAE
HU3XIi/HI CUTHAJIbHI BIJINBU Yyepe3 Pi3Hi MOJIEKY-
JI1 — BTOPUHHI MeceHxkepu [39].
MATUTIOM CIMEWHOI0 MeAYJIIPHOIO KapIMHOMOIO
inentudikoBani B ex3onax 10 i 11. /loBemena
reHoTunHo-peHoTUIIHA  Kopensmisg.  Kiacuy-
Ha MEHZ2A acomiiioBana 3 MicceHC-MYyTalli€io
3apozaKoBoi JiHil B KomoHax 609, 611, 618 a6o
620 exsony 10 abo xomony 634 exksony 11y RET-
npotoonkoreni. MEH2A 3 By3naukoBum amijo-
171030M MIKIpU Maii’ke 3aBXK/U aCOIilOBaHA 3 MY-
Tarieo kKopony 634, y TOW 4ac, KOJIW MaIli€HTH
3 MEH2A i xBopob6oto TipuinpyHra TUIIOBO Ma-
1oTh MyTatii B ek3oni 10 RET [40].

€ nami, MO TAIiEHTH 3 MYTAIi€l0 B KOJOHI
A883F maroTh 6iJIbIlI TaTEHTHUI PO3BUTOK 3aXBO-
pIoBaHHS TOPiBHAHO 3 HOciaMu M918T i3 Ginbin
mi3HbOI0 MaHidecTailieio peoxpomorutom [41].

Bausbko 75% Bunaakis MEH2B cniopagnuni
i marientn maiorh RET-myranii de novo, y toit
yac gk 25% BUIA/IKIB BUHUKAIOTh Y POJMHAX i3
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nposseamu MEH2B y munyiomy abo B ganuii yac.
Maitzxke 95% mnamientiB i3 MEH2B maiots my-
TaItito 3apoakoBoi JiHii RET y ex3oni 16 (komon
M918T) i menrIIe HiXK 5% MalOTh MyTaIliio 3apO/I-
koBoi sinii RET y ex3owni 15 (komon A883F) [30].

3aranbpHa yactota MEH2 cknanae 1 Bunagox
Ha 30 000-50 000 you. [42, 43].

Haii6inpm  wactumu  Buzamu  MEH2 e
MEH2A, MEH2A 3 cimeitnoio MeyJIsIpHOTIO Kap-
nunomoro i MEH2B.

Cepen namientiB MEH2A 3 myrtanieo rena
RET 3axBopioBaHHs BUSBJISIEThCS: 10 50 poKiB —
y 50%, i mo 70 pokiB — y 70%. Menyisipna Kap-
nuHoma B mnarienTiB i3 MEH2B 3ycrpivaerscsa
B PAaHHBOMY JIUTSYOMY Billi.

JlikyBanasgs MEH2 — xipypriune. /lo pose-
JIeHHs MapaTtupeoigekToMii abo TupeoimekToMmii
000B’I3KOBO MOTPIOHO BUKIIOUUTUH (HEOXPOMO-
nuToMmy. Axio heoxpomolruTomMa JiarHOCTOBaHa,
BTPy4YaHHSA 3 11 NPUBOAY TPOBOJUTHCSA TEPIIIO-
YeproBo 3 OIJSANY Ha MOXKJIUBY TeMOAMHAMIUHY
HectabinbHicTh [44, 45]. Tlpu MeracraTmaHUX
ypaskeHHsIX MOKYTh OyTH 3aCTOCOBaHI iHTiIOiTOPH
TUPO3UHKIHA3M.

[Ipu MEH2 panne JnikyBaHHS MeJyJiSIPHOI
KapLUUHOMU HIMTOOAIOHOT 32,1031 MOKe 3a1100ir-
TH CMepTi, a peTeJbHUI MOHITOPUHT (heoXpoMo-
IMMUTOMU MOK€ 3MEHIITUTH PU3UK TiTePTEH3UBHUX
KpusiB. BpaxoBytouu, 1110 MeHETPAHTHICTH Mey-
nsgpHoi kaprmaomu npu MEH2 cknanae 61u3bko
100%, y marieHTiB i3 BUCOKUM PU3UKOM MYyTalliii
RET npodinaktndyHa THUPEOieKTOMIsT MOKa3aHa
B HEMOBJSYOMY BIlli, a B JiTel i3 BUABJICHUMU
myTatismu RET — no 5-piunoro Biky [46, 47].

MEH4 wmae kiiHiuHi mposgBu momibHi 10
MEH1, ase BukJnkaHa MyTallisiMd B 1HIIOMY
reni. Haiibispm Tumosum mposisom MEH4 € ri-
rneprnapaTupeos, Ha JAPYroMy Miclli — MyXJWHU
anenorinodisy. Pusuk po3BUTKY TaHKpeaTHd-
HUX HEUPOEHNOKPUHHUX MYyXJWH Y TaIi€HTIB
i3 MEH4 3nayno HuK4uii HiXK y Mali€eHTIB i3
MEH1 [48].

[Ipu MEH4 BunukatoTh MyTaiii B TeHi I1U-
KJiH-3a/exHoro inribitopa kinasu (CDKNTB).
[leit ren BignoBigae 3a cunres Giaka p27. Ak i me-
HiH (KUl KogayeTbes renom MENT), p27 — myx-
JIMHHUN CYyTIPecop, o I0MOMara€ KOHTPOJIOBATH
pict i pinennd kaituH. Myrarttii B reni CDKN1B
3MEHNIYIOTh KiJbKICTh (DYHKI[IOHYI0UOTO P27, 110
IPU3BOIUTE 0 OGE3KOHTPOJBLHOTO POCTY i PO3-
MHOKEHHS KJITUH. Take HeKepoBaHe JiJIeHHS

KJIITUH MO’Ke INPU3BECTU [0 PO3BUTKY IMYXJIUH
B €H/IOKPUHHUX 3aJI03aX Ta IHITUX TKAaHUHAX.

3ajokyMeHTOBaHO 12 MiATBEPKEHNX BUTIA-
kiB MEH4; 3a po3paxyHKOBUMU JAHUMU 11 4aCTO-
Ta B 3arajibHiN MOIYJISAIil MOXKe CTAHOBUTU MEH-
mre 1 Bumazky Ha 1 MJIH YOI

XBopoba dou Tinmnens-Jlingay (OIJT) — pin-
KicHe reHeTHYHe 3aXBOPIOBAHHS, SIKe XapaKTepu-
3Y€ThC BiclepaJbHUMU KicTaMu i 1OOPOSKiCHU-
MU MyXJIMHaM#u B 0araTboxX OpraHax, siki MaiTh
MMOTEHTIIIa /10 3JI0STKICHOTO TepepoKeHHs. Kii-
HiuHi IpogBu xBopobu DIJI BKIOYAIOTH PO3BU-
TOK TeMaHTiOM CITKiBKM Ta I[eHTPaJbHOI HEePBO-
BOI cucTteMu, (eOXPOMOIUTOM, MHOKMHHUX KiCT
y NiIJIYHKOBIH 321031 Ta HUPKaXx i MiZiBUNIIEHU N
pusuk Tpancdopmarllii HIpKOBUX KiCT y pak HUP-
ku [49, 50]. [lupokwuii gianazoH Biky i pisHOMa-
HITHICTB (HOPM, Y SKUX TPOSIBJISIETbCS XBOpoOa
DTIJI, yckaaaHIOE AiarHOCTUKY i JiKyBaHHS ypa-
JKEeHUX TMAIlE€HTIB, a TAaKOX 1X poauyis. lemanrio-
MU CITKiBKHU JiarHOCTYOThCst B 50% MaIlieHTiB i3
xBopo6oto DIJI. [MyxsuHu 1eHTpasbHOI HEPBO-
BOI CUCTEMU Ta IHIIMX OPraHiB BUHUKAIOTH y 25%
naiieHTis i3 xsopoboio DIJI. TTarieHT 3 XBOpo-
6010 DIJI MafoTh MiABUIEHUN PU3UK PO3BUTKY
(heoXpoMOIUTOM, SIKi MOKYTh OYTH JABOCTOPOH-
HiMmu. Deoxpomoriuromun BUHUKAIOTH Y 10-50%
narienTis i3 xsopoboio MTJI, 3anexno Big cyoTH-
1y, 0OYMOBJIEHOTO BUOM MYTallii B IPUIMHHOMY
reri. Binbiicts (70% BUNAAKIB) MaHKPEATUYHUX
ypaskeHb € MPOCTUMHK KicTaMu i 3pizka O6yBaloTh
i3 KJIIHIYHMME TposgBaMu ab0 MePepOLKYIOThCS
B 3JIOSIKICHI ITyXJIMHMU.

XBopoba DIJI ycrmagKkoByEThCSI aBTOCOMHO-
nominanTHo. HoBi MyTarlii BUHMKaOTh y 6JIM3b-
ko 1:4,4 MiTbHOHM HOBOHAPOIKEHMX 1 CKJa-
nae 20% BumajakiB. 3arajbHa YacToTa XBOPOOHU
ODIJI y cBiti ckaanae 1:32000 HOBOHAPOIIKEHX,
y CIIA — 1:36000 noBonapomxenux. Bik BcTa-
HOBJIEHHS [[IaTHO3y KOJIMBAETHCS BiJl PAHHBOTO
autssaoro 10 60-70 pokiB i B cepe/lHbOMY CKJIAJIAE
26 pokis [51].

len cdon lNnneng-Jlingay posminienunii Ha Ko-
porkomy tiedi 3 xpomocomu (3p25.3) i komye
mupoko ekcrpecoBany iPHK, ska y cBoio uepry
KOMy€E 3 €K30HW 3 aJbTePHATUBHUM CIJIAMCHH-
rom [52]. ¥V pesyabrari aBa cunTe30BaHi Oiji-
kn ¢don Tlinnemns-Jlingay, 30x/la dopma (30p)
i 19 x/la dopma (p19), ckramaoTh YOBHUKOBUH
MeXaHi3M MiX SJpOM Ta LHUTOILIA3MOIO, Jie BOHU
YTBOPIOIOTh KOMILIEKCH 3 iHmmMu Oinkamu. [T
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61IKOBI KOMILZIEKCH MaloTh Garato (yHKILI: pe-
TyJIAIisg cTapiHHg, KUCHE-YyTJUBUN ILIAX, Mi-
KpoTyOyisipHa cTabiibHicTh 1 opienraris, ¢op-
MYBaHHS BiliOK, IMTOKIHOBA CUTHAJIbHA CUCTEMA,
36upanns kojareny IV Tumny B mMo3akJaiTUHHOMY
MaTpPUKCi, peryJssiisi 30UpaHHs HOPMaJbHOTO
MO3aKJIITUHHOTO (hiOPOHEKTHHOBOTO MaTPUKCY
i myxauHHa cynpecis [51].

Cepenfst TpUBAIICTD JKUTTS B TAIIE€HTIB i3 XBO-
po6oio DIJI cknanae 49 pokiB, B OCHOBHOMY 4e-
pe3 BUCOKY YaCTOTY aCOIiOBAHOTO CBITJIOKJIITUH-
HOTO paKy HUPKHU. AJjie peTesbHi 00CTeKeHHsI, SIKi
JI03BOJIAIOTH ITPOBECTU PaHHI BTPY4YaHHS MOKYTb
TMOJIOBKUTU TPUBAJICTD KUTTS TaAKUX MAIIEHTIB.

Heiipodibpomaros 1 tuny (HDO1) — wmysb-
TUCHCTEMHE TeHEeTUYHE 3aXBOPIOBAaHHS, SKe Xa-
PAKTEPU3YETHCS MKIPHUMU TTPOSBAMU y BUTJISAIL
IJIAM KOJIbOPY <«KaBM 3 MOJIOKOM» 1 IIaXBOBUM
JIEHTITO, KICTKOBUMHU JUCIJIA31IMU 1 PO3BUTKOM
HOOPOSIKICHUX 1 BJIOSKICHMX IYXJHUH HEPBOBOI
cucTemu, Haituacrinre Heitpodibpom. Enmoxpu-
nosoriunmii intepec 'y H®1 mnpeacraBiasiorsb
(heoXpOMOITUTOMH, SIKi 3yCTPIYAIOTHCS TPUOJIN3-
HO B 3% maiienTiB |53, 34].

H®1 Bunukae BHacAiOK MyTallii abo menerrii
B reri NF1. HeiipoibpomiH, IKUiT KOLY€EThCS Te-
HoM NF1, € TyXJIMHHUM CyTIPecOPOM; 3MEeHIIIeHa
MPOAYKIli 1IHOro OiKa pe3ysabTye YHCICHUMU
KJTIHIYHUMY TIPOsiBaMu [53].

Pospaxynkosa yacrora HD1 cknamae 1 Bumna-
nok Ha 3000, asre HactpaB/i Moxke OyTH OiJTbIIO0
yepe3 HEMOBHE BUSIBJIEHHS JIETKUX (OPM 3axXBO-
piloBaHHs. BiM3bKO TOJOBUHM MAIli€EHTIB Tpe/-
CTABJISIOTH IEPIIUH BUTIAZIOK Y CiM'1, IK pe3yabTaT
HOBOI reHetnuHoi myraiii [55]. Cepennst Tpusa-
JicTh KuTT marientiB i3 HD1 ckopouyeThes Ha
8 POKiB MOPIBHSIHO 3 3arajibHOIO MOMYJISIE [56].

Kommieke Kapues — aBTOCOMHO-JOMIHAHT-
HUN CHUHAPOM, SIKUH TPOSIBIASETHCS IJISIMUCTOIO
MTMEHTAIEI0 MKIPU, €HJOKPUHOTATIAMA, €HI0-
KPUHHUMU Ta HEEHJIOKPUHHUMU TyXJTUHAMU |57 ].
[li myxTMHET BRJIOYAIOTh MIKCOMU IIKipH, CepIid,
MOJIOYHMX 3aJ103 Ta IHIIUX JIOKAJIi3alliii: TepBUHHY
MITMEHTOBAHY HOAYJSPHY aJIPEHOKOPTUKAJIbHY
xBopoOy (ITTTHAX), ncaMMOMaTO3HI MeJIaHOTHY -
Hi NMIBaAaHOMM; aJleHOMU ajieHorinodisy, Mo mnpo-
OYKYIOTh TOPMOH POCTY, TECTUKYJSPHI ITyXJTUHU
kiaituH Ceprosti, MyXJIMHK IUTONOMIOHOT 3271031,
aJIeHOMU TIPOTOK MOJIOYHUX 3aJ103, aKPOMeTaJIiio
BHACJIIOK coMaToMaMOTpoHOI rinepriiasii i aje-
HOM, He3aJIe)KHUX BiJl COMAaTOMiOepuny.
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Kommieke KapHest ycnagkoByeTbCsl aBTOCOM-
HO-/IOMIHAHTHO 3 BapiaTMBHOIO II€HETPAHTHICTIO.
BBaskaerbcd, 110 Kap/iaJdbHi MiKCOMHU BUHUKA-
I0Th i3 CyOeHI0TEeH/I0KAP/IiaTbHIX Me3eHXIMaJb-
HUX MYJBTUTIOTEHTHUX KJITHH-TIOTIEPETHUKIB.
Kommeke Kapaed BuHUKAE BHACHIOK MyTalliid
y redHi PRKARTA, axuii Koy€e peryJsisiTopHy Cy-
6omuauIio nporeinkinasu A R1a [58]. PRKARTA
MOXe TpaTH pOJb TeHAa-TMyXJIWHHOTO CyIpecopa,
peryJiofoun aKTUBHICTH TPOTEIHKIHA3W A, TI0
y CBOIO 4epry MO’Ke CTUMYJIOBAaTH ab0 MPUTHI-
yyBaTH picT i AudepeHIitoBaHHda KIiTUH. [eHn
komItekcy Kapres acorifioBaHi 3 TEHOMHOIO He-
cTabibHICTIO; KIITHHHI JIiHiT, OTpUMaHi 3 Iy XJIUH
komriekcy KapHes, HaKOTUYYIOTh XPOMOCOM-
Hi mepeOy0BHU, BKJIOYAIOUN acolliallii Teomep
i qureHTpuvHi Xpomocomu [59].

Myxauan TTITHAX xapakTepusyoTbcs Jiro-
(ycuuH-BMicCHUMEU,  KOPTHU30JI-IIPOJAYKYIOUNMU
BY3JIaMH, SIKi OTOYeHi aTpo(oBaHOIO aJPEHOKOP-
TUKAJIBHOIO i HOPMAJbHOIO aJpPeHOMEAYJISIPHOIO
trkaruHoIo [60]. IIpuposa BUHUKHEHHS 1TUX TTyX-
JIMH He 3po3yMijsia. MaKpOCKOIIYHO IMOBEPXHS
MYXJUH BKPUTA MHOKUHHUMU MaJeHbKUMU BY3-
JIUKaMU YOPHOTO ab0 KOPUIHEBOTO KOJIbOPY. [To-
3alyXJMHHA TKaHMHA KOPU HAJHUPKOBUX 3aJ03
arpodivyna. MikpoCcKOTiYHO MHOKWHHI BY3JIUKN
BU3HAYAIOTHCS Yy BCilt TOBINI Kopu. KuriTnau B 1inx
BY3JIMKaX MO3UTUBHO (GapOyIOThCsT PeakTUBOM
[MIndda. ITosa kopolo BigMiYaeEThCSA IHTEHCUBHA
ne3opraizaitis 6e3 HOpMaJTbHOTO 30HYBAHHSI.

Y 6sau3bko 75% Tali€HTIB i3 KOMILIEKCOM
Kaphes 3ycrpiuaerbest 6araToBysioBuii 300.

3 MOMeHTY BHUJiJeHHST KoMmiutekcy Kapues
B OKpeMy KJiHiuHy KaTeropiio B 1985 pori 1eit
miarHos Oysio BcTaHOBJIEeHO Osm3bko 600 marri-
eatam y cBiti [61]. CepesHs TpUBAMICTD KUTTS
naiieHTiB i3 kommaekcom Kapuest cranoButhb 50-
55 poKiB. 25% cMepTHOCTI TAIli€HTIB i3 IIUM CUH-
JIPOMOM OOYMOBJIEHI KapAiaJbHUMKM MiKCOMaMMU.
TpuBamicTh KUTTS TaKUX MAIi€HTIB MOXKe OyTH
MOJIOBJKEHA 32 YMOBHU PETYJSIPHUX OOCTEKEHb
i CBO€YacHUX BTPy4YaHb [62].

Cunapom MakK’'tona-Ousbpaiita aiarHocry-
€TbCS 3a HASIBHOCTI IOHaliMeHIe JBOX i3 Ha-
CTYIIHUX TphOX KpuTepiiB: (1) mosioccambHa
¢ibposna ocreoxmcmiaziss, (2) mirMeHTaiis
HIKipU Yy BUIJISAL IJIAM KOJIbOPY <«KaBU 3 MOJIO-
KOM» 1 (3) aBTOHOMHA €HJIOKpUHHA TineppyHK-
1ist (HAIpuKJIaA, TOHAMOTPOIH-He3aleKHe Tie-
pefyacHe crateBe J03piBaHHA). TaKoX MOXYTb
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OyTH HPUCYTHIMM 1HIII €HAOKPUHHI CHHIPOMH,
BKJIIOUAIOYM TillepTUPEO03, aKpoMerasilo, CHUH-
npom Kymwunra, rimeprnposakTuHeMifo, Timepria-
partupeos, rinekomacTiio i rimodocdaremiuyny oc-
TeoMandiiio [63].

Cunzapom MakK’'tona-Oubpaiita po3BUBAETh-
Cg BHACJIJIOK IOCT3UTOTUYHOI aKTHUBYIOUOI MY-
taiii rena GNAST y noxyci 20q13.1-13.2, axuii
koxaye nporein G cyboaununi Gs anbda B ypaxke-
HUX TKaHnwHax. KJTiHI9HI TPOSABY CHHIPOMY JIyKe
BapiaTWBHI, 3aJ€KHO BiJl TOTO, SIKi 3 MOKJIUBUX
KOMIIOHEHTIB IOMIHYIOTB [64].

Cungpom MakK’ona-Ounbpaiita — ayxe pij-
KicHe cropagmune 3axBopiopanus. Moro uacto-
Ta B TOIMYJIAIIl OIMIHIOETBCS MixKk 1 BUTAZIOK Ha
100000 wour. i 1 Bunazok Ha 1 muta yoa. [65].

Baskki BUNIaiku CHHAPOMY 3 3aJTy4eHHSIM MHO-
KUHHUX €H/JIOKPUHHUX TKAaHUH PO3Ii3HAIOTHCS
B IepioJl HOBOHAPO/KeHocTi. Bunaaku cunapo-
my Kymimnra i rineprupeosy takosxk Oyiu 3adik-
COBaHi B 1epioJi HOBOHAPO/:KeHOCTi. MeHIn BaxK-
Ki (hopMU MTPOSBIAIOTHCS B PAHHBOMY TUTHUHCTBI
Biz 0,3 1o 9 poxkiB. Anenomu rinodisy, mo mpo-
IYKYIOTb TOPMOH POCTY, i TOKCUYHI a/[eHOMH 111~
TononibHo1 3amo3u BHacHigok GNAST myrtaiiit
MOXKYTb BHHUKAaTH B Oy[Ib-SIKOMY Bili. 3axBo-
proBaHHS 3 OiJIBI Mi3HIM Ae6I0TOM aCOIIIITHCS
3 KJIHIYHO 61/ TaTeHTHUMU heHoTumamu [66].

Ha cphoronni He icHye JiKyBaHHS, CIPSIMO-
BAHOTO HA MPUYUHHY MOJIEKYJSIPHY TPoOIeMy
CHUH/IPOMY. 3aCTOCOBYIOTb Pi3Hi IIpenapatu /s
KOPeKIil eHAOKPUHHUX Ta MeTabOJiuHUX MOPY-
IIeHb, BKJIOYAIOUM iHriGITOpM apoMarasu, cre-
pOiiN, aHAJIOTU COMATOCTAaTUHY, aroHicTH moda-
MiHy, OichochoHaTn, aHTArOHICTH pPeIenTopiB
€CTPOTEHY i aHTUTUPEOIHI ITpenapaTu.

[Ipu mepesomMax KiCTOK BHACJIIOK JAHUCILIAC-
TUYHOTO YpaKeHHS IoKa3aHe Xipypriuyne BTPY-
yanns. [Ipu HasgBHOCTI BYy3J70BOTO abo Gararto-
BY3JI0BOTO 300y 3 THPEOTOKCUKO30M IOKa3aHe
MPOBEIEHHST TeMITHPeOoifekToMIl ab0 THUPeOoiTeK-
tomii. JlikyBanHs cuHpoMy KymimHra B cKiajiai
cunapomy MaxkK’'ona-Onbpaiita mnepenbayae
JIBOCTOPOHHIO a/[PEHAJIEKTOMII0 3 MOAAJbIIO0
CTePOIHOIO 3aMicHOIO Teparrieio [67].

OxpeMo Biji HeBeJIWKOI MiATPYNHW MAIIEHTIB
i3 TiBUIIEHOIO TIePUOIIePAIliiHOI0 JIeTANbHICTIO
1 31 3JI09KICHUMU HOBOYTBOPEHHSIMHM, CHUHAPOM
MaxkK’tona-Osbpaiita He TOB’si3aHMil i3 1migBU-
IIEHOI0 CMEPTHICTIO. 3aXBOPIOBAHICTb 1 BTpaTa
paie3JaTHOCTI B TaKUX TAIi€HTIB MOXKe OyTh

BHCOKOIO BHACJIZIOK XpoHiuHOTO 6010 1 recpop-
Malliif KiCTKOBOI TKaHWHU, a TaKOX MYJIbTUTOP-
MOHAJbHUX EHJOKpUHOIATIi. TakuM YUHOM,
MIPOTHO3 3HAYHOIO MipOIO 3aJIEKUTDh BiJl IPOSIBIB
cunapomy MakK’tona-Oubpaiita [63].

Bpaxosytoun, mo MEH e mysapsrucucremun-
MU 3aXBOPIOBAHHSMHU 3 HU3KOIO Pi3HOMaHITHUX
MPOSIBiB, TAKTUKA BeJIEHHS TaKUX MAII€EHTIB € He-
CTaHIAPTHOW 1 TOTPeOy€E MYJIBTHAUCIUILTIHAD-
HOTO MiXO0MY.

lenetnyHe TecTyBaHHS — 0a30BUil eJeMEHT
y miarHoctuii MEH-cunapomis. lenetmunuit
CKPUHIHT MyTallifi TPOBOAUTHCSA B TAIIEHTIB i3
Bi/IMOBIAHUMU KJIHIYHUMU KpUTepigaMu. AKIo
MyTallig ijledTrdikoBana, TUM 4jeHaM ciM’i, SKi
3HAXO/ISAITHCSA B 30HI PU3WKY, TAKOK MPOBOIUTHCS
CKpuHIiHT. PerenbHi quHaMiuHi 0OCTEKEHHS Ia-
mienTis i3 MEH, a Takosk 6€3CUMIITOMHUX HOCIIB
JI03BOJISIIOTh BUSIBJATA HOBOYTBOPEHHSI Ha paH-
Hill TOCUMIITOMHIN CTaii i CBOEYACHO MIPOBECTU
oTiepaTUBHE JIIKYBaHHS, 110 MOKe 3MEHIIUTH PU-
3WK TTOB’43aHO1 CMEPTHOCTI.

OcTaHHIM Y9acoM TPOCTiIKOBYETHCS TEHIEH-
Iisd 710 301JIbIIEHHST YaCTOTU BUSABJIEHHS opdaH-
HUX 3axBopioBaHb. lIpuumHoi0 naHoOi cuTyarii
MosKe OYTH MOKpallleHHs MeTO/iB J1abopaTopHOI
Ta IHCTPYMEHTAJbHOI 11arHOCTUKHU, BUKOPUCTAH-
HS TEHeTUYHUX METOIB MIaTHOCTUKU Ta O1JIbII
HMIMPoKa 006i3HAHICTh JiKapiB 1010 opdaHHUX 3a-
XBOPIOBaHb.

3 1996 p. o 2020 p. y xipypriuHomy Bijui-
ai Y <«I"cturyT eHZoKpUHOJOrii Ta 0OMiHY
pevoBuH im. B.II. Komicapenka HAMH VYkpai-
HU» Tipolinin JikyBaunHg 29 marienTis i3 MEH:
y 10 mamienrtis Oyma miarnocroBana MEHI,
y 13 mnamientiB — MEH2A, y 5 namienris —
MEH2B i B 1 namienra — cungpom ¢don linmens-
Jlinpay.

Y Tpani 2020 p. MO3 Ykpainu inimniioBajo
yxBasenHd HarionampHoi cTpaterii 3 mpodi-
JIAKTUKM, MIarHOCTUKU Ta JIKYBaHHS PiKICHUX
(opdanHUX) 3aXBOPIOBaHb, MO CBITYUTH PO BU-
3HaHHS MPOOJIEMHU HA JePKABHOMY PiBHI.

TakuM 4YWHOM, BU3HAYEHO He TIJIbKU Iepe-
JiK opdaHHUX 3aXBOpPIOBaHb, aje ¥ TPUUHATO
pIIIeHHS TIOM0 BaKJWBOCTI JIIKyBaHHS pPifKic-
HuxX (opdhaHHNUX) 3aXBOPIOBaHb Ta 3a0e3MeYeHHsI
HaI[i€HTIB KUTTEBO HEOOXiAHUMHU JHKapChbKUMU
3acobaMu Ta CreliagbHuM XapuyBanusMm. [[ist
peanizanii HarjionasbHol cTpaterii BaskKJIUBUM
€ 36ip craTucTuyHOi iH(GoOpMarii npo opdaHHi
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3aXBOPIOBAHHS B YKpaiHi, BUPOB/KEHHS edek-
TUBHUX METOJ[iB PaHHbLOI IaTHOCTUKH, JIIKyBaH-
Hs Ta peabipitTanii HaIieHTiB, a TAKOXK IATOTOB-
Ka kBasigikoBanux ¢axisiis. [1lagx Bupimenns
JTAHOTO THUTAHHS — Iie 3a0e3MevYeHHs] JOCTYIy
MAaIi€HTIB /10 BUCOKOCIEIIaNMi30BaHOT MeUUHOI
JIOIIOMOTH, PO3po0Ka BITYM3HSIHUX CTaHIAPTIB
3 IMILUIEMEHTAII€I0 MiKHAaPOJAHUX IIPOTOKOJIIB
NIaTHOCTUKY Ta JIKyBaHHS OppaHHUX 3aXBOPIO-
BaHb, MPOBEICHHS HAYKOBUX OCTI/KeHb y cdepi
piKicHUX ophaHHUX 3aXBOPIOBAaHb, a TAKOXK TI0-
rinbJIeHHS HaI[lOHAJbHOI 1 MIiKHApOMHOI CIIiB-
npari B NUTAHHIX TAaKTUKW BeJleHHS TAIlEHTIB
3 ophaHHUMU 3aXBOPIOBAHHSIMU.
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Ornagn

VHBaNMAM3aUMW NaumMeHToB C AaHHo natonorveil. OcobeHHo 370
OTHOCUTCA K TaKIM 3ab0neBaHnaAM, Kak akpOMeranmsa v MHOXeCTBeH-
HaA SHAOKPMHHaA HeomnaswA. B EBpone cyuiecTsyeT cneumancHas
nporpaMmMa, KoTopas HampasfeHa Ha pelleHne pa3HoOOpPasHbix BO-
NPOCOB OTHOCWTENBHO AVArHOCTUKU, IeYEHVA 1 COUManbHOro obe-
cneyeHus NauneHToB C opdaHHbIMU 3aboneBaHuAMK. EBponeickuii
npoekT «OpdaHeT» NOAAEPKNBAETCA FOCYAaPCTBEHHBIMY CTPYKTYpa-
MK, 06beaVHAET MHGOPMALIIO OTHOCKUTENBHO PEeKMX 3a00neBaHu
NPaKTUYeCKN BO BCEX EBPOMENCKMX CTpaHax W BKOUaeT eBponei-
CKMe, MHTepPHALMOHasbHble, HaLUMOHaNbHbIe U pervoHanbHsle pee-
CTpbl oOpdaHHbIX 3aboneBaHni. B YkpanHe onybnmkosaH Mprikas Mu-
HICTEPCTBA 3/1PaBOOXPaHeHNA YKpanHbl oT 27.10.2014 1. N2 778 «O6
yTBePKAEHNM NepeyHs pekux (opdaHHbIX) 3a001eBaHwt», KOTOPbIM
B YKpanHe oduLmanbHo yTeepxaeHo 302 HO30M0rUK, OTHOCALLMECA
K pefkum 3abonesaHviam. Cpefn opdaHHbIX 3abonesaHuin ykasaHo
61 penkylo SHAOKPMHHYIO 6one3Hb (B TOM UMc/ie pacCcTponcTea ni-
TaHUA 1 HapyLlleHna obMeHa BeLeCTB), @ Takxe BPOXAEHHbIe MOPOKK
Pa3BUTNSA, XPOMOCOMHbIE GHOManWK U pefkre HOBOOGPa30oBaHWA,
B onpefeneHnn TakKTUKWA BEeAEHWA KOTOPbIX Bpay-3HAOKPUHOMAON
NPVHUMaeT HeNoCPeaCTBeHHoe yuacTve. [locneaHee Bpema ysenn-
UMBAETCA YacTOTa BbIABNEHWA OpdaHHbIX 3a00NeBaHuI, B TOM Ynche
VI SHAOKPVHHBIX. [TPUUMHOM 3TOTO MOXET ObiTb yiyulleHne METOAOB
VIHCTPYMEHTaNbHOW 1 NabopaTopHOM AMArHOCTUKK, MCMONb30BaHWe
reHeTUYeCKMX METO0B AMArHOCTUKM 1 6osee Wrpokas MHGOPMUPO-
BaHHOCTb Bpauel Pa3HbiX CNEeLManbHOCTEN OTHOCUTENBHO PaHHMUX
nposBneHnin opdaHHbix 3abonesaHnin. B YkpauHe npobrnema op-
baHHbIx 3aboneBaHn annTenbHoe BpemA Haxoamnach B MHEPTHOM
COCTOAHMW. MHMUMauma NpuHATMA HaumoHanbHOW cTpaterm no
NpPOdUNaKTVKe, AMArHOCTUKE ¥ NedeHuo peaknx (opdaHHbIX) 3a6o-
neBaHUil B YKpaviHe CBWOETENbCTBYET O MpU3HaHUM Npobnemsl Ha
roCyAapCTBEHHOM YPOBHE 1 JaeT BO3MOXHOCTb peLleHrA BONPOCOB
CBOEBPEMEHHOTO BbIABNEHUA U NeUeHNs PeKMX 3a00N1eBaHNiA, a Tak-
e obecneyeHns NaLUNEHTOB XM3HEHHO HEOOXOAMMBIMUI leKapCTBeH-
HbIMM CpeACTBaMU.

KnioueBble cnoBa: 3HIOKPUHHbIE OpdaHHble 3aboneBaHus, akpo-
Meranng, MHOXXeCTBEHHAA SHAOKPVIHHAA HEOMIa3uA.

Orphan diseases in endocrinology

M.D. Tronko, A.M. Kvachenyuk, L.A. Lutsenko,
I.S. Suprun, 0.0. Ohrimchuk

SI«V.P. Komisarenko Institute of Endocrinology and Metabolism of the
National Academy of Medical Sciences of Ukraine»

Abstract. The medical and social significance of endocrine or-
phan diseases is due to difficulties in diagnosis and treatment, as
well as an unfavorable prognosis and a high incidence of disability
in patients with this pathology. This is especially true for diseases
such as acromegaly and multiple endocrine neoplasia. In Europe,
there is a special program that is aimed at solving a variety of issues
regarding the diagnosis, treatment and social security of patients
with orphan diseases. The European project «Orphanet» is sup-
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ported by government agencies, brings together information on
rare diseases in almost all European countries including European,
international, national and regional registries of orphan diseases.
In Ukraine, the Order of the Ministry of Health of Ukraine dated
27.10.2014 Ne 778 «On approval of the list of rare (orphan) diseases»
was published, which in Ukraine officially approved 302 nosolo-
gies related to rare diseases. Among the orphan diseases, 61 rare
endocrine diseases (including nutritional and metabolic disorders)
are indicated, as well as congenital malformations, chromosomal
abnormalities and rare neoplasms, in determining the management
tactics of which the endocrinologist is directly involved. Recently,
the frequency of detecting orphan diseases, including endocrine
diseases, has been increasing. The reason for this may be the im-
provement of the methods of instrumental and laboratory diagnos-
tics, the use of genetic diagnostic methods and a wider awareness
of doctors of various specialties regarding the early manifestations
of orphan diseases. In Ukraine, the problem of orphan diseases was
inactive for a long time. The initiation of the adoption of the Na-
tional Strategy for the Prevention, Diagnostics and Treatment of Or-
phan Diseases in Ukraine is the evidence of the recognition of the
problem at the state level and makes it possible to resolve issues of
timely detection and treatment of rare diseases, as well as to pro-
vide patients with vital medicines.

Keywords: endocrine orphan disease, acromegalia, multiple en-
docrine neoplasia.
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