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Pe3stome. OpdaHHi 3axBOPIOBAHHA — rpyna PiAKiCHUX BPoAXKeHUX abo HabyTUX 3aXBOPHOBAHb, AKi XapaKTepUsyoTbea
BaXKKMM, NMPOrpecytoumm i XpoHiYHUM nepebirom, Lo npu3BoanTb A0 GOPMyBaHHA AereHepaTUBHUX 3MiH B OpraHi3mi,
3HUMKEHHA AKOCTI Ta CKOPOUYEHHA TPMBANOCTI XKUTTA XBOPUX. B YKpaiHi npobnema opdpaHHUX xBOpob Ta ix coujianbHa nia-
TPUMKa BM3HaHa Ha Aep»KaBHOMY piBHI nwe 15 kBiTHA 2014 p. i3 npuAHATTAM 3akoHy YKpaiHn Ne 1213-VII «[po BHe-
CeHHs 3miH Ao OCHOB 3aKOHOAaBCTBa YKpalHM NPO OXOPOHY 340p0B’A Woa0 3abe3neyeHHs NPodiNaKTUKKU Ta NiKyBaHHSA
piakicHnx (opdaHHMX) 3axBoptoBaHb». Ha cboroaHi y cBiTi 3adikcoBaHO A0 8 TUCAY piAKICHUX 3aXBOPIOBAHb, 3 AKUX IMLLIE
302 Ho3os10riT 0¢iuiHO 3aTBEPAMAM B YKPaiHi Ta pernameHTyoTbCs BignoBigHMMM Hakasamu MO3. HuHi B YKpaiHi icHye
npobaema WoAo NikyBaHHA opdaHHUX 3aXBOPIOBaHb Yepes BiACYTHiCTb HauioHanbHoro peectpy. Of4HMM i3 3aXBOPHOBaHDb,
AKe BXOAWUTb A0 3aPEeECTPOBAHOIO nepeniky oppaHHMX 3aXBOpoBaHb Ta NoTpebye eHAOKPUHONOTIYHOT AONOMOrU, € CO-
MaTOTPOMNHA HegoCTaTHICTb. COMAaTOTPONHA HEAOCTATHICTb — FeTEePOreHHa rpyna 3axsoproBaHb, OCHOBHMM KAiHIYHMM
NpPoABOM AKMX € NAaTONOrYHa 3aTPMMKa POCTY, 3yMOB/IEHA NOPYLLUEHHAM cekpeLii abo Aaii comaToTponHoro ropmoHy. Meta.
MpoaHanisyBaTh 3arasibHy 3aXBOPHOBAHICTb HA COMATOTPOMNHY HEAOCTaTHICTb cepes, AUTAYOro HaceneHHA M. BiHHuML Ta
BiHHMUbKOT 06/1aCTi, @ TAKOX CTaH HagaHHA gornomory. Matepianu Ta metoam. basa peecTpy XBOpMX Ha COMATOTPOMHY He-
focTaTHicTb KHIM «BiHHMLbKOro 06/1aCHOI0 KNiHIYHOFO BUCOKOCNELLia1i30BaHOro eHAOKPUHOOTYHOTO LLEeHTPY BiHHULbKOT
obnacHoi pagm», ambynatopHi KapTKK NauieHTiB. Pe3ynbraTu. 3rigHO 3 PEECTPOM, KiNbKiCTb 3apEECTPOBAHMX XBOPUX BiIKOM
Big 4 no 18 poki., AKi MaloTb riNOCOMaTOTPONI3M, CTAaHOBUTbL 66 0OCib, cepes, AKNX NepeBaXKatoTb 40N0BIKK (58%). Haii-
6inbLUy KiNbKiCTb cepes, LMx XBOPUX CTAHOBAATL AiTU MOMOALLOTO WKiNbHOTO BiKy (45,4%). BiaHocHO BepudikaL,i giarHosy
i3 COMaTOTPOMNHOK HEAOCTaTHICTIO HaMYacTilWe TPanAAeTbCA rinodizapHUit HaHism (57,6%). BUCHOBKU. COMaTOTPOMNHNIA
ropMmoH — 6inKoBMIA rOpMOH ageHorinodisa, AKMIM MicTUTb 191 aMiHOKMCNOTHUIM 3a/IMLLIOK Ta CUHTE3YETbCA CneLialbHUMM
aungodinbHUMM COMATOTPODHMMM KNiTUHAMU. OCHOBHOO 6i0/IOFYHOO €0 COMATOTPOMHOTO FOPMOHY B ANUTAYOMY BiLli
€ 3abe3neyeHHA 3poCTy. 3pOCTaHHA — Lie CKNaAHMI npouec: 06MiH peYoBUH, BNAWB HA CKAAA0BI 30H POCTY, B3aEMOBMANB
Ha QYHKLi0 BHYTPILLHIX OpraHiB. BUHMKAE NUTAHHA WOA0 KOHTPOO Hag NpoL.ecamm BNAUBY BiACYTHOCTI COMaTOTPONHOIo
ropmMoHy Ha QYHKLi0 cepLeBo-CyanHHOI, M’A30B0i Ta ONOPHO-PYXOBOT CUCTEM Y MaLLiEHTIB CTapLLOro Biky 6e3 3amicHoi
Tepanii. OpraHisaLiliHi NMTaHHA peecTpy, 3abe3neyeHHsA XBOPUX 3aMiCHOK Tepanielo B AOPOC/AIOMY Billi, KOHTPO/Ib Haz,
CYNYTHIMM CTaHaMM 11 YCKNAAHEHHAMM € aKTyaslbHUMM | NOTPeObYIOTb BUpiLEHHA faHOT npobnemu.

KntouoBi cnosa: opdaHHi 3aXBOPHOBaHHA, COMATOTPONHA HEAOCTAaTHICTb, FNOCOMATOTPONI3M, Finodi3apHUiA HaHi3m, co-

MaTOTPOMHWUIA TOPMOH.

OpdaHHi (Big aHrn. «orphan» — cupoTa, cu-
PITCbKNIA) 3aXBOPOBAHHA — rpyna piaKicHUX Bpo-
OXXeHux abo HabyTux 3axXBOpPOBaHb, AKI XapaKTe-
PU3YIOTbCA Ba)KKMM, MPOrpPecyrovYmMMm i XPOHIYHMM
nepebirom, Wo npmnsBoauTb 40 GOPMYBaHHA aere-
HepPaTMBHMX 3MiH B OPraHi3mi, 3HMXKEHHA AKOCTI Ta
CKOPOYEHHA TPUBANOCTI }KUTTA XBOPUX.

TepmiH «opdaHHi 3axBOPIHOBAHHA» Bneplle
3’ABMBCA B 3aKoHOoAaBYOoMYy akTi «Orphan Drug Act»,
wo 6ys npuiHaTUit CnonyyeHnmu Ltatamu Amepu-
Ku B 1983 poui [11]. 3rogom npobaemun opdaHHUX
3aXBOPIOBaHb 3aKPiNUAM 3aKOHOA4ABCTBOM TakKi Kpai-
HU: CuHranyp (1991), Anoxia (1993), Kanaga (1995),
MNispeHHa Kopea (1995), KpaiHn EBponelicbKoro
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Coto3y (1995), AscTpania (1997) [6]. Loao Ykpai-
HM npobnema opdaHHMX XBOPOb Ta ix couianbHa
NigTPMMKA BM3HAHA Ha Aep)XaBHOMY PiBHI Auwe
15 kBiTHA 2014 p. i3 NPUNHATTAM 3aKoHY YKpaiHu
Ne 1213-VII «Mpo BHeceHHA 3miH A0 OCHOB 3aKo-
HOAaBCTBA YKpalHW NPO OXOPOHY 340pOB’A Woa0
3abe3sneyeHHs nNpodinakTMKK Ta NikyBaHHA pia-
KicHMX (opdaHHMX) 3aXBOPIOBAHbY, 3ri4HO 3 AKUM
piAKICHMM 3aXBOPIOBAaHHAM BBaXalOTb 3aXBOPIO-
BaHHA, AKE 3arpoXKye XUTTIO NOANHM abo XPOHiu-
HO Mporpecye, NPU3BOAUTb A0 CKOPOYEHHA TPU-
BaJIOCTi *UTTA abo A0 iHBaNiAHOCTI, NOWMPEHICTb
AKOro cepef HaceneHHA CTAHOBMUTb HE YacTile HiX
1:2000 (Hopma 6yna 3aTBepaKeHa KpaiHamu EBpo-
nercbkoro Coto3y B 1999 poui) [1]. Toai Ak y CLUA
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nowmnpeHicTb oppaHHOTO 3aXBOPHOBAHHA CTAHOBUTL
1:1500, Asctpanii — 1:2000, AnoHii — 1:2500, Po-
ciicbKin ®epepauii — 1:10 000 [6, 7].

HWHi EBponencbKMUiM KOMITET eKCnepTiB i3 piaKic-
HuMX 3axBoptoBaHb (EUCERD) 3adikcyBaB a0 8 Tncad
piakicHux xBopob [9]. B YkpaiHi noku wo 302 Ho-
3o/101ii BigHecnn go oppaHHUX 3aXBOpPOBaHb, 3a-
TBEPAUNN OPILIMHO | pernameHTytoTbCcA Hakaszom
MO3 Ykpainn Ne778 Big 27.10.2014 poky «[1po 3a-
TBEPAKEHHA Nepeniky piakicHux (opdaHHUX) 3axBO-
ptoBaHb» (i3 3MiHamMn, BHeCeHMMM 3rigHo 3 HaKasa-
mn MO3 YKkpainm Ne919 Big 30.12.2015, Ne731 Big,
29.06.2017, Ne 2664 Big 24.12.2019) [2]. Nepenik
opdaHHMX 3aXBOPIOBaHb, L0 3apEECTPOBaHI B YKpai-
Hi Ta NOTpPebyloTb EHAO0KPUHOMOTIYHOT fONOMOrN,
BKJIKOYAE: rinepiHCyniHi3m, NncesBaorinonapaTupeos,
rinonapaTtupeos, iHWi ¢dopmu rinonapaTupeosy,
aKpomeranito Ta rinogisapHUM riraHTU3Mm, nepea-
YacHe cTaTeBe A03PiBaHHA LLEHTPA/SbHOIO reHesy,
rinonityiTapmsm, HeLyKpoBui1 aiabet, xBopoby lueH-
Ka — KywwuHra rino¢gisaHOro NoxoaXxeHHs, eKToniy-
HUi AKTT-cMHapOM, BPOAXKEHI agpeHOoreHiTanbHi
NopyLeHHsA, noB’A3aHi 3 depMeHTHOIO HegoCTaT-
HiCTIO0, NePBUHHY HEAOCTATHICTb KiPKOBOT pe4YOBUHU
HaAHWPKOBUX 320103, a4, PEHAN0OBUIN KPU3, FinoPyHK-
Lit0 AEYOK, CUHAPOM aHAPOTreHHOT PE3UCTEHTHOCTI,
TECTUKYNAPHY demiHisauito (cMHgpom), nepeayacHe
cTaTeBe A03PiBaHHA, aBTOIMYHHY NONIrNaHAYNAPHY
HeOoCTaTHICTb (aBTOIMYHHMI MNONirNaHAYNAPHUIMA
CUHAPOM, TN 1), KAP/AINKOBICTb, HE KnacudikoBaHy
B iHWMKX pybpurKax, Tn JlapoHa (cuHapom JlapoHa),
LYyKpOBUi1 fiiabeT HOBOHapOAKEHUX (HEOHATANbHUIA
LyKpoBuii giabeT; nocTiliHKIA giabeT HoOBOHapoaKe-
HUX; CUHAPOM NpPOKCMManbHOI TybynonaTii — uy-
KpoBOro giabety — M0304KOBOI aTaKcii; cMHApom
NOCTIMHOrO LLYKPOBOTO AiabeTy, NaHKPeaTUYHOro Ta
MO304YKOBOro areHesy; AiabeT HOBOHAPOAXKEHMUX,
BPOAKEHWI TINOTMPEOD3, BPOAKEHA r/1layKoma, ne-
YiHKoBMI ¢ibpo3, CMHAPOM MOAIKICTO3HUX HUPOK;
DEND-cuHgpom; npomixkHU1 DEND-cMHAPOM; CUH-
ApOM nepBUHHOI MiKpouedanii, eninencii, nocTinHUi
AiabeT HOBOHAPOAXKEHMUX), iIHCYNIHHE3aNEXHUN Ly-
KpoBuii giabeT 3 ypaxKeHHAM HUPOK (aBTOCOMHO-A,0-
MiHaHTHa TybynoiHTepcTULianbHa XxBopoba HUPOK,
nos’ssaHa 3 HNF1B), iHcyniHHe3aneXHUM LyKpoBuit
AniabeT i3 HeyToOYHEeHUMM YCKNaAHEeHHAMM (ycnaaKo-
BaHi Big maTtepi giabet i rnyxoTta (MiToOXoHApianbHWM
Aiaber)), iHcyniHHe3anexXHU LyKpoBuit giabet 6es
yCKnagHeHsb (aiabeT 3pinoro Biky B monoaux ntoaemn
(MODY)), iHwi yTouHeHi dopmu LyKpoBOro agiabe-
Ty (cMHApPOM YonkoTta — PanicoHa), iHWi YyTOYHEHi
€HAOKPUHHI nopyweHHs (cMHgpom Bonbdppama),
YUCTY rinepxonectepmHemito (romo3nroTHa cimeiHa
rinepxonecrtepuHemis), axoHAporeHesito, axoHAPO-
nnasito, rinoxoHgponaasito, cnoHannoenigisapHy
Avcnnasilo, octeoxoHapogucnaasito 3 gedeKra-
MW POCTY TPybYacTUX KicTOK i xpebeTHOro ctosna,
He3aBeplleHnin ocTeoreHes, HelpodibpomaTos
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(He3noAKICHWI), CUHAPOMU BPOAMKEHUX BaL, WO
NPOABAAIOTLCA NEPEBAKHO KAPJAUKOBICTIO (CMHAPOM
Paccena — CinbBepa, cnHgpom lMpagepa — Binni,
cuHapom LWepewescbkoro — TepHepa), iHWIi aHo-
Manii cTaTeBUX XPOMOCOM, KiHOYNIA peHoTMN, He
KnacuoikoBaHi B iHWKX pybpuKax, iHWi aHomani
CTaTeBUX XPOMOCOM, YONOBIYMIA GEeHOTUN, He Kna-
cndikoBaHi B iHWKUX pybpuKax, rinepnponakTmHe-
Mito (MponakTUHOMA), KpaHiobapuHriomy, 3n10AKicHe
HOBOYTBOPEHHA NiALWAYHKOBOI 3a103U, 3/10AKiCHE
HOBOYTBOPEHHA AEYKA, 3/10AKiCHE HOBOYTBOPEHHSA
WMTOoNoAibHOI 3a0103M, 3/105IKiCHE HOBOYTBOPEHHS
HaAHWPKOBOI 3a103K [2].

Y KpaiHax €sponencbkoro Coto3y Big 27 ao
36 minbnoHiB nogen (6-8% HaceneHHs) cTpaXkapa-
loTb Ha opdaHHi 3axBoptoBaHHA [8]. MaHibecTHMI
BiK TaKMX 3aXBOPtOBaHb BapiabenbHui, ane, 3a ga-
HUMW EBPONENCBKOro asibsiHCYy opraHisauii xBo-
puX Ha pigkicHi 3axBoptoBaHHA (EURORDIS), 75%
3aXBOpPIOBaHb AiarHOCTYOTbCA B paHHbOMY BiLi [10].
Yepes piakicHicTb i TpyaHouwi y Bepudikauii cepea-
Hil TePMiH BCTaHOB/IEHHA NPABMUIbOrO AiarHo3y Big,
NOYaATKY PO3BUTKY KAIHIYHOI KapTUHWU CTAHOBUTDL
4,8 poKy. OpdaHHi 3axBoptoBaHHA nepebiratoTb Nig,
«MacKamm» iHWKX BigoMnx xsopob abo manocumn-
TOMHO, TOMY AliarHOCTUKA YCKNAAHIOETbCA. BBaXKa-
t0Tb, WO NpnbansHo 4 3 5 opdaHHMX 3axBOpPIOBaAHb
3YMOB/IEHI TEHHMMM Ta XPOMOCOMHUMM MyTaLifAMK,
al35 — BipycHoto I baKTepianbHOtO eTionorieto,
anepriyHMMm areHTamu, a TakKoX daKTopamu Has-
KO/IMLWHbOIO cepenoBMLLa.

AK Bigomo, B YKpaiHi cBOEYacHe BUABNEHHA
opdaHHMUX 3axBOptoBaHb 3abe3neyyeTbCcs HEOHa-
TaJIbHUM CKPUHIHTOM HOBOHAPOAKEHMUX, A0 AKOTO
BXOAATb TaKi 3aXBOPIOBAHHA: aApPeHOreHiTaAbHUIA
CUHAPOM, BPOAXKEHUN rinOoTMpeo3, MyKoBicLumnao03
Ta ¢eHinkeToHypia. Cnig, Big3HAYNTM, WO 3rigHO 3
Hakazom MO3 YkpaiHu Ne 2142 ip 01.10.2021 pory
«Mpo 3abe3neyeHHA PO3WUPEHHA HEOHATANbHUX
CKPUHIHTOBMX NPOrpam An1A HOBOHAPOAXKEHUX ANA
CTBOPEHHA HOBOI CUCTEMWU HEOHATA/NIbHOFO Maco-
BOrO CKPUHIHTY B YKpaiHi» (i3 3MmiHaMu i 4ONOBHEH-
HAMMU, BHeceHMMW Hakaszom MO3 YkpaiHu Big
12.11.2021 poky Ne 2523) 3 2022 poOKYy KinbKicTb
3axBOpPlOBaHb, WO BXOAUTUME A0 MACOBOroO Heo-
HaTa/IbHOTO CKPUHIHTY HOBOHAPOAXEHMUX, CTAHO-
ButuMme 21 ogmHuuto [3]. Ha TepuTtopii YKpaiHu ro-
JIOBHOIO YCTAHOBOIO LWOAO AiarHOCTUKM Ta NiKyBaHHA
op¢daHHMX 3axBoptoBaHb € LleHTp meTaboniyHux 3a-
XBOpPIOBaHb HalioHanbHOI AMTAYOI cnewianizoBaHoil
NikapHi «OXMATONT».

Y CBiTi CTBOPIOOTHCA EBPONENCHKI, perioHanbHi,
iHTepHaLiOHaNbHI 1 HaLiOHANbHI peecTpU NaLLiEHTIB
i3 pi3HMMM PiIAKICHUMMN 3aXBOPIOBAHHAMM, WO AAE
MOX/IMBICTb NNAaHYBaTH Ta 3abe3neunTn xBopumx no-
TPIBHMMK nikapCbKMMKM NpenapaTtamu. B YKpaiHi
iCHYE MOKW WO OOUNH PEECTP, @ CaMe NaLi€EHTIB i3
cniHanbHol M’Aa30Boto aTpodieto [8].
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3akoHoM YKpaiHu Big, 15.04.2014 poky Ne 1213-
VIl «Mpo BHeceHHA 3miH Ao OCHOB 3aKOHOAABCTBA
YKpaiHM Npo OXOpPOHY 340poB’A wWoao 3abes-
nevyeHHA NPodiNaKTUKM Ta NiKyBaHHA PigKiCHMUX
(opdaHHUX) 3axBOploBaHb» Ta MocTaHoBO KMY
Big 31.03.2015 poky N2 160 «[lpo 3aTBepaKeHHA
MopaaKy 3abe3neyeHHA rPOMagAH, AKi CTparKAaloTb
Ha piagkicHi (opdaHHIi) 3axBopOBaHHSA, NiKAPCbKUMMU
3acobamu Ta BiANOBIAHMMM XapPUOBUMM NPOLYKTa-
MU ANA CNeLiaibHOro AiETUYHOrO CNOXKUBAHHAY (i3
3MiHamun, BHeceHmM 3rigHo 3 MNoctaHoBoo KMY Big,
23.09.2020 Ne 884) nepeabayaeTtbcs, WO rpomaga-
HUM 3 PigKICHUMM 3aXBOPIOBAHHAMM He3snepepBHO
Ta 6e3onnaTHO 3abe3neyvyoTbCcsa HEOOXigHUMK ANA
NiKYBaHHA UMX 3aXBOPIOBaHb NiIKAPCbKMMM 3aco-
6amu 1 BiANOBIAHMMM XapuOBMMU NPOAYKTAMU ANA
cnewiasbHOro AIETUHHOMO CNOXMBAHHA, L0 3aKyMo-
BYIOTbCA 3@ PAaXyHOK KOLWTIB AEP*KAaBHOro, MiCLEBUX
6toaKeTiB, @ TAKOXK iHLWKNX AxKepen, He 3ab0pOoHeHMUX
3aKOHO4aBCTBOM, Y TOMY YNCAi TyMaHiTapHOT gono-
moru [1, 4]. Ha anb, B YKpaiHi yepes BiACyTHIiCTb
HauioHanbHOro peecTpy Ta HaA3BMYalHO [0POro-
BapTiCHe NliKyBaHHA TaKUX XBOPOD NaLLiEHTN CTU-
KatoTbCcA 3 Npobiemoto, Wo YHEMOKINBIIOE MOTo
npuab6aHHA 3a BAacHi kowTu (Big 35 Ao 350 Tmc. rpH
LWOMICAYHO, A0 1 M/H TPH LWOPIYHO, HE3BAXKAKOUMN HA
Te, Wo 06¢cArn gepkaBHOro GpiHaHCYBaHHA WOPOKY
36inbwytotbes) [7]. Ha cborogHi geprkaBa piHaHCye
npunabaHHA npenapartis Anwe ans 16 3 302 Hosono-
rin opdpaHHMX 3aXBOPLOBAHb, BKAKOYEHUX A0 Nepeni-
KY PiAKICHUX XBOPOO: HAHiI3M Pi3HOro NOXoAKeHHs,
MYKOBiCcUMA03, GEHINKETOHYpPiA, TUPO3MHEMIA, Te-
modoinia A abo B, abo xsBopoba BinnebpaHaa, xsopo-
6a lowe, xBopoba Momne, 6ynbo3HMI enigepmonis,
nereHeBa apTepianbHa rinepTeHsifa, OBEHINbHU
pPEeBMaTOIAHUNA apTpPUT, AUTAUYNI LepebpanbHUi
napaniy, igionaTMyHa cimeHa ANCTOHIA, NePBUHHI
imyHogediuMTH, po3ciaHuii cknepos [5] (Tabn. 1).

Tabnauuya 1. Mepenik opdpaHHUX 3aXBOPIOBAHD,
AKi piHAHCYIOTbCA AepXKaBoOLo

HaHi3m pisHOro noxopykeHHsa Bynbo3Huit enigepmionis

Mykosicunao3s XBopob6a NMomne

deHinkeToHypiA HOBEHINbHWUIT peBMATOIgHUIA apTPUT

Tupo3unHemin OnTaunin uepebpanbHUii napaniy

lemodinia A JlereHeBa apTepianbHa rinepTeHsis

lemooinia B lgionatnyHa cimeliHa gUCTOHIA

XBopoba BinnebpaHaa MepBUHHI imyHOaEdILUTH

XBopoba lowe Po3ciaHuit cknepo3s

HeuykpoBuii aiabet o6’egHye AekinbKka 3axso-
ploBaHb Pi3HOI eTionorii, 4NA AKMX XapaKTepHa ri-
NOTOHIYHA noAiypiA. MowmnpeHicTb NATONOTIi y CBITI
CTaHoBUTb y cepegHbomy 1:25 000 HaceneHHsa, y
Pi3HUX NONYNALIAX Lel NOKa3HUK NnepebyBae B me-
*ax Big 0,004 go 0,01%. CTaTUCTUYHUX AaHMX WOA40
3aXBOPIOBAHOCTI HAa HeUyKpoBuiA aiabet B YKpaiHi
Hemae. MowunpeHicTb Hewykposoro giabety B no-
nynauii craHoeutb 0,004-0,01% [12]. Y KniHiuHI#

NPaKTULi BUAINAIOTb TPU OCHOBHI TUMNKW HELLYKPOBO-
ro giabety: LeHTpanbHUN, HeppoOreHHUM i NepBUH-
Ha noniguncisa. LleHTpanbHMIN HeuyKpoBuii aiabet
(rinoTanamiyHnit, HenporinodisapHUn, HENPOreH-
HWUIN, Ba30ONPECUH-YYTAUBUIA) — HEeNPOEeHOOKPUH-
He 3aXBOPIOBAHHA, 3ymoBaeHe aedeKTOM CUHTE3Y,
TpaHcnopTy abo ocmoperynboBaHoi cekpelii Ba-
3onpecuHy (aHTuaiypetTmyHoro ropmoHy, AAr), wo
NPU3BOANTb A0 HE3AATHOCTI HUPOK peabcopbyBaTy
BOAY Ta KOHLLEHTPYBATK Ceyy M NPOABAAETLCA BU-
paXKeHOo Cnparoto Ta eKCKpeLiero BeIMKOI KilbKoC-
Ti riNOTOHIYHOI cevi. MepndeprUYHUn HELYKPOBUM
niabet (HedporeHHMI, Ba3ONPECUH-PE3UCTEHTHUNIA)
noB’A3aHMIN i3 PE3NCTEHTHICTIO peLenTopis HUP-
KOBMX KaHanbLiB A0 Aii BazonpecuHy. lNepBuHHa
noniauncia po3rnAfaeTbca AK MaHiakanbHe cno-
KUBAHHA PiaAUHM 3 di3ionoriYyHUM NPUTHIYEHHAM
ceKpeLii Ba3onNpecuHy 4nm gMncoreHHa nonigmncia
3i 3HMKEHHAM NOPOry YYyTIMBOCTI OCMOPELEenTopiB.

ComaToTponHa HeaocCTaTHICTL (rinocomaToTpo-
ni3sm) — reTeporeHHa rpyna 3axBoptoBaHb, OCHO-
BHMM KNiHIYHUM NMPOABOM AKUX € MATONOriYHA 3a-
TPUMKaA POCTY, 3yMOB/IeHa NOPYLWEHHAM ceKkpeLil
ab6o aii comaTOTPONHOro rOPMOHY. 3aTPMMKa POCTY
BM3HAYAETbCA 32 NEPLEHTUIBHUMM TabANLAMM Ba-
piaHTiB HOpMasbHOro pocTy. MNepueHTUAbHI Tabanui
CTaHAAPTIB POCTY Ta Macu Tina AUTUHM Ha3yOTbCA
Ha BMMIipIOBaHHI HaLiOHaNbHOI penpe3eHTaTUBHOI
KOropTu AiTen i NigniTkiB i3 HApoOAKEHHA A0 KiHue-
BOro pocTy. [lepueHTUAi pOCTYy Ta Macu Tina AUTUHU
Bi4NOBIAAOTb BiAXWNEHHAM Big MediaHU. 3aTpUMKa
pOCTYy B AUTAYOMY Bili — Ue BifgCTaBaHHA B POCTi
Ha 1-2 cTaHaapTHUX BiaxmuneHHs (6) Big mediaHu
ANA BignoBigHOro BiKy i cTaTi; cybHaHi3m — ue Big-
CTaBaHHA B pocTi Ha 2-3 & Big meadiaHn gns Bia-
NOBIAHOrO BiKY i CTaTi; HaHI3M — Ue BiACTaBaHHA
B pocTi >3 § Big meaiaHun ans BianosiaHoro BiKy
i cTaTi. IcCHyOTb TaKi KAiHiYHi dopmn comatoTpon-
HOT HeAOCTAaTHOCTI: rinodisapHuMi, rinoTanamivyHm
(uepebpanbHUii), TUPEOTrEHHWNIA, COMATOreHHWUI Ha-
Hi3M, CMUHAPOMA/IbHA 3aTPMMKA POCTY, CNaZKOBO-
KOHCTUTYLiMHA 3aTPMMKa POCTY, NCUXOCOLiasbHa
HM3bKOPOCICTb (AEeNpPUBALiAHUIA HaHI3M), HaHi3Mm,
AKUIN 3yMOBJIEHUIM PE3UCTEHTHICTIO peuenTopis 4o
comaToTponiHy (cuHapom JlapoHa).

Y Hakasi MO3 Ne 2 Big 04.01.2021 «[lpo 3a-
TBEPAKEHHA HOMEHKNATYPU NiKapCbKux 3acobis,
MeaUYHUX BUPO6iB Ta AONOMIXKHMX 3aCO6IB A0 HUX,
LLLO 3aKYNOBYBAaTMMYTbCA 3@ HaNpPAMamM BUKOPUC-
TaHHA 6oaKeTHMX KowTiB y 2021 poui 3a 6roaxeT-
Hoto nporpamoto KMKBK 2301400 «3abe3neyeHHs
MeANYHUX 3aXO0AiB OKPEMUX Aep¥KaBHUX Nporpam
Ta KOMMNIEKCHUX 3aX0AiB NMPOrpamMHOro xapakrte-
py» (i3 3miHamn, BHeceHMMM 3rigHO 3 HaKasamu
MO3 Ne 52 Big 15.01.2021, Ne 58 Big 16.01.2021,
Ne 147 Big 28.01.2021, Ne 1854 Big 31.08.2021,
Ne 2285 Big 20.10.2021), 3aTBEepAKEHO HOMEHKNA-
TYpYy NiKapcbKoro 3acoby Ana XBOpPUX HA HaHi3m
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Pi3HOro NOXOAMKEHHA: coMaToTponiH (bnakoHHa
dopma gna piten nicna 10 pokiB Ta KapTpuaxK-
Ha — pgo 10 pokis) [5]. 3riaHo i3 Lieto 6lOAKETHOO
nporpamoto KMKBK 2301400 y yacTuHi «3aKynisna
MeAMKaMEHTIB ANa AiTei, XBOPUX Ha HaHi3M pi3HOro
NoxoaKeHHA» 6yno smaineHo kowTn [epkaBHoro
6toaKeTy YKpaiHW Ha 3aKyniBAKO NiKapcbKoro 3acoby
OmHitpon 5 mr/1,5 mn, Hanpuknag, y M. BiHHuuio
Ha 2019 pik — 1060482, 56 rpH, Ha 2020 pik —
1468 960,03 rpH, Ha 2021 pik — 1275 025,5 rpH.

MeTta gocnigKeHHA — NpoaHanisyBaTu 3arajabHy
3aXBOPIOBAHICTb HA COMATOTPOMNHY HEAOCTATHICTb
cepen AMTa4oro HaceneHHA M. BiHHuUi Ta BiHHMLb-
KOi 0621aCTi, a TAKOX CTaH HagaHHA AOMNOMOTN.

Marepianu Ta metoam

basa peecTpy XBOpMX Ha COMATOTPOMNHY Heno-
cTaTHicTb KHIM «BiHHMUbKOrO 061acHOro KAiHiYHO-
ro BUCOKOCMEL,ia/i30BAaHOIr0 €HAOKPUHOJIOTIYHOTO
LeHTpy BiHHMLbKOT 0bnacHOT pagn», ambynaTopHi
KapTKWU NaLi€eHTIB.

Pe3ynbraTti Ta ix 06roBopeHHs

CtaHOM Ha ciyeHb 2021 pik y m. BiHHuMLi Ta BiH-
HUUbKI obnacTi 3a gaHumu peectpy KHM «BiH-
HUUbKOro 06/1acHOro KNiHIYHOro BMCOKocneuiai-
30BaHOr0 €HAOKPWHONOTIYHOIO UEeHTPY BiHHULBbKOT
ob1acHOT paau» KiNbKicTb 3apeecTpoBaHUX XBOPUX
Bikom Big 4 go 18 pokiB, AKi nepebyBatoTb Ha AUC-
naHcepHomy 06/iky 3 NpMBoAy riNOCOMATOTPOMI3-
MY, CTAaHOBUTb 66 0Ci6, i3 HUX 28 (42%) XiHouvoi cTaTi
Ta 38 (58%) yonosiyoi ctaTi (puc. 1).

KinbKicTb XBOpUX AOLWKiNbHOrO Biky — 8 (12,1%)
0cib, monoaLworo wkinbHoro Biky — 30 (45,4%) ocib Ta
CTapLworo wkinbHoro Biky — 28 (42,5%) ocib (pwuc. 2).

BctaHoBneHa TaKa Bepudikauia pgiarHosy i3
COMATOTPOMHOK HEeAOCTATHICTIO: CUHAPOMaNb-
Ha 3aTpumka pocty — 8 (12,1%) ocib (cMHapom
Wepewescbkoro — TepHepa — 87,5%, cuHApom
CinbBepa — Paccena — 12,5%), rinogizapHuii

m KiHoua cTatb Female

m Yonosiya ctate Male

Puc. 1. leHOepHa nowupeHicmob 2inocomamo-
mponizmy ceped dimeli m. BiHHuyi ma BiHHUybKoi
obaacmi

BIKOBA MOLUWPEHICTb
AGE PREVALENCE

Bixosa nowmnpenicts Age prevalence
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Puc. 2. Bikoea nowupeHicmos 2inocomamomponis-
my ceped dimeii m. BiHHuyi ma BiHHuybKoi o6aacmi

HaHi3am — 38 (57,6%) (noBHa comaToTponHa Heao-
CTaTHiICTb — 94,7%, 4YaCcTKOBA COMATOTPOMNHA Heo-
cTaTHictb — 5,3%), rinonityitapuam — 8 (12,1%),
COMATOreHHWM HaHi3m — 4 (6,1%), uepebpanbHuii
HaHiam — 2 (3,05%), KapankoBicTb KoBapcbkn —
1 ANTUHA, 3aTPUMKa POCTY CNaAKOBO-KOHCTUTYL,il-
Horo reHe3y — 1 AUTMHA, OCTEOXOHAPOANCNNACTMY-
Ha KapankoBicTb — 2 (3,05%), HaHi3M HEeYTOYHEHOTO
reHesy — 2 (3%) (puc. 3).

Bepudpikayia Verification

OcreoxonaponnacTuyHmii Haviam Osteochondroplastic dwarfism [l

HaHiam HeyTouneHoro rue3y Unspecified dwarfism [l

CnapKoBO-KOHCTUTYLINHA 3aTPUMKa PocTy

Hereditary-constitutional growth retardation 1
Kapnuxogicte KoBapchku Kowarski dwarfism I
LiepeGpanbhnit HaHiam Cerebral dwarfism [l
ComartoreHHwii Haniam Somatogenous dwarfism [N
Tinonityirapuam Hypopituitarism I
Tinodhizapauii Haniam Pituitary dwarfism I
CunopomanbHia 3aTpumka pocty Syndromic growth retardation I
0 10 20 30 40 50 60 70

m Bepudbikauin Verification

Puc. 3. Bepudpikayia diazHo3y i3 comamomponHow HedocmamHicmio
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3amicHa Tepania Replacement therapy

- Dmumywrb Get therapy Biamoeunuck Refuse
Puc. 4. 3amicHa mepania comamomponHuUm 20p-

MOHOM

3amicHy Tepanito COMATOTPOMNHUM FTOPMOHOM
oTpumanu 60 (90,9%) nauieHTis, 6 (9,1%) ocib Bia-
MOBW/INCb Yepes BAacHi NnepeKoHaHHs (puc. 4).

BucHoBKM

TaKMUM YMHOM, OCHOBHOO 6ioN0riyHoto Ai€to co-
MaTOTPOMHOrO rTOPMOHY B ANTAYOMY BiLli € 3abe3ne-
YeHHA 3pocTy. BiH cTumyntoe audepeHuiauito i pict
TKaHWH, CNPUAE POCTY CKeneTa, 36iNbleHHIO Macu
BHYTPILWHIX OpraHis i po3mipis Tina. Hanbinbw vyT-
JINBOIO 4,0 TOPMOHY POCTY € XPALW0BA TKAHMHA, 0CO-
6nmBO B enidizapHin AinaHui TpybyacTmx KicTok, y

AKIN TOPMOH POCTY aKTMBYE Npouecu nponidepauii,
CUHTE3 KoMareHy i mykonoaicaxapuais. Lle 3ymos-
JIIOE PIiCT KiCTOK i BCbOTO CKesieTa B 40BXMHY. [OpMOH
pPOCTy Ma€ BUpaxKeHy aHaboniyHy gito — nigcmunioe
cuuTe3 AHK, PHK i 6inkiB y 6araTbox TKaHMHaXx Ta
3abe3neyye NO3UTUBHUN a30TUCTUI BanaHc. Y ai-
Tel paHHbOTO BiKy aHabo/iYHa 4ia comaToTPONHO-
ro ropMoHy NOEAHYETLCA 3 MiTOreHHo. Ha o6miH
BYIr/1€BOAIB rOPMOH POCTY Ai€ NPOTUNEKHO A0 iH-
CYNiHY: AOro BBEAEHHS BUKAUKAE rinepraikemito,
3YMOB/IEHY MOCUNEHHAM [IIOKOHEeOoreHesy B NeviHu,i
Ta 3HUKEHHAM NepupepuUHOi yTUAi3aL,ii roKo3u.
ComaToTpONHMUI rOPpMOH BUKINKAE mobinisauito ni-
nigis y *XMPOBilA TKAHUHI, NiABULLYE BMICT BibHUX
KapbOHOBMX KNCNOT Y KPOBi Ta iX OKUCHEHHSA B Ne-
YiHui. TOPMOH POCTY CNONYYAETLCA 3 TAKTOTEHHUMU
peuenTopamu i Mae NeBHi BAACTUBOCTI NPONAKTUHY.

BMHMKAE NUTAHHA WOA0 KOHTPOJIIO HaA npoue-
CamMu BMINBY BiACYTHOCTi COMAaTOTPOMHOIO rTOPMOHY
Ha QYHKLiO cepueBo-CyaAUHHOI, m'A30B0Oi Ta ono-
PHO-PYXOBOiI CUCTEM Y NaLLIEHTIB CTAapLLOro BiKy 6e3
3amicHoi Tepanii.

OpraHi3auinHi NTUTaHHA peecTpy, 3abe3neyen-
HA XBOPUX 3aMiCHOIO Tepani€lo B AOPOCAOMY Billi,
KOHTPO/Ib HaZ, CYMYyTHIMM CTaHaMM 11 yCKNagHEHHA-
MM € aKTyasIbHUMM i NOTPebyOTb BMpPIiEeHHS gaHol
npobaemu.
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PROBLEMS OF HYPOSOMATOTROPISM IN THE ADULTHOOD

M.V. Vlasenko, A.S. Baranova, T.0. Hutorna

Abstract. Orphan diseases are a group of rare congenital or acquired diseases that are characterized by severe, progressive
and chronic course, which leads to the formation of degenerative changes in the body, reducing the quality and life expectancy of
patients. In Ukraine the problem of orphan diseases and their social support were recognized at the state level only on April 15,
2014 with the adoption of the Law of Ukraine Ne 1213-VII «On Amendments to the Fundamentals of the Legislation of Ukraine
on Health Care for the Prevention and Treatment of Rare (Orphan) Diseases». Nowadays there are up to 8,000 rare diseases in
the world, but only 302 of these nosologies have been officially approved in Ukraine and are regulated by the relevant orders
of the Ministry of Health of Ukraine. In Ukraine there is a problem with the treatment of orphan diseases due to the lack of the
National Register. One of the diseases that is included in the registered list of orphan diseases and requires endocrinological care
is somatotropic insufficiency. Somatotropic insufficiency is a heterogeneous group of diseases, the main clinical manifestation
of which is a pathological growth retardation caused by impaired secretion or action of somatotropic hormone. To analyze the
general incidence of somatotropic insufficiency among children in Vinnytsia and Vinnytsia region and the state of care. Materials
and Methods. Database of the register of patients with somatotropic insufficiency of Vinnytsia Regional Clinical Highly Specialized
Endocrinology Center of Vinnytsia Regional Council and outpatient cards. Results. According to the register, the number of
registered patients aged 4 to 18 with hyposomatotropism is 66, of whom male predominates (58%). Among these patients, the
largest number are children of primary school age (45.4%). Regarding the verification of the diagnosis of somatotropic insufficiency,
pituitary dwarfism is most common (57.6%). Conclusions. Somatotropic hormone is a protein hormone of the adenohypophysis,
which contains 191 amino acid residues and is synthesized by special acidophilic somatotrophic cells. The main biological action
of somatotropic hormone in childhood is to ensure growth. Growth is a complex process, such as the metabolism, the impact
on the components of growth zones, the interaction on the function of internal organs. There is a question of control over the
effects of the absence of somatotropic hormone on the function of the cardiovascular, muscular and musculoskeletal systems in
elderly patients without replacement therapy. Organizational issues of the register, providing patients with replacement therapy
in adulthood, control of concomitant conditions and complications are relevant and need to address this issue.

Keywords: orphan diseases, somatotropic insufficiency, hyposomatotropism, pituitary dwarfism, somatotropic hormone.

BE3KOLUTOBHA

| NN, Tom 11, Ne 4, 2022 | www.plr.com.ua . EEE;JJ,QE

<



http://www.plr.com.ua
https://zakon.rada.gov.ua/rada/show/v2285282-21%23n2
https://moz.gov.ua/article/ministry-mandates/nakaz-moz-ukraini-vid-04012021--2-pro-zatverdzhennja-nomenklaturi-likarskih-zasobiv-medichnih-virobiv-ta-dopomizhnih-zasobiv-do-nih-scho-zakupovuvatimutsja-za-naprjamami-vikoristannja-bjudzhetnih-koshtiv-u--2021-roci-za-bjudzhetnoju-programoju
https://moz.gov.ua/article/ministry-mandates/nakaz-moz-ukraini-vid-04012021--2-pro-zatverdzhennja-nomenklaturi-likarskih-zasobiv-medichnih-virobiv-ta-dopomizhnih-zasobiv-do-nih-scho-zakupovuvatimutsja-za-naprjamami-vikoristannja-bjudzhetnih-koshtiv-u--2021-roci-za-bjudzhetnoju-programoju
https://moz.gov.ua/article/ministry-mandates/nakaz-moz-ukraini-vid-04012021--2-pro-zatverdzhennja-nomenklaturi-likarskih-zasobiv-medichnih-virobiv-ta-dopomizhnih-zasobiv-do-nih-scho-zakupovuvatimutsja-za-naprjamami-vikoristannja-bjudzhetnih-koshtiv-u--2021-roci-za-bjudzhetnoju-programoju
https://www.govinfo.gov/content/pkg/STATUTE-96/pdf/STATUTE-96-Pg2049.pdf
https://www.govinfo.gov/content/pkg/STATUTE-96/pdf/STATUTE-96-Pg2049.pdf
https://moz.gov.ua/uploads/6/33024-dn_1946_14_09_2021_dod.pdf

