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V cTatTi BUCBITNIEHO Cy4acHi NiAXOAN A0 PO3YMiHHA PiAKICHUX (OpaHHNX), 3 TOYKN 30pY NEpUHATaNbHOI HEBPONOTii, 3aXBOPIOBaHb. p0aHaNi30BaHO OCHOBHI
npo6nemu B YKpaiHi 3 HajaHHAM JONOMOrY nauieHTam 3 opdyaHHUMIN 3aXBOPIOBAHHAMM | 3aNPONOHOBAHO LWAAXM iX BUPILLEHHS. HaBeAeHO KNiHIYHMIA BUNALOK
nauieHTa 3 opthaHHUM 3aXBOPOBAHHAM (cuHApoMom COTOCa) Y NOEAHAHHI 3 PO3NaZ0M ayTUCTU4HOIO CMeEKTpa.
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The article analyzes the modern approaches for understanding rare (orphan) diseases from perinatal neurology point of view. Basic problems of orphan dis-
eases management in Ukraine are reviewed and some ways of their solution suggested. A case of patient with orphan disease (Sotos syndrome) and autism

spectrum disorder is presented.
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MepuHaTtanbHas HeBponorusa 1 ophanHble 3abonesanna B YkpanHe: npo6aembl U NepcneKkTUBbI

J1.T. Kupunnosa, A.A. Mupowwnukos, A.A. K03Ba, M.E. Kuansk-By6psk

'Y «HCTUTYT neguatpum, akywepctsa u ruHekonorum HAMH Ykpaussi», r. Kues

B cTatbe OCBeLieHbl COBPEMEHHbIE MOAXOAbI K MOHUMAHWKO PefkuX (Op(aHHbIX), C TOYKM 3PEHNs NepuHATanbHOW HEBPONOruN, 3a60NEBAHMNA.
lpoaHannanpoBaHbl 0CHOBHbIE NPO6IEMbl B YKpauHe ¢ 0Ka3aHnem nomoLyy nauveHTam ¢ opaHHbIMU 3a601€BAHUAMM U NPEANOXKEHbI NYTU UX PELLEHNS.
lpeacTaBneH KAMHNYECKNA CRy4ail naunenTa ¢ opdanHbIM 3a6onesaHnem (cuHapomom CoToca) B COMETaHMM C PacCTPOCTBOM ayTUCTUHECKOrO CeKTpa.
KntoueBbie cnosa: opcaHHble 3a60M1eBaHNs, NepuHaTanbHaa HeBPOOris, paccTpoNCTBa ayTUCTUYECKOrO CreKTpa.

Bctyn

OxopOHa MaTepUHCTBA i AUTUHCTBA € O/[Hi-
€10 3 TI0OATBHUX TPOOJIEM, SIKUMH Mae
nepeiiMaTucs  JIIOJACTBO  3apajd  BJACHOTO
BIDKMBaHHA Ha maHeTi. Y 2010 p. Tenepanbuuii
cekperap OOH Ilanm i Myn y nmokymeHTi
«I'mobabHa cTpareris OXOPOHM 30POB'ST JKIHOK
Ta JliTell» 3a3HAYMB, 1[0 «...KOMILJIEKCHE HaJ[aHHS
MOCJYT OXOPOHU 3/I0POB'A 1 HaJaHHS 3aXOJiB
3 HOPATYHKY JKUTTIB i3 TUM, 00 KIHKY 1 IXHI ZiTH
MaJu JIOCTYT 10 MPOMIMaKTUKN, JiKyBaHHS i
JTOTIOMOTH B TOT Yac i B TOMY MicCIli, /ie BOHH ITOTpe-
Oytotby>. Ile mae Oyt cdepoio mepioueproBoi
yBaru Ta (hiHaHCYBaHHs 3 OOKY KEepiBHUIITB Jiep-
xkaB cBity [1]. TakuM uwmHOM, TepWHATAJbHIN
MeUINHI (haKTUIHO BiJIBOAUTHCS OJIHA 3 KJIOYO-
BUX poJieil y peaJiizallii 0J0XKeHb JaHOl cTpaTerii.

Jlnst 3abe3medeHHsT BUKOHAHHS TTOCTABJIEHUX
1ijieil Ta po3poOKM MallbyTHIX cTpareriii po3BUT-
Ky /IaHOI Tayly3i BU3HAUYHA POJIb BiJ[BOJIUTHCS aKa-
JeMiYHUM Ta HayKOBO-AOCJIIHUM YyCTaHOBaM.
Bonu nmoksmkani BUKOHYBaTH POJIb KOOPAWHAITI-
HUX IEHTPIB, Jie TOTYIOTbCSI HOBI Kajipu rasuysi
OXOPOHM 3/I0POB'sl MaTepPi 1 AMTUHU, TIPOBOASITHCS
HAYKOBI JIOCTI/KEHHS, BiIOYBAETHCS MOHITOPUHT
pobOTU MeAMYHUX IIEHTPIB PEriOHAIBHOIO PiBHS
Ta IIPOBOJIUTHLCS OIlIHKA ITOKA3HUKIB e(heKTUBHO-
CTi OXOPOHU MaTepiB i iTeil.
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Takum 3akaazoM B Ykpaini, 6eaymoBHO, € /Y
«lHCcTHUTYT memiarpii, akymiepcTBa i TiHEKOJIOTIi
HAMH ¥Ykpainu» (J1Y <«IITAT HAMH ¥Ykpai-
Huy ). Cutif 3rafiaTu pSAJKy, SKi HAJEKATh JUPeK-
topy Y <«IITAT HAMH VYkpaiaus, xkopudero
nemiaTpii akagemiky O.M. Jlyk'anosiit (2004 p.):
«...B YKpaini monaja 35 pokiB icHy€e TepuHaTaIb-
Huil 1ieHTp (Maroun Ha yBasi /1Y <«IITAT HAMH
Ykpainus), /e JKiHKW TPy PU3UKY CIIOCTepira-
I0TbCSA B TOJIKJIHIIN, aKyNIepChbKUX KJiHIKaX,
HapOJIXKYIOTh JIiTell, a HOBOHAPO/’KEHI BUCOKOIO
PU3WKY HAPOJKEHHS 3 MATOJOTIEI0 TEHTPATHHOI
HEPBOBOI CHCTEeMU TepedyBaioTh Il CIOCTepe-
KEHHIM BHCOKOKBaJIi(DIKOBAaHMX CHiBPOOITHUKIB
pisHUX MPOdiaiB i 3a HEOOXIAHOCTI OTPUMYIOTH
crieriaizoBany gornomory» [3]. IIporsrom Gisbii
Hik 10 poKiB, ki MUHY/IM 3 AHS THi€l myOJiKkartii,
LY «IIIAT HAMH VYkpainu» HabyB puc KOOpAu-
HAIlIMHOTO 3aKJaJly CUCTEMH OXOPOHU 3/I0POB'S
MaTepi i AuTUHKM B Hamiii gep:kasi. Kpim Toro,
B HbhOMy 3 1989 p. peanizyerbcd TOJOBHUI
NPUHITAT TIEPUHATOJIOTII — HaJaHHSI BUCOKOC-
melianizoBaHol MeAMYHOI JOIIOMOTU JKIHKaM,
BaTiTHUM JKiHKaM i iXHIM JITIM B yMOBaX €IMHOI
6aratorpoiJbHOI YCTAHOBH; MPOXO/ATD ITi/r0-
TOBKY MaiiOyTHi (haxiBIii perioHaJbHUX 3aKJIa/liB
OXOPOHU 3/I0POB'd; BUKOHYIOTBCI HAYKOBi JIOCJTi-
JUKEHHsI, 30UPalOThCSl Ta aHAI3YIOThCSI CTATH-
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CTUYHI TOKa3HUKM CTaHY ITePUHATATBHOI IOTIOMO-
ru B Ykpaini. BaxkauBicTh iCHYBaHHS TaKOTO
3aKJIa/ly B HAlIiH JiepskaBi HEMOXKJINBO TIPUMEHIIIN-
TH, OCKIJIbKU CTpaTeTii PO3BUTKY IEePUHATAJIBHOI
JIOTIOMOTH B YKpaiHi MalOTh BiINIOBIZIaTA CBITOBUM
TeHIEHISM 1 II00aIbHUM 3aBAAHHSM JIIO/CTBA.
[TepuHaTabHa MeAUIIMHA, aG0 IEPUHATOJIOTIS —
Bi/IHOCHO MOJIO/Ia TaJTy3b 3HAHb, 1110 BUBYAE PO3BU-
TOK Ta 3/I0POB'Sl TIJI0JIa 1 HOBOHAPOIKEHOTO Y
MepUHATAIBHOMY Tepiozii. BuokpemiieHHs nepu-
HATOJIOTII B OKpEMY rajy3b MeIUIMHN BigOyocs
B nepuriil nmososuHi XX CT., KOJIU Yy CYCIJIbCTBI
3'BUIJIOCDH YCBiZOMJIEHHS HeOOXiHOCTI BIOCKOHA-
JICHHST MeTOJiB NPoMiaKTUKU, IiarHOCTUKU
i Teparii pi3HUX 3aXBOPIOBAaHb MaTepi, IJI0ja
Ta HOBOHapo/KeHoro. CbOrojgHi MU 3HAEMO,
1[0 TATOJIOTiYHI CTaHW, SKI BUHUKAIOTH I/l 4ac
BHYTPITHBOYTPOOHOIO PO3BUTKY 1 IC/IS Hapo-
JUKEHHS, € TIePeBa)kKHO Pe3yJIbTaTOM B3a€EMO/Ii1
TeHEeTUYHO /IeTePMiHOBAHNX YMHHUKIB i (hakTOpiB
3oBHilHbOro cepegosuina. Oanak me y XVIII ct.
Biztomuit ppanityspruii Gisocod sKan-sKak Pycco
3a3Ha4yuB: «Bcgakuii opraniam 1MoymHae BMUPATH 3
MOMEHTY HapOKeHHsI i B caMoMy co0i HOCHUTb
IPUYKUHU CBOTO MAaliOyTHBOIO PYITHYBaHHSI».
IlikaBo, 1m0 came 30iIbIICHHS PiBHSI 3aXBOPIO-
BAHOCTI HOBOHAPO/[XKEHUX i3 TTATOJIOTIEI0 HEPBOBOI
CHUCTEMU 3yMOBUJIO TT/IBUTIIEHUIT IHTEPEC 10 TTepH-
HaTaJIbHOI MEJIUIIMHU Ta CIIOHYKAJO ii iHTEeHCUB-
HUil po3BuTOK. HOBOHApOMKEH], SKi HAPOKYyBa-
JIUCD 13 TIATOJIOTIEI0, SIKA B HEJJAJIEKOMY MUHYJIOMY
OyJia HECYMICHOIO 3 JKUTTSIM, 3aBISAKH CY4aCHUM
JIOCSITHEHHSM aKyHIepCcTBa CTAJNW HAPOJKYBATUCS
JKUBUMM, ajie paHO BMUpATH ab0 3aJIHINATHCS
KUTH, TOTPeOYIOUNn 0COOJUBOTO  MEIUTHOTO
HarJsiy Ta JikyBaHHs. TakuM UYMHOM, 3MEHIICHHS
piBHS HeOHATaJbHOI CMEPTHOCTI TIPUBEJIO
10 301JIBIEHHST PIBHS 3araibHOI 3aXBOPIOBAHOCTI
HOBOHAPOJKEHUX, y CTPYKTYPi SIKOi BaKIUBE
MicIle TIOcCijla TaTOoJIOTisl I€HTPaJTbHOI HEPBOBOI
cucremu (ILTHC). 3a nanumu BeecBiTHBOT opraHi-
3arii oxoponu 3zn0poB'ss (BOOJ3), na HepsoBo-
ncuxivni possaan crpaxaae 20% HOBOHAPOJKe-
Hux, npuaomy B 70—80% BUTIAKIB 11 MOPYIIEHHS
obyMoBIIeHi ieprHaTaabHuMu (hakropamu [18].
Taxi TpUBOXKHI CTATUCTUYHI JlaHI CIIOHYKaJIn
JOCJITHUKIB 10 TIOUIYKY NPUYUH BUHUKHEHHS
MaToJIOTil TJIoIa Ta HOBOHAPO/PKEHOTO B TIepHUHA-
TAJTBbHOMY TIepiojli, MUIAXIB 11 TPOMITaAKTUKN Ta
teparrii. Ile mpuBeso 10 BiTOKpeMIEHHS B CTPYK-
TYpi IepUHATAILHOI METUITUHU HOBOI JIUCITUTLITIHA —
IepruHaTaJIbHOI HEBPOJIOTII.
[TeprHaTabHa HEBPOJIOTis SIBJISIE COOOI0 PO3-
JUJT TIepUHATAJIbHOI MEJINIIMHM, 1110 BUBYAE (PYHK-
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mii [IHC y wopwmi i ipu marosorii y nmepuHaTasib-
HOMY TepioJii Ta 3HAXOJUTHCS HA CTUKY HEBPOJIO-
rii, HeOHATOJIOTii, aKyIIepcTBa, peabiniToorii,
a TAKOK IHIIUX MEUYHUX AUCIIUILIIH.

Cutij 3a3Ha4UTH, 1110 IepUHATAIbHA HEBPOJIOTis
€ HAyKoIO, IHTepec SIKO1 30cepe/’KeHU He TIIbKU
Ha MeIUYHMUX, ajie i Ha COI[aJIbHUX ITUTAHHSIX.
OcHoBHUM ii 3aBIaHHSM, Ha HAITY TYMKY, € 3MEH-
IIEHHS YaCcTOTU 1HBAIIIHOCTI IIJISIXOM Y/IOCKO-
HAJIEHHSI METO/IB TMPOMINAKTUKN Ta JiKyBaHHS
3axsopioBanb [THC, o 110 vei mpusBoasath. Cepen
TaKUX 3aXBOPIOBaHb IPOBIJHE MicCIle MOCI/Ial0Th
Bpoukeni Baau possutky (BBP) ITHC, 36ibIien-
Hs PiBHST 3aXBOPIOBAHOCTI HA SKi MU CIIOCTepira-
€MO 3 KOKHUM pokoM. 3a gannumu BOO3 (2004),
y CBiTi 1IOPiYHO HAPOKYEThCs 4—5% miTeil
3 BBP, cepen sikux 25—-30% — i3 BajjaMu pO3BUTKY
I[THC, 110 € o1Hi€10 3 TPOBITHUX TIPUYNH CMEPTHO-
CTi IiTE€H TIePIIOTro POKY KUTTS Ta OCHOBHOIO ITPHU-
YUHOTIO TIEPBUHHOI AUTAIOI iIHBATITHOCTI. ¥ CBOIX
myOJTiKaIissx MU HEOJTHOPA30BO TOPKAJIUCS IIHOTO
NUTaHHA [2, 3], aKIeHTY0UN yBary Ha BaXKJIUBOCTI
PO3BUTKY TpeHaranbHoi giarHoctukn BBP ITHC.

Bizn nmoyaTky cBOro 3apo/iskeHHs IepuHaTajbHa
HEBPOJIOTis 3IMITOBXHYJ/IAC 3 IPOBIEMOIO IiarHo-
CTUKM Ta JIKyBaHHS ophaHHUX (papuTeTHUX abo
piZiKicHUX) 3axBoproBaHb y aiTeil. Ha cborojni
BUKJIMKOM € BCTAHOBJICHHS IIPAaBUJIBHOTO JliarHO-
3y Ta po3pobOka crparerii gikyBanus, i /1Y «ITTAT
HAMH ¥Ykpainus» ogHuM i3 mepuivx B HAIIH J1ep-
’KaBi IPUUHAB 1lell BUKIUK. 3a octanui 10 pokis
(axismi Bigminerns ncuxonespodorii 1Y «IITAT
HAMH VYkpaiau» omny6sikyBaau cepito pooOir,
NPUCBSTYEHUX TTPOOITEMi OphaHHIX 3aXBOPIOBAHD
y miteit. [lepioueprosa BaskJnUBICTb /11 HAC IAHOT
npobsiemu jocsiraia amoreio y 2013 p., Koy Bizi-
aennsa tncuxonesposorii Y <«IITAT HAMH
YkpaiHu» 3MiHWIO HA3BY Ha <«BiJIIJIEHHS TICH-
XOHEBPOJIOTII /ISl [IiTel 3 TIePUHATAJIBHOK 11aTO-
JioTi€lo Ta ophaHHUMU 32XBOPIOBAHHSAMU».

Oco6mBicTh OphaHHUX 3aXBOPIOBAHD TTOJISITAE
B TOMY, IO iX 1epebir HepiKo MacKy€TbCs i
ypakeHHSI HEpPBOBOI CHUCTEMM MEPUHATATBHOTO
renedy. Ocob6iuBO yacTto BOHM TepebiraoThb
3 O3HAKaMM YPaKE€HHS HEPBOBOI CUCTEMU, TOMY
HaI[iEHTH 3BepPTAIOThCS caMe /10 HeBpoJiora. OiHak
yepes3 Te, 1110 TaKi 3aXBOPIOBAHHS Pi/IKO 3ycTpiva-
I0TbCA B TOMYJAIl, 10 BCTAHOBJIEHHS [[1aTHO3Y
MaIi€HTU BIABIAYIOTh HE OJHOTO CIeIiaticTa,
a'y 40% BunajKiB piJiKicHe 3aXBOPIOBAHHS Helpa-
BUJIbHO JIIarHOCTYETHCS $SIK MIHIMYM OJINH Pa3.
Y 3B's13Ky 3 1IUM JIJIsT TAIIEHTIB 13 PIJIKICHUMU 3aX-
BOPIOBAaHHSIMU Cepe/iHsl TPUBAJNICTh 4acy Bij
MIOYaTKy PO3BUTKY CHUMIITOMAaTUKHU O BCTaHO-
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BJICHHSI TOYHOTO J[iaTHO3y CTaHOBWUTH OJU3BKO
4,8 poky [14]. BctanoBeHHS TOMUIIKOBOTO JTiar-
HO3y a00 BiICyTHICTh TOYHOTO JIiarHO3y MOTipIIy€
SIKICTh JKUTTI THUCSYaM TIAIliEHTaM i3 papuTeT-
HUMU 3aXBOPIOBAaHHAMU.

3asBuyall, ajlekBaTHa JiaTHOCTHKA OP(haHHUX
3axXBOPIOBaHb moTpebye crernudiuamx i hinanco-
BO BHUTPATHUX Ja0OPaTOPHUX (MOJIEKYJISIPHO-Te-
HETWYHUX, OIOXIMIYHMX) Ta IHCTPYMEHTAJIbHUX
METO/IiB 0OCTEKEHHSI.

Ha 6asi 1Y «IITAT HAMH Yxpainn» daxisii
pi3HUX TPO(DIJIiB MATOTh MOKJIMBICTH CITOCTEPITA-
TH TAIIEHTIB, SKI CTPAKIAIOTh HA PiIKICHI 3aXBO-
pIOBaHHS, 3 Pi3HKUX perioHiB Ykpainu. OcTaHHIMU
poKaMK BigMiua€Thcsl 30iJbIIEHHS KiJIbKOCTI
JIiTeH 3 PiAKICHUMU 3aXBOPIOBAaHHSIMMU, 1110 3BEPTa-
I0THCS JI0 HAITUX KJIHIK 110 IOTTIOMOTY.

Y 1983 p. Bmepiie y cBiTi BBeJeHUN TepMiH
«opdanHi XBOpoO¥», IKUI OXOILTIOE PiIKICHI 3aX-
BOPIOBAHHsI, YaCTOTA STKUX He TIEPEBUIILYE 5 BUTIA/I-
ki Ha 10 000 oci6. Pixkichi, abo papureTHi 3aXBO-
PIOBaHHsI y OUIBIIOCTI BUIA/IKIB € 3arPO3JTUBUMME
JUIS SKUTTS YU XPOHIYHO MPOTPECYIOUNMU 3aXBO-
pioBanuamu [10]. B €sporneiicbkomy Corosi 3ax-
BOPIOBAHHS BIiZIHOCUTBHCS /10 PAPUTETHUX, SKIIO
BOHO 3yCTPIUAETHCS 3 YACTOTOIO HE MEHIIe 5 Ha
10 000 macenennsd, y CIIIA opdanHuM BU3HAIOTH
3aXBOpPIOBaHHs, Ha sike xBopie 1 moauna 3 1 500,
B SAmonii — 1 3 2 500, y Pocii — 10 3 100 000 [7].

15 xBitHsa 2014 p. yxBajeno 3akon Ykpainu
Ne 1213-VII <«IIpo Buecenns 3min m0 OcHOB
3aKOHOABCTBA YKPalHU PO OXOPOHY 3/I0POB'S
110/10 3a0e3TeyeHHsT MPOMIIAKTUKY Ta JIIKYBaHHS
piakicanx (opdaHHUX) 3aXBOPIOBAHb», 3TiJHO
3 AKUM, pifikicHe (opdaHHe) 3aXBOPIOBAHHS BU3-
HAYaETHCS K TaKe, MO 3arPOXKYE KUTTIO JIOAMHN
ab0 siKe XPOHIYHO [TPOTPECYE, IPU3BOIUTD /10 CKO-
POYEHHSI TPUBAJOCTI JKUTTSI TpoMajsiHuHA abo
JI0 TIOTO 1HBAJIiHOCTI, TTOMTUPEHICTL SIKOTO Cepejy
HacesieHHs — He vyacTime Hix 1:2000.

Jlep:kaBa B TIOpsIZKY, BcTaHOBJIeHOMYy Kabite-
toM MinicTpi Ykpainu, 3a6e3redye cTBOPEHHS Ta
Be/leHHA  JIEP’KaBHOTO  PEECTPY  TPOMASH,
SKi cTpaXkaaloTh Ha pigKicHi (opdanHi) 3axBOpIo-
BaHMH$, BU3HAYAE 3aXO/M, HeoOXiaHi a1 3abe3me-
4YeHHs TPodiIakTuKy pifikicHnX (opdaHHNX) 3aX-
BOPIOBaHb, Ta BCTAHOBJIOE MOPSAIOK HAJaHHS
MeJIUYHOI JIOTIOMOTU T'POMajisiHaM, dKi CcTpaskia-
I0Th HA T1i 3aXBOPIOBaHHSA. [poMansgnu, sSKi CTpaxK-
NaloTh Ha pinkicHi (opdanHi) 3aXBOPIOBaHHS,
noBuHHI Ge3nepebiiitno Ta 6e3o1maTHo 3a0e31euy-
BaTHCS HEOOXIAHUMU JIJIsT JIIKYBaHHS IIMX 3aXBO-
pIOBaHb JIIKapCHKUMU 3ac00aMU Ta BiAMOBITHUMU
XapyoBUMU TPOAYKTAMU JIJIsI CIEIiaJbHOTO JIi€-
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TUYHOTO CTIOKMUBAHHS BiAITIOBIIHO /10 iX TEPETiKy
Ta 00CSTIB, 3aTBEP/IKEHNX MEHTPATLHUM OPraHOM
BUKOHABYOI BJIajiM, M0 3abe3nedye (hopMyBaHHS
JIepsKaBHOI MOJITUKA Y chepi OXOPOHU 3/10POB ',
y HMopsiIKy, BctaHoBaeHomy Kabinerom MiHicTpiB
Ykpainu.

Panime, nixk B YKpaini, 3aKOHOJaBYI akTU
o0 mpobiemu opdaHHUX 3aXBOPIOBaHb OyJn
npuiHATI B iHmMuX Kpainax: y Cinramypi —
y 1991 p.; y Anonii — y 1993 p.; B ABcrpasii —
y 1997 p.; y IliBgenniii Kopei — y 1995 p,;
y Kanazni — y 1995 p.; B €Bporneiicbkomy Coiozi —
y 1995 p. [9].

3a gannumu €BpONENCHKOT0 KOMITETY eKCIep-
TiB 3 pigkicHux 3axBopioBaHb (EUCERD), kisnb-
kicth mmx xBopob gocsrae 8 000 HozoJsOrI.
Bcranosieno, mo 80% pinkicHUX 3aXBOPIOBaHb
00yMOBJIEHI TeHETUYHUMY TIpUYrHaME. /10 Takux
3aXBOPIOBAHb HAJEXaTh CIAAKOBI MOPYIIEHHS
00OMiHy pe4oBuH, PiAKiCHI (HOPMU OHKOJIOIIUHUX
Ta OHKOreMaTOJIOTTYHUX 3aXBOPIOBaHb, PiAKICHI
iHpexIifiHl ypakeHHs, ayTOIMYHHI Ipollecu
tomto [10, 14].

Oco6anBO akTyaJbHOW TpobIeMa PiIKiCHUX
XBOpOO € i TmemiaTpii Ta KIHIYHOI reHeTHKH
JIATSYOTO BiKY, OCKIJIbKH, 32 JaHUMU €BpoTIelich-
KOTO aJibgHCY OpraHisailiii XBOpMUX Ha PiAKiCHI
saxsopioBannss (EURORDIS), 75% piakicHux
3aXBOPIOBaHb IMPOSIBJSIOTHCS B PAHHBOMY JIUTS-
Jomy Billi, y 65% BUTAJKIB MAIOTh TSKKWIT iHBA-
Jgigusyounii mepebir, a 8 50% — HeCIpUsSTINBHI
mporHo3 st KuTTsA. Kpim toro, B 35% Bumaakis
BOHHU CJIYTYIOTb IPUYMHOIO CMePTi AiTell Ha mep-
oMy PpoTtli KUTTdI. Maiizke TOJTOBHHA XBOPUX
miTeill 3 PIAKICHUME CIIQJKOBUMH XBOPOOAMU
CTPaXJa€ Ha 3aTPUMKY HEPBOBO-NCUXIYHOTO
PO3BUTKY, MOPYIIEHHS IICUXOMOTOPHOI aKTUBHO-
cTi ab0 CYyNPOBOJKYETHCSI CEHCOPHOK HEI0CTAT-

HicTio [17].
KinbkicTh pigkicHUX XBOpoO MOCTIHHO 30i/1b-
NIYETHCS — y CBiTi IIOTUKHS OIHUCYETHCS

5 HoBux maroJiorivnux crauis. Ile mos'asano gk
i3 MMOJIINNIEHHAM J1arHOCTUKHU, TaK 1 3 MMOTipIIeH-
HSM €KOJIOTi1 Ha IJIaHeTi, CIPUYMHEHUM KUTTE-
nistipHicTO roauaA [19].

Ha cborozni B Ykpaini 060B'I3KOBUM € CKPH-
HIHT yCiX HOBOHAPOJ/KEHUX Yy TIEPIIi JHI KUATTS,
CKPHUHIHT Ha Taki opdaHHi XBOpobH, sIK (eHinke-
TOHYPisl, MYKOBICI[U/I03, aJ[peHOreHiTaJIbHUN
cunzgpoM. e nae 3mory onpasy BCTAHOBUTH YU
CIIPOCTYBATH TIATOJIOTIIO Ta PO3IOYATH JIIKYBaH-
HA Yy pasi BUSABJEHHS IO3UTHUBHOIO Pe3yJIbTar.
Ane 1e smmnie MiHIMYM MOJKJIMBUX CKPUHIHTIB.
Hanpuxman, y CIITA B meskux mratax BUSBJIS-
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I0Th 32 Po3pobJieHnMHU nporpamMamu 68 opdan-
HUX 3aXBOpIOBaHb. barato KpaiH TPOBOASATH
CKPUHIHT HOBOHAPO/KEHUX 13 BKJIOYEHHSM Bif
29 1o 50 BpozKEHUX TIOPYIIIeHb MeTaboIi3MYy, STKi
Maiixke yci € opdhanauMu 3axBopoBanHamu [16].

Coaig mam'saTaTu, 110 3HAYHA YacTKa OpanHux
3aXBOPIOBAHb HEPBOBOI CUCTEMU €OIOTYE Y paH-
HbBOMY Billi, 4acTO y 1epiojii HOBOHAPO/XKEHOCTI.
[Tepmii o3HakM 4YacTo BUHUKAKTH TOCTPO Yy
BUTJISIII HEHpOAUCTpeCc-CHHAPOMY ab0 MeTabo-
JIIYHOTO KPU3Y, TPU AKOMY MO>KJIMBI eIMiJIenTUuYH1
Hanazku. Ili ctaHu MOBTOPIOIOTHCS Yy MOAAbII
nepiofin KUTTS, TIPU 1IBOMY 3aTOCTPEHHS 4acTo
MOB'sI3aHI 3 MTOPYIIEHHSIM PEXUMY XapuyBaHHS,
iHTepKypeHTHUMU 3axBopioBaHHsMU. [TocTynoso
(hopmyeTbCs 3aTpUMKa PO3BUTKY, HEPIJIKO — PO3-
gan aytuctuanoro crektpa (PAC). Cepen Haii-
OL/IbII HOMMPEHUX OpdaHHUX 3aXBOPIOBaHb, SIKi
MOXKYTh MPU3BOAUTH 10 po3BUTKY PAC, mMokHa
BuaiMTH Taki [12, 13]:

e (eHIIKETOHYPI;

e sedinuT 0OMiHY KpeaTHHIHY;

e cunyipoM Cmita—Jlenni—OmiTii (mopymieH-
Hs1 0OOMIHY X0JIeCTEPOILY);
nedinur Gonaris;

JnedinuT mpuIoKCHHY;

nedinur 6ioTnHiTa3M;

nedinuT cuHTEe3y KapHITUHY;

XBOPOOU TUKITY CEYOBHHU;
KMiTOXOHpiasibHi 3axBopioBantsa (MELAS,
MERRE NARP romo);

e (pbakomaTo3u (TYyOEpO3HUI CKJIEPO3, HEHPO-

hibpomatos, rinomesanos Ito Toro);

e reHeTUYHi cuHjpoMu (AHTenbmaHa, PetTa,

Maprin—bemnn, [Ipanepa Bisti Toio);

e pizKkicHi emijenTuyHi Ta HeiipoMeTabo iuHi

eniedasonarii;

® 3aXBOPIOBAHH:, MOB'SI3aHI 3 MyTaIliIMU T€HY

PTEN, Ta ixmi.

3 MeTOI0 TPUBEPHEHHS CBITOBOI YBaru /10 mpo-
6sem aytusmy B giteit TenepaabHa Acambiiest
OOH (3a inimiatuBoio [lep:xxaBu Karap)
18.12.2007 p. (pesoamomisi Ne A/RES/62/139)
3arovyatkyBasa BcecBiTHIN ieHb PO3IOBCIO/KEH-
Hs iHdopwmarii mpo mpobeMy ayTU3My, SIKHI,
nounHaoun 3 2008 p., mMOpiYHO BiA3HAYAETHCS
2 kBitHa [6]. Takox y 2013 p. Tenepanbuuii
cexkperap OOH Ilan I Myn y cBoemy [locaanni
/10 CBITOBOI CIIJIbHOTHM 3BEPHYB yBary Ha
HeOOXIHICTh CYCIIJIbCTBA HaAaBaTH JIOISAM
3 O3HAKAMU ayTU3MY BCeOIUHY i ITPUMKY, 30Kpe-
Ma, POOUTH CYCHIJIBCTBO OiJIbII iHKIIO3MBHUM,
BU3HAYaTH TaJaHTH CTPAKIAIOUYUX HA ayTHU3M
mogeil Ta 3abesredyBaTé iM MOKJIMBICTH IIPO-
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SIBUTH BJIACHUH TIOTEHITIAJ JIJI Peasii3allil ClIOKOH-
BIYHOTO MTpaBa — KUTU MOBHOIIIHHUM JKUTTSIM.

Ha sxaJmb, 10 HeIaBHBOTO Yacy MpobJeMu JiTeit
3 PAC ta ophanHuMY 3aXBOPIOBAHHIMHU iIrHOPYBa-
Jlacsl He Jidllle Ha JIePKaBHOMY PiBHI, ajie il Hay-
KOBIISIMA Ta HaBiTh 3HAYHOIO YAaCTKOIO MPaKTHUY-
HUX JIiiKapiB, $IK HACJiZIOK CUJIbHOTO BIIJIUBY
MeIMYHOI TITKOJIM MUHYJIUX POKIB, 32 TOTJIS/IaMH
SIKOI, «ayTu3M» BBa)KaBCS PI3HOBUIIOM IUTIYOI
mu3odpeHii abo PO3yMOBOI BiICTAIOCTI.

3 2010 p. BijytiJieHHST ANTSIYOT TICUXOHEBPOJIOTIT
JIY «IITAT HAMH>» Briepiie B Ykpaini crajo ini-
1[iaTOPOM BUBYEHHS KOTHITUBHUX IOPYIIECHb Ta
PAC y niteit panHBOTO BiKY 3 TIO3WIIii He TICUXiaTpa,
a quTsidoro HespoJsiora. Ha Hamry gaymKy, BesuKkuii
BizcoTok PAC, noB's3annii 3 ophaHHUMU 3aXBOPIO-
BaHHSIMU, TIEPIIUMHE MTPOSIBAMU SIKMX MOKYTh OyTH
eMiJIeNTUYHI Hamau, 1o (OPMYIOTh ermiJIenTHYHI
enredasionarii 3 MposiBaMyU KOTHITUBHOI JIe3iHTe-
rpamii Ta PAC. ¥ pamkax mpoekrty aitn 3 PAC Ta
opdhaHHIMI 3aXBOPIOBAHHSIMU ITPOXO/IATH BeebiuHe
00CTeKEHHsT Y 1[bOMY BiUIIJIEHH], 110 TiCHO CITiB-
ITPAIIOE 3 IHITMMU IIPOBITHUMU HAYKOBUMU yCTaHO-
Bamn HAMH. OcranniM vacom Hajaro/iskeHo
CUCTEMY KOHCYJIBTYBaHHSI OH-JIaiH 1 3 I0TIOMOTOI0
3aco0iB Tesemenuian. Ha maHumit MOMeEHT y Bizti-
JIEHH1 BUKOHY€ETbCS KOMILJIEKCHA HAYKOBO-/IOCTi/IHA
pobora «Po3po6uTH aIrOpuT™MHU PaHHBOI [IArHOCTH-
ku i komrtekcHoi tepartii PAC y fiTeit Ha mrijictaBi
BUBYEHHS MeXaHi3MiB IX PO3BUTKY». Pawninie B
VYkpaini Maiike He 0yI0 KOMIUIEKCHUX Ta CHCTEMa-
TU30BAaHWX HAYKOBUX [IOCTI/PKEHb MYJIBTUINCITU-
mrirapHoro xapakrepy PAC ta opdanHux 3aXBopio-
BaHb, XOUa caMe TAaKUI HAYKOBO-TTPAKTUIHWH TT1/1X1/T
€ €JIMHO BIPHUM 13 TI03U11ii JOKAa30BO1 METUITHU.

VY nposejieHiil po6OTI MU HaMaraeMocst ToBep-
HYTHCS JI0 TOTO IIO€/IHAHHST HEBPOJIOTii Ta Icuxiat-
pii, 1po sike MpisiB BCECBITHBO BiZIOMUI HEBPOJIOT
OuaniBep Caxc. Ha itoro aymky, MexaHicTUYHIN
HEBPOJIOTii, 3aCHOBaHI JIMIIE HA JaHUX KJIIHIYHO-
ro Ta iHCTPYMEHTAJIBHOTO OOCTEKEHb, Ma€ OyTU
IIPOTHCTABJIEHA HEBPOJIOTiST «POMAHTUYHA», sKa
PO3IJISIIAE KOKHOTO XBOPOTO SIK OCOOUCTICTH 3
ypaxyBaHHIM HOTO HETMTOBTOPHUX IHAWBITyaTbHUX
AKOCTeH Ta KJIIHIYHUX IIPOSIBIB 3aXBOPIOBaHHA [4].

[MTircymoBytoun BuIe3azHaueHe, MOKHA chop-
MYJIIOBATH OCHOBHI TPOOJIEeMU IMeprHATaIbHOI
HeBpoJIorii Ta opdaHHUX XBOpoO B YKpaiHi:

e 1HeoOXiZHICTh BIPOBAKEHHS BHCOKOIH(MOP-
MaTUBHUX METOJIiB TTPEHATATHHOI AIarHOCTHU-
ku mratoJiorii ITHC,

® [IPOBEJICHHS €ITi/IEMIOJIOTIYHNUX JTOCTI/IKeHb
yactotu BuHukHeHHss BBP IIHC Ta Haii-
GiJTBIIT OMUPEHNX OP(haHHUX 3aXBOPIOBAHD;
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® CTBOPEHHS KJIHIYHUX Ta AOCTITHUIBKUX
JnabopaTopiif, B SKHUX AiaTHOCTYIOTBCS Op-
(anHi XBOpOOW; BU3HAUEHHSI CIIEKTPA 3aXBO-
pIOBaHb, /IIarHOCTUKA SIKUX MOXKJIMBA B 3a3-
HAYeHuX J1abopaTopisix;
® IIPOBE/ICHHS BITYM3HSIHUX HAYKOBUX PO3PO-
OOK JIJIs1 CTBOPEHHS HayKOBOI 0a3u BUPIIIeH-
Hs1 TIPOGJIEM PiIKICHIX XBOPOO;
e (hopmyBaHHS 3aKJa/liB, SIKi HAIAOTH JIKY-
BaJibHY, /IIarHOCTUYHY, OpraHisalliiiHy Ta
MaiaTUBHY JIOMTOMOTY XBOPUM 13 PI/IKICHUMU
3aXBOPIOBAaHHAMU;
® CTBOpEHHS KPUTEPIiB 111 hOPMYyBaHHS peec-
TPy ophaHHUX XBOPOO;
e PO3poOKa 3aX0/[iB 31 CTBOPEHHST BITYUN3HAHUX
JIKapChKUX 3ac00iB, TEXHOJIOII Ta Meaud-
HUX BUPOOIB Il JIIKyBaHHs Ta pealiiTanii
JIiTel 3 Pi/IKICHUMU 3aXBOPIOBAHHAMU;
® BU3HAUYEHHS TOPSJIKY PEECTPAIlii JiKapChbKUX
3ac00iB i CrIeTiaIbHUX JIIKYBAJIbHUX TPOIYK-
TiB /17151 JIIKYBaHHS JliTell 3 oppaHHUMU 3aX-
BOPIOBaHHSMY;
® 1I0PS/I0K B3aEMO/Iii 3 (hapMalleBTUYHUMU KOM-
HaHIIMU I0JI0 CTUMYJIIOBAHHS PO3POOOK i
BIPOBAJIPKEHHST HOBUX JIIKAPCHKUX 3aCO0IB /1151
JIKyBaHHS Ta peadiiTallii XBOPHX i3 PilKiCHI-
MU CITQJIKOBIMH 3aXBOPIOBAaHHSAMU (CIIeIliasb-
HI 3aKOHO/[aBYl aKTH, 1[0 HA/IAIOTH IEBHI II1JIb-
U KOMIAHisIM-PO3POOHUKAM, SIKi CTHMYJIIO-
I0Th IHTEpeC HayKH i Oi3Hecy 110 iHHOBAIIHHIX
GIOTEXHOJIOTIYHUX PO3POOOK Y I1iit 0bracTi);
e B3aeMozisi 3 MixkHapogHUMU OphaHHIMEI
opranizatismu (NORD, EURORDIS, naykosi
opramisaiiii, (hapMalieBTHuHI KOMIIaHil Ta iH.).
Y MeanuHii CIiJbHOTI HeoOXiAHO OiJIblle yBaru
HPUALIATH 00I3HAHOCTI JIIKAPiB PapUTETHUM 3aX-
BOPIOBAHHSM, 1100 /Il HUX BOHU He OyJIn «PiKic-
HUMW». PapuTeTHi 3aXBOPIOBaHHS JIOCUTH 4acTO
XOBAIOThCSL T/l «MacKaMi», TOOTO 3araJbHUMMU
CHMIITOMAMU {HIINX BiIOMUX XBOPOO, IO MTPU3BO-
JIATH JI0 YCKJIAJHEHHS J1arHOCTUKU 1 4YacTO 3aKiH-
YY€ETHCS BCTAHOBJIEHHSM HEeBipHOTO fiarHo3y [11].

Hessaxatouu Ha nporpec, JOCATHYTUI Yy BUB-
YeHHI PapUTETHUX 3aXBOPIOBaHb, BCE XK [JIs
YCIIIIHOI JIIarHOCTUKU OCHOBHUM 3aJIMINAETHCS
IpoIleC CIBIpaIll MiXK IMallieHTOM i JiikapeM. Y
IIbOMY acCIeKTI CJIiJl HarajaTu cJaoBa Kopudes BiT-
ynsnsHol Hayku npod. C.K. €prymienka: «...6ara-
TO 3aXBOPIOBaHb 3aJUIIAIOTHCS TPUBAJIUI Yac
HEBIJIOMUMHU, MOKM X He 1M00auYuTh JOCBiUeHUN
KJIHITICT. My 6aunMo Te, YOro HaBYUB HAC YUH-
TeJib. Y 3B'SI3KY 3 IUM iCHY€ HeOOXiZHICTh B 0OMi-
Hi HAKONMWYEHUM [IOCBIIOM JIarHOCTUKU 1 JIKY-
BaHHS PApUTETHUX HEBPOJOTIYHUX CUHPOMIB Ta
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3aXBOPIOBAHb i, MOKJIUBO, 11l€ HEe OMUCAHUX Y CBi-
TOBII MPaKTUTIIi cTaHiBy» [4].

Kniniyauii BUaiok

Hasogmmo nipukiaz kiainivaoro sumajaky PAC
y AUTUHU 3 OpaHHUM 3aXBOPIOBAHHSAM, BCTAHO-
BJICHUM T CJIST KOMILIEKCHOTO OOCTEKEHHSI.

Xnonuux M. 3 p. 3 mic., TocmiTasizoBaHui 10
KTiHIKH auTsdoi nenxonesposorii Y «ITTAT
HAMH VYkpainu» 3i ckapramu maTtepi Ha BijicyT-
HiCTh MOBH, JIeDIIIUT KOMYHIKATUBHUX Ta COIliaJIb-
HUX HaBUYOK (He pearye Ha BJjlacHe iM'sl, He BUKO-
HY€ 1HCTPYKIIii, He I[iIKaBUTbCS irpamMu 3 iHITUMU
JUTbMM), TOPYIIEHHS TOBEJAIHKU Y BUTJISIL Tille-
PaKTHUBHOCTI, NPOSBIB HEraTUBI3MY, CTEPEOTUITIB
y BUIJIsi migcTpuOyBaHb Ha MICIl, TJI€CKAHHS
y OJIOHI. Y JUTUHU HIiCJS NEPIIOTO POKY SKUTTS
Bi/IMIUQIOThCS EIMJEeNTUYHI Halajgu y BUTJII
3aCTUTaHHs, 3aBMHUPAHHS MOIJISALY, TOHIYHOTO
HaTIPy’KEeHHS KIiHI[IBOK, IO CYMPOBOXKYBAJINCI
kpukoMm. Yacrtora HamajaiB cTaHOBUJA OJU3BKO
1 pa3 Ha Mics1b.

3 aHaMHe3y BiZIOMO, IO JAUTHHA HAPOJUIACH
Biz IIT Baritaocti (I Ta Il BariTHOCTI 3aBMepIi).
BaritHicTh yckIasiHeHa aHEMIETO, TTiETOHEDPUTOM
y I Tpumectpi. [losorn — B Tepmini 39-40 tux.,
MIJITXOM TIJTAaHOBOTO KecapeBOTO PO3TUHY BHACJI-
JIOK TIOTIEPEYHOTO TTOJIOKEHHS.

[Tosoru B Tepmini 40 Tuk. disiosoriuni. Maca
tizta ipu Hapomkenni — 3470 1, 3pict — 53 cm.
3akpuyaB Bijgpasy. Bumnucanuii pogomy y 3aj0-
BistbHOMY cTaHi Ha 4-Ty 100y. Po3BuBaBcs 3 3aT-
pumkom. losoBy yTpumyBaB y 3 Mic., CHIIB
y 10 wmic., xoma 3 2 pokiB. 3 6 mic. epebyBae i
HarJISI0M HEeBPOJIora 3 IIPUBO/Y M 's130BOi TilIOTO-
Hil. Enizentuuni Hamaa 6aThKU MOMITHIINA BIIEP-
nre y Bili 1 poky Ha (hOHI COMATUUHOTO 3/I0POB 'Sl
Ilix yac HamajiB BigMiyajaocs 3aCTUTAHHS IIOTJISI-
1y, 3aBMUPAHH:, TOHIYHE HAIPY>KEHHST KiHI[IBOK,

Puc. 1. TauieHT i3 cMHAPOMOM Lepe6panbHOro riraHTM3My (CUH-
npomom CoToca)
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[0 CYMPOBOKYBANIOCS KPUKOM, OJIFOBaHHSIM,
rimepeMi€io 06 IMYYs, HATIa/[ 3aBEPIIYBaBCS CHOM.
3a MicrieM TpoKUBaHHs OYB PU3HAYeHUH KapOa-
MaselliH, SKUil He MaB CYTTEBOIO BIIMBY Ha
vacToTy Hanazis. Yepes 3 mic. Tepamnii kapbamase-
nix OyB BiMiHEHMI y 3B'A3KY 3 IIOSIBOIO aJiepriu-
HOTO BHUCHUITy Ta HAOPSIKY HIJKHIX KiHI[IBOK.
CimeitHuii anHaMHe3 He OOTSKEHMIA.

Jlani 00'€KTUBHOTO OTJISITY: ANTHHA TTiBUIIIEHO-
o JKMBJIEHHST; Maca Tija — 22,5 kr; 3pict — 101 cm
(MakpocoMmis); Ha TKipi JIBOTO cTerHa — OJ[MHUYHA
IJIsIMa «KaBa 3 MOJIOKOM», 710 1/1 cM; TosioBa Mak-
porttedanbhoi hopmu; O — 58,5 em (+3SD); BT —
BifikpuTe, po3mipu — 2/2 cM; cTiUrMu [u3eMOpiore-
He3y: TilepTesopusM, BHUCTyMaioui Jo6HI Oyrpu,
AHTUMOHTOJIOITHUH Po3pi3 oueit (puc. 1).

Ha 3BepHeny MoBy npakTu4Ho He pearye. Pea-
I'ye Ha BjacHe iM'st HecTifiko. [HCTpPYyKIIil He BUKO-
nye. Ciosketna rpa BifcyTHsa. CTepeoTuItHi pyxu y
BUTJISIZ CTPUOKIB Ha MiCIIi, MJIECKAHHS Y JOJIOHI.
ToBopuTth simiie okpemi ckiamu. [ToBeminka rime-
PakTUBHA, 3 MPOsiBAM HeraTtusizmy. MimiuHa
iHHepBalliga cumerpuyHa. Kosranus, doHaiis He
nopyIieHi. 3iHUI CUMEeTPUYHi, OKPYTJI0i (hopMu.
Doropeakilist KuBa, CHUMETPUYHA. 3a irparikoio
caiikye. IHHepBalisgs MiMidYHOI MyCKyJaTypu
cuMmerpuuHa. IlikaBuThcs irpamkamu, Oepe B
PYKH, IIepeKJajiae 3 pyku B pyky. [ooBy yTpumye.
Cinae Ta cuauth cam. Xoza He nopymieHa. M's30-
BUI TOHYC y KiHIIIBKaxX MOMipHO 3HMKeHuit. D=S.
CyxoxunpHi pediekcu xupi, D=S. Yepeni
pedaexkcu mozutusHi. [latosoriuni pediekcn,
KOODZIMHATOPHI TOPYyIleHHd BijficyTHi. MeHiHTre-
aJIbHI CUMIITOMY BiJICyTH.

Y BipxineHi AMTUHI TPOBelEHO 3arajJbHUN Ta
GioxXiMiYHMIT aHa/Mi3¥ KPOBi, 3araJbHUI aHaJi3
ceui, exokapaiorpadio (EKI), yaprpasBykose
nocmimpkenns (Y 3/]) opraniB yepeBHO1 TOPOKHU-
Hu (OYIl) — maTtosioriyHUX BiJIXUJIEHb HE BUSI-
BieHo. /Jlutuny oragayro JIOP-nikapem —
BUKJIIOYEHO TIATOJIOTIIO CIYXY; OKYJIiCTOM — I1aTO-
JIOTid 30py BiJICYTHS; €HIOKPUHOJOTOM — TIaTO-
JIOTis1 BIZICYTHSI.

[utuni nposezseno 3anuc EET mig yac Hecrian-
HS — He BUABJIEHO O3HaK erijenTudopMHOi
aktuBHOCTI. Bineo-EEI-monitopunr mix yac Hig-
HOTO CHY He BJIaJIOCSI IIPOBECTU Y 3B'A3KY 3 BUpa-
JKEHUM 3aHETIOKOEHHAM TUTUHMU.

3a IaHNMW MarfiTHO-Pe30HaHCHOI ToMoTpadii
(MPT) roJsioBHOrO MO3KYy — O3HAKHM BiIKPUTOI
BHYTPIINIHBOI Tiiporiedaltii, MIyHOUKOBa cucTeMa
3HAYHO PO3IIKpPeHa, IPOCBIT BOJOIIPOBOY IIOMIp-
HO PO3IIMPEHHii, peTpoiepebessipHa 1ucTepHa
MoMipHO poaimupena (BapiaHT mega cysterna
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Puc. 2. MPT rofioBHOr0 MO3KYy AUTUHMW 3 CUHAPOMOM
LepebpasnbHOro riraHtusmy (cuHgpomom Cotoca)

magna). CybapaxHoigaibHi MPOCTOPU Ha PiBHI
IIOJIIOCIB CKPOHEBUX YaCTOK CUMETPUYHO PO3IIN-
peHi, BUSBJIEHI apaxXHOIfalbHiI KiCTH cepelHbol
yepenHoi sMKM 3 2 OOKiB, ABOGIYHA TIiNoILIasis
CKPOHEBUX 4YacTOK. BiamiueHo mnposaGyBaHHs
Xia3MaJbHOI IINCTEPHU B TYPeIlbKe Ci/i10 3 (hopmy-
BaHHSAM TIOPOKHBOTO TYPEIBKOTO cijiia (puc. 2).
ITposeneno enekTponeiipomiorpadiute obcre-
JKEHHS 13 3aCTOCYBAHHSIM CTUMYJIAIINHOI Ta TOJKO-
Boi EMI (puc. 3). lonkoBy EMI mpoBeneno oHo-
Pa30BUM, CTEPUIILHUM TOJIKOBUM €JIeKTPOioM. Jliist
OIIIHKM TIOTEHIaiB PyXOBUX OJIMHUIID /IJII AHAJII3Y
obpaHo Taki M's3u: mm. rectus femoris, vastus late-
ralis et deltoideus. 3a manumu EMI — nomipre
(B HIKHIX MeKaX HOPMU) 3HUKEHHS IIBUKOCTEi
HPOBE/IEHHS 30Y/KEHHST MOTOPHUMHE BOJIOKHAME —
no 10% wopmu. 3a roskoBoio EMIT — crnionTanna
AKTUBHICTb BIiJICYyTHS, MOTEHIIAIM PYXOBUX OJU-
HUIlb — 3MiHEHi 10 BTOPUHHOMY, MiOTIATUYHOMY
TUy (BTOPUHHUI MiOTTATUYHUHT CUHAPOM) (pHC. 3).
JluTrHY OIJISIHYTO IICHXOJIOTOM 1 JIOTOTIe/IOM —
BcranoBneHo PAC srigao 3 xkpurtepismu DSM-V,
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Pue. 3 EnektpoHenpomiorpadis gUTUHN 3 CUHAPOMOM
LepebpanbHOro riraHTu3my (cuHgpomom Gotoca)

3aTPUMKU PO3BUTKY KOTHITUBHUX (DYHKITIH Ta
€KCITPECUBHOI MOBH.

XJI0TTYUK KOHCYJIBTOBaHUH reHeTukoM. [IpoBe-
JIEHO aHaJIi3 Ha KapiOTHII, CKPUHIHT Ha MeTaboJIiy-
Hi MOpPYIIEHHd — TATOJIOTii He BUABJIEHO. Bpaxo-
BYIOUM CYKYIHICTh (DEHOTUTIOBUX TIPOSIBiB
y BUIIISAAL Makpottedasii, Makpocomii (36isbIire-
HUI 3picT Ta Maca Tija), goJixoredarii, rimpeTremno-
PU3MY, BUCTYIAIOYMX JOOHUX OYTrpiB, aHTUMOHTO-

JNITEPATYPA
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JIOITHOTO PO3pi3y ovell, HAFBHOCTI B aHAMHEe3i 3aT-
PUMKH PO3BUTKY CTATOKIHETMYHUX HABWYOK TPO-
TSATOM TIEPIIOTO POKY JKUTTS, 10 CYITPOBOKYBa-
Jlacgd M'S30BOIO TIIOTOHIEIO, CYMICHO 3 TEHETUKOM
BCTAaHOBJIEHO [iarto3 «CHHAPOM 11epebpaIbHOro
riranTuaMy (cuazapom Cortoca)s.

Cunzgpom Cortoca — pijikicHe Heporpecyroue
TeHeTHYHe 3aXBOPIOBAHHS, MO XapaKTePU3YEThCS
MIPUCKOPEHHSIM COMATHUYHOTO PO3BUTKY (TiraHTHU3-
MOM) i 3aTPUMKOIO (POPMYBaHHS MOBU Ta IHTEJIEK-
Ty. ¥ JitepaTypi, TPUCBIYEHIN JaHOMY CUHIIPOMY,
3a3HAYAETHCS, 1110 KOTHITUBHA HEJOCTATHICTD, 3aT-
PUMKa PO3BUTKY MOBH, TOPYIIEHHS TIOBE/IIHKU €
000B'sI3KOBUME CUMIITOMaMK 3axBopioBams [20].
OpnHak icHye JuIie KiIbKa ONMUCAHUX BUIAJIKIB
noexnanus curapomy Cotoca 3 PAC [15]. Bpomke-
Hi aHOMaJIii PO3BUTKY I'OJIOBHOTO MO3KY Ha KIITAIT
BUSABJIEHUX Y BUITIe3a3HAYEHOTO TTAI[iEHTA CIIOCTEPi-
raiotbcs npubansHo y 15% xBopux gireii [8].

BucHoBKu

TakuM 4nMHOM, HE3Ba)KAlOYM HA CYTTEBI J10CS-
THEHHd B JlaHiil cdepi, opdanHi 3aXBOPIOBAHHS
CTAHOBJIATD IJI00ANBHY MTPOGIEMY JIIOACTBA, BUPI-
IIEHHST KOl € He MOXJIUBUM 0Oe3 iHimiaTuBu Ta
3alliKaBJEHOCTI OpraHiB [Iep>KaBHOI  BJA/U.
HeobxiiHO CTBOPUTH KOMILJIEKCHI TIPOTpamMu
PO3BUTKY J[IarHOCTUKH Ta MEHE/IKMEHTY OKPEMUX
ophaHHUX XBOPOO, BIPOBAIKYBATH iHIIIaTUBU
I10/10 TIONTUPEHH iHhOopMallii Mpo JaHi 3aXBOPIO-
BaHHSI cepeJl MEIMYHUX 1 COIiaJIbHUX IpalliBHU-
KiB, MAI[i€EHTIB Ta IXHIX pOAWH. Y TPAKTUYHIN
MisLTbHOCTI OpanHi XBOpoOM 3aBKIU MOTPEOY-
I0Th BiJ JIiIKapst 0COOJMBOI yBaru, HaloJerJIMBOCTI
Ta 3HAYHOTO 00CATY 3HaHb. MU CIIOiBAEMOCS, IO
MaI[iEHTU 3 PIIKICHUMU 3aXBOPIOBAHHSAMHU MaTH-
MYTb Ha/lif0 Ha TpUBaje 1 IOBHOI[IHHE >KUTTS B
YKpaiHi Ta He TOUyBaTUMYThCSI IIOKUHYTUMMU JIE€P-
JKaBOIO 1 JIiKapsIMU.
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HOBOCTHU

YuyeHple UMITAHTUPOBAJIU MbIIIAM
dyuxuonupyionme 3D-auyHUKH

Swanuky, BeIpameHHble Ha 3D-cTpyKTypax, ObLIN
VCIENTHO MMIVIAHTHPOBAHBI CTEPUJIM30BAHHBIM MBIIIAM,
KOTOPBIE 3aTeM CMOTJIN ITPOM3BECTH HA CBET TOTOMCTBO.

«C nomotpio a1ux 3D-KOHCTPYKIUIL Mbl GOJIbIIIE Y3HA-
eM 0 hyHIaMEHTATLHONW GHOJIOTHN STHYHUKA, U 9TH HOBBIE
3HAHUS POMSAT HOBOE IMOKOJEHWE OIIMI ST MOJIOABIX
PaKOBBIX TAIEHTOK», — IIUTUPYET Reuters pyKoBoauTe ST
uccnenoBanust Tepesy Bynpadd ms Illkomsr memutuaer
Daiinbepra Ceepo-3anagHoro yausepcurera B Yukaro.

HopmanbHO (GYHKIIMOHUPYIONINE SMIHUKH [IPOU3BO-
JISIT STAIEKJIeTKE U TOPMOHBL — HallpuMep, actporex. Hexko-
TOpbIE BUJIBI JIEYEHUs], K TIPUMEPY Te, YTO yOMBAIOT PAKO-
Bble KJIETKM, MOTYT HABPEAUTH SIMUYHIKAM, YTO TIPHBOIUT
K mpo6JeMaM ¢ TI0JIOBBIM CO3peBaHueM, (HepTUILHOCTBIO
1 MEHOTIAy30H.

Yro6Bl BOCCTAaHOBUTD (DYHKIIUIO SHYHUKOB B CTEPUIII-
30BAaHHBIX CAMKAX MBbIIIEil, ydeHbie ¢ moMonpio 3D-6wo-
MPUHTHHTA MOJEPIKAIN SUUYHUKOBbIE (HOJIINKYJIBI —

HATIOJTHEHHBIE JKUIKOCTBIO MEIIOYKHU C He3PeJbIMU sile-
kietkamu. Bynpadd nHaszbiBaeT (GOJIMKYIIBI TJIABHBIMU
9JIeMeHTaMU STMYHUKA. MBIIN ¢ UMIIAHTUPOBAHHBIMU
SMYHUKAMU CMOTJIN BBIHOCUTD ¥ POJIMTD MBIIIAT — & TAKIKE
KOPMHTD MX CBOUM MOJIOKOM.

OzHAKO 10 TOrO, YTOOBI BOCIPOU3BECTH TAKOE Ha JKEH-
muHax, eme ganeko. «OueBUAHO, YTO TMOHAMOOUTCS elle
MHOTO PabOTbI, HO JIEMOHCTPALMSI TOTO, YTO 311 3D-sAnuHm-
K1 DYHKIMOHUPYIOT, — 3TO 60JbIIOH npopbiB. Ouerb
Ba)KHO, YTO KOMAHJIA MIOKA3aJ1a, YTO ITO OCYIIECTBUMO», —
mutupyet usganne Humny [lecaii, nupexropa IKO-mabopa-
tTopuu kanHuku Kiusrenza (oHa B MccJe/JoBaHNN He yda-
CTBOBAJA).

B KoHIe arpesis MUP y3HAT O TOM, YTO aMCPUKAHCKUE
yueHble pa3paboTaiu HUCKYCCTBEHHYIO MAaTKy — yCTPOii-
CTBO ISt sKu3HeobecredeHus: TIIyOOKO HEeNOHOIIEHHBIX
HOBOPOXK/IEHHBIX. B aKkcrmepuMeHTe MaTKa MOMOTJIA
BBIKUTD M Pa3BUTHCSI BOCBMU SITHSTaM, KOTOPbIE POJIUJIUCD
B HauaJie BTOPOil OJI0BUHbBI GEPEMEHHOCTH.
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