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XapKiBCHKOT0 HaIliOHAJIbHOIO MEANMYHOIO YHiBepCUTETY

Kadenpa HeBposiorii Ta AUTAYO0T HEBPOJIOTil

CniapAkoBi HEMPOUIKIPHI CHHAPOMU
(baxomaTo3m) — OrAsA AlTEPATYyPHU

@aKOMaTOSI/I — IIe TeTeporeHHa Ipyla CHaJKOBUX
HEPOLIKIPHMX 3aXBOPIOBaHb, BIJMIHHOI PUCOIO
AKMX € YPOKEHH:A NOXiJHUX eKTOflepMM — IIKipy Ta ii
IepuBaTiB, HEPBOBOI CUCTEMMU, CITKiBKU, BiCIlepa/JbHUX
opranie. [0 HENPOMKIPHMX CHHIPOMIB BifHOCATDH
[IOHAJ] TPUALISITH 3aXBOPIOBaHb. [1-6, 8-12].

Tepmin «pakomaTosu» 3amporoHysas y 1921 p.
rojulaHacekuii odranpmonor van der Hoeve, axmit
OIVICaB IYX/IMHONOAIOHI yTBOPEHHs Ha CIiTKiBLi mpu
Tybepo3HoMy ckieposi Bypuesiisa. TepmiH 1moxoanTth
Bifj rpeupbkoro cinoBa «gakoH», To6TO HeByc. Pako-
MaTO3M CTalIM POSINIAfATU AK CUCTEMHI JUCIIIasii,
[0 XapaKTepu3yITbcAd KOMOIHOBaHMMU HYX/IMHOIO-
HiOHMMM BaflaMM PO3BUTKY IIKipH, Odeil Ta HepPBOBOI
cucremu. IlpomonyBanucsa i iHII HasBM 1€l rpynm
AQHOMAJIJI: IyX/JIMHHI €KTOHEepPMO3M, HEOEKTOLEePMO3H,
BPOJ)KEHI HEMPOEKTOJepMajIbHi AuUCIIIa3il, TeHOHel-
porepMaTo3y, TeHOHEePOCITIAHXHOIePMATo3!, raMap-
tobmactosu. [lo rpymm ¢akomarosiB O6yay BKIOUEH]
xBopoba Ilpinrma-Bypuesinnsa, xBopoba Peximinrxa-
y3eHa, cuHppoM IlTypre-Be6epa-Kpab6e i xBopoba
Xinnens-Jlingay. Cropy X BifiHeC/m MHOXXUHHUI 6a30-
LeTIO/IAPHMIT HEBYC, Ha3BaHMI IATUM (PAKOMATO30M
(Grosfeld-Valk-Hermans, 1959). IlisHime pesiki aBropn
HaMarajaucs pPO3MIMPUTU L0 TPYIy aHOMAalii, BKIIO-
Yalouy O Hel iHIi Bafiy PO3BUTKY Ta HENPOKyTaHi
reHopepmaTosn [2, 6-21].

binpmicTe 1uX 3aXBOpPIOBaHb BiZHOCHUTBCA IO TEHe-
TUYHO fleTepMiHOBaHMX (MyTalifi B OJHOMY 3 TeHiB),
Opy SIKMX Ha PaHHIX CTafisx emOpioreHesy BimOyBa-
I0ThCSI IIOPYIIEHHS POCTY Ta AudepeHioBaHHs KIITHH
OHOTO 200 JIeKiTbKOX 3aPOJKOBUX JIUCTKIB, SIKi YTBO-
PIOIOTBCA B IPOIEC TacTPylAnil i JAarTh II0YaTOK

PisHMM OpraHaMm i TKaHMHaM: 30BHIIIHIII — €KTO[EepMa,
BHYTPILIHII — eHTOfepMa i cepefHiil — MesofepMa.

3 exTomepMu GOPMYIOTbCS elifiepMic WKipy, MKipHi
3a71031, IIOBEPXHEBUII Iap 3y6iB, POTrOBUX JIYCOK,
HepBOBa CHUCTEMa, €/IeMeHTM OPraHiB YYTTs; MepemHs
i 3agHA KHUIIKA, OCHOBHI €JIEMEHTU HAJHUPKOBUX i
IIMTOBUHOI 3a71031. 30BHiLIHI 3516pa amibiit.

3 eHTOflepMM: eIiTeNill cepefHbOl KMILIKM, eIiTesin
JVXa/bHOI CCTEMM, TPaBHi 3a/103M: IIe4iHKa, MiIIyH-
KOBa, IIaB/IbHMII MiXyp, jereHi, rimo¢is, BHyTpiuIHi
3s16pa.

3 Me30[epMMt PO3BMBAIOTHCS M’5130Ba Ta CIIONy4YHA
(30kpema, KicTKOBa Ta XpsIIOBa) TKAHMHU, KaHAJIN
OpraHiB BUJIJIEHHA, Ceplie, KPOBOHOCHA i, YacTKOBO,
cTaTeBa CUCTEMM, IJIEBPa, lepMa IIKipu.

3ameXXHO Bifj TOrO, sIKa 3apOAKOBAa TKaHMHa Oyna
MIOIIKOJKEHA, BULIIATD €K30lepMabHi AUCIIA3ii, 10
SIKMX YMOBHO Bi[JHOCSTH TyOepO3HMIT CK/IepO3, HeMpolLil-
KipHMiT MenaHo3, Helipogibpomarod 1-ro (xBopoba
Pexyinrxaysena) ta 2-ro TumiB, cuHfpoM 6asajbHO-
KTiTHHHOrO HeByca (cuHgpoM Topnina-Tons). [lo Me3o-
IepManbHUX — eHIjedanoTpureMiHaIbHIIT AaHTIOMaTO3
(curgpom IlItypre-Bebepa), arakcis — Teneanrioexkrasis
Jlyi-bap, nepebpopernHanbHMit aHriomaros3 (CUHAPOM
lnnensa-Jlingay) Ta iH., 10 eHZOTETAIBHUX — CUHAPOM
TapTHepa Ta iH.

B ocHOBi BCiX BUIIB CHafIKOBUX HeNPOLIKipHMUX
CUHJIPOMIB JI&KUTDH MyTallisl B TeHaX, AKi BiIIOBial0Th
3a BUPOOJIEHHS CYNpecopiB pocTy MyxiInH. BHacmigox
mil TaTONOriYHMX TeHiB BimOyBa€TbCA IOPYLICHHA
KOMIUIEKCY OioXiMiYHMX peakiiil, 10 Befie O 3MiHU
Iporpamu 3pocCTaHHs, AudepeHIiloBaHHs Ta Mirparii
KIITMH ypaXXeHMX 3apOJKOBUX JUCTKiB. PisHOMaHiT-
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HICTb KTIHIYHUX THpPOsABIB (PaKoMaTo3iB MOSICHIOETHCS
IXHbOIO T€HETUYHOI0 TIeTE€POreHHICTIO, 3YeIUIEHICTIO
T€HiB, HAABHICTIO CYMDKHOIO T€Ha, AKMII IOpyLIye
OpraHisaliiiny CTPYKTypy IOPSAJ PO3TAlIOBAHUX I'€HiB
B OKPEMIill XPOMOCOMI.

dakomMarTo3y NOAIAITbCSA Ha IBI BeMKi rpymnu: 6/ac-
TomMaTo3u (HerpodibpomaTos, TybepO3HMIT CKIepo3)
Ta aHriomaros (LepeOpOpeTVHANIbHMII aHTioMaTto3 —
cungpoMm Tlinmena-Jlingay, arakcis-TeneaHriekrasis,
eHIjedaIOTpUreMiHa/IbHIIT AHTIOMATO3 Ta iH).

Knacugikanis ¢pakomarosis 3a MKX-10

3rigno mo MKX-10 ¢akomaTosn K}'IaCI/I(l)iKYIOTbCH
HaCTYITHUM YMHOM:

XVII Bpomxeni Bagym po3BuUTKY, pAedopmanii Ta
XPOMOCOMHI aHOMaIii

Q80-Q89 Inuii BpokeHi Bazii pO3BUTKY

Buxntoueno:

arakcis teneanriextasis [Jlyi-bap] (G11.3)

cimeitia gusaToHoMmis [Paitmi-Iei] ( G90.1)

Q85.0 Heitpodibpomaros (He 3M05IKiCHII)

XBopoba ¢on Pexminrxaysena

Q85.1 Ty6epo3Hmii cknepos

XBopoba Bypresins

eIIinos

Q85.8 Inui pakomarosu, He knacudikoBaHi B iHIINX
pyopuKax

Cunppom:

o [Testtn-Erepc

o Crepmx-Bebep (-Iummntpi)

o ¢pon lnmenp-Jlingay

Buxnatoueno:

Cunppom Mekkens-Ipybepa ( Q61.9 )

Q85.9 ®akomaTo3 HeyTOYHEHUIT

lamapros NOS

https://icd.who.int/browse10/2019/en#/Q85

Y 3B’A3Ky 3 THUM, IO YacTOTa 3aXBOPIOBAHOCTi Ha
(dakomMaro3y He € BJCOKOIO, BOHU BiIHOCATbCA IO
pinkicHux (opdanux).

PinkicHa (opdanna, Bix aHrn. orphan — cupora)
XBOpo6a — ysarajibHeHa HasBa IA PifKiCHUX
BPOJKEHNX 4YM HAOyTUX 3aXBOPIOBaHb, YacTOTA SKUX
He IlepeBUINYE IIATH BuUIAjkiB Ha 10 Tuc. oci6, aAxi
XPOHIYHO IpPOrpecylTh, MOTipIIYyIOTh AKICTb XKUTTA
JIIOAVIHY Ta IPU3BOJATD O JIOTO CKOPOYEHHSA 4M iHBa-
iM3arii.

300 MinpitoHIB /MIOEN Y CBIiTi XXMBYTb 3 PiIKICHOIO
xBopoboro. Tomy cucremy Orphanet Oymo 3acHo-
BaHo y @pantii B 1997 poui 3 mosBoo IHTepHeTY, 1106
3ibparn mebiumTHi 3HAHHA NPO PiAKiCHI 3axBopro-
BaHHA Ta NOKPAIIUTM [iaTHOCTMKY, HOIJIAL Ta JIKY-
BAHHSA TALEHTIB 3 PigKICHMMM 3aXBOPIOBaHHAMU. [[g
iHiliaTMBa CTaja €BPONENCHKOI iHiniarnmBow 3 2000
POKy 3a MiATPMMKM I'PAHTIB Bifi €BpoNeiicbKOI KOMICii:
Orphanet mocrynoso Bupic mo Mepexi 3 41 kpainu
B €Bpori Ta o BcboMy cBity. Orphanet Hafjae fOBiAKOBY
indopmalio Ta 3HaHHA BCIM yYaCHUKaM €KOCUCTEMMU

PifKiCHUX 3aXBOpIOBaHb. 30KpeMa, Orphanet cTBopus i
IMiATPUMYy€ HOMEHK/IATYPY PiIKiCHIX 3aXBOPIOBaHb, KA
CIIY>KUTD CIIi/IBHOK MOBOIO /I MEINYHMX NPALliBHUKIB,
ROCTIZHUKIB i 0cib, AKi mpMilMaloTh pillleHH:A 3 YCbOTO
CBiTY. https://www.orpha.net/en/other-information/
about_orphanet#about_orphanet

Hiokye HaBemeny rpymm opdaHux 3aXBOPIOBaHb, [0
SIKUX BiTHOCATH paKOMaTO3M.

Opdanerna knacudikamis PpigKicHUX aHOMaTii
PO3BUTKY Iif yac eM6piorenesy

Pigxicamit medext posBUTKy mif yac eMOpioreHesy
ORPHA:93890

Cunppom Manbdopmariii s ramaprozom ORPHA:98196

Asnrioocreorineprpodiunuii cungpom ORPHA:2346

Cunppom HeByca bexkkepa ORPHA:64755

Bpomxenuit guckepatos ORPHA:1775

Boruumiesa gepmainbHa rinomasias ORPHA:2092

IToumit mBanomaros ORPHA:93921

Cunpgpom lapgaepa ORPHA:79665

Cunppom Topnina ORPHA:377

Temirineprnasis-cMHAPOM MHOXXWHHOIO JiIIOMaTO3y
ORPHA:276280

CragkoBa remopariuHa reneanriexrasia ORPHA:774

CnapikoBa HepBOBO-1IKipHa Bajja ORPHA:1062

CunppoM ninijiHoro canbHoro Hesyca ORPHA:2612

Cunpgpom Madyuui ORPHA:163634

Cunppom Heltpodibpomarosy Hynana ORPHA:638

Cuugpom Hynana 3 KinbkoMa JIeHTUTiHaMM
ORPHA:500
XBopo6a Onbe ORPHA:296

Cunppom nyxmay ramapromu PTEN ORPHA:306498
Cunppowm Ileiitija-Erepca ORPHA:2869
Phakomatosis pigmentokeratotica ORPHA: 2874
ITirmenToBacKy/sIpHUIT Ppakomaros ORPHA: 2875
Cunppom Crepmxa-Be6epa ORPHA:3205

Kommekc Tybeposnoro ckineposy ORPHA:805
XBopob6a ¢on nnensa-Jlingay ORPHA:892

Opdanerna kmacudikamia pigkicHMX reHeTWIHMX
3aXBOPIOBAaHb

PinkicHa renernyHa xsopo6a ORPHA:98053

PipkicHuit reHerwuHuit jgedekT PO3BUTKY I dac
em6piorenesy ORPHA:183530

Cunppom manbdopmariii 3 ramaprozom ORPHA:98196

Amnrioocreorineprpodiunnit cuafpom ORPHA:2346

Cunppom HeByca bexkepa ORPHA:64755

Bpomxenuii puckepatos ORPHA:1775

Boruuiesa nepmanbHa rinomnnasis ORPHA:2092

IToBHuit urBanomatos ORPHA:93921

Cunppom lapgaepa ORPHA:79665

Cunppom Topnina ORPHA:377

[emirinepriasisa-CMHAPOM MHOXXWHHOIO JIIIOMAaTO3Y
ORPHA:276280

CnajikoBa remopariuHa teneanriekrasis ORPHA:774

CragkoBa HepBoBo-1IKipHa Baga ORPHA:1062

CunppoM niniltHoro canpHoro Hesyca ORPHA:2612

Cunppom Madyqui ORPHA:163634

Cunppom Helipodibpomarosy Hynana ORPHA:638

Cunppom Hynanma 3 KiZbKOoMa  JIeHTUTiHaMu
ORPHA:500

& CxipHOEBDPOIENCHKUM JKYPHAA BHYTPIITHBOI Ta ciMeHOI MeputinaYT, 2024, Ne 2

127



TTUTAHHSA HEBPOAOTTIL. OTASA,

XBopo6a Onbe ORPHA:296

Cunppom nyxnuau ramapromu PTEN ORPHA:306498
Cunpgpowm Ileiitija-Erepca ORPHA:2869
Phakomatosis pigmentokeratotica ORPHA: 2874
ITirmeHTOBacKy/IApHUIT Ppakomaros ORPHA: 2875
Cunppom Crepmxka-Bebepa ORPHA:3205

Kommekc Ty6eposnoro ckineposy ORPHA:805
XBopoba ¢ou linmens-Jlingay ORPHA:892

https://www.orpha.net/en/disease/classification/
list/name/Malformation%20syndrome%20with%20
hamartosis?orphaCode=98196

https://zakon.rada.gov.ua/laws/show/z1439-14#Text

B Vkpaini nepernik opdaHnx 3aXBOPIOBaHb, 4O SKUX
BifHOCATBCA akoMaTo3y 3aTBepiKeHo HakazomM MO3
VYkpainn Ne 778 Bim 27.10.2014 «IIpo 3arBepmkeHH:A
nepenmiky pigkicHux (opdaHHMX) 3aXBOpPIOBaHb» i3
3MiHamy, BHeceHUMN 3TigHo 3 Hakasamu MiHicTepcTsa
oxopoHM 3mopoB’ss Ne 919 Bix 30.12.2015, Ne 731 Bip
29.06.2017, Ne 2664 Bin 24.12.2019.

dakxomaro3u NOAIIAITLCA Ha /1Bi Be/UKi rpymm: 6/1ac-
toMaro3u (Heiipogibpomaros, Tybepo3HMIl CKIepo3)
Ta aHriomaros (LepeOpOpeTHHAIbHMII aHTiOMaTto3 —
cunpipom linmens-Jlingay, —arakxcis-TeneaHriexrasis,
eHlehasoTpUreMiHaNbHMIT aHTioMaTo3 Ta iH). Heitpodi-
6pomaros PexiHrxayseHa, Ty6epOo3HuUIl CKIepO3, eHlle-
¢danorpureminanbuuit - anriomaros IllTypre-Bebepa,
petuHouepebensipunit anriomaros linmens-Jlingay e
Ha6ibII BijoMumn ta fob6pe BuBueHMMN. o 6inmbin
PiEKiCHUX BifHOCATbCA rinoMenaHos Ito, aTakcisa-rene-
aHriekTasis, XxBopobOa 6a3aJbHO-KIITMHHOIO HEBYyCa,
CUH/IpOM HeTPMMAaHH MIIrMeHTY, IpOorpecyloda TUboBa
remiarpodis (cuuppom ITapi-Pombepra) ta in [1].

Heiipodibépomaros

Tepmin «Heitpodibpomaros» (H®D) moepHye Kinbka
¢dopM xBopoOM 3 Ppi3HMMM THUIIAMM CIAAKYBaHHS,
IIPOTHO30M Ta KIIiHIYHOI KapTUHOW. Bupinaworb
LeHTpanbHMil, mepubepuIHnii Ta CerMeHTApPHUIL
Heilpodibpomaros.

Heiipodiépomaros 1-ro tumy [1-14, 17-25]

IMepudepnunuir Heitpodibpomaros — Helipodiopo-
maro3 1-ro tuny (H® I, xBopoba Pexsinrxaysena) —
HOMICMHJPOMHE IIPOrpecylode HeNPOeKTOofepMalbHe
CIaJIKOBE 3aXBOPIOBAaHHA 3 ayTOCOMHO-/IOMiHAHTHMM
TUIIOM YCIAJKyBaHHA, IO XapaKT€PU3YETbCA IOEJ-
HAaHUM YpaKeHHAM LEHTpalbHOI Ta mnepudepryHoi
HEPBOBOI CUCTEMM, OpraHy 30py, UIKipyu, OIIOpPHO-
PYXOBOro amapaTy Ta eHJOKpMHHOI cuctemu. Ilepmri
OINICYU MAIiEHTIB i3 gepManbHUMM yxnyHamu npyu HO
3’sIBUNCS Y TpakTarti «IcTopist MOHCTpiB» v 1642 p., ane
noBHMIT Knacuyamit onuc HP gas y 1882 p. Himenbkuil
nmikap Frederich von Recklinghausen. Yacrora Hapo-
JoKeHHA Bapitoe Bif 1 Ha 2500 mo 1 va 4000 >XMBKUX HOBO-
HapojpKeHuX. XBOPilOTh OJHAKOBO YaCTO AK YONOBIKIH,
1 KiHKM.

3axBOpIOBaHHA 00yMOBIEHO MyTanielo B reHi NFI,
IO KOAY€ HelipodiOpoMiH (IIyXIMHHMI CYIIpecop, SIKWit

iHAKTMBYETbCA y TAI[iEHTIB i3 VUM 3aXBOPIOBAHHAM),
AKNIL PO3TAIIOBYETHCA HA JOBIOMY IIIEYi XPOMOCOMU
17 (nmoxyc 17ql11.2). B pesynbrari mpotarom XBopoou
3’SIBJIAIOTbCA IIYX/IVMHY Pi3HOTO IIOXOMPKEHHS Ta JIOKa-
nisanii: MEHIHTiOMM, ITTIOMM, ACTPOLIUTOMMU, FaMapTOMMU
30pOBUX HEPBIB, riltoTanaMo-ce/sipHOi 00/1acTi, CTOB-
Oypa MO3Ky, YeperHIX HepBiB, MO304YKa Ta iH, @ TAKOX
pisHi Heiipodibpomu. 3axBOpOBaHHS HallyacTille
HpOAB/IAETbCA Yy BUIVIAAL MHOXVHHUX Heilpodibpom
no xony nepudepryHNMX HEpBiB, AKi BM3HAYAIOTHCA
y BUITIAA] 60/II0UMX OKPYI/INX BY3/MKIB Y TOBII IIKipH,
IO BapilIOTh 3a CBOIMM pO3MipaMIM Ta JOKasi3alii
3 TeHJEHLI€ 0 30iIbLIeHHs Y po3Mipi Ta KilIbKOCTI
y Mmipy popocnimanas gutuHu. CXWIBHICTD [0 37105-
KiCHOTO TIepepOomKeHHs HeilpodibpoM Bifi3HAYAETHCs
y 3-15% mauienTis i3 Heitpodibpomarosom 1-ro Tumy.
ITnamu rinepmirMeHTalii KolIbOpy «KaBa 3 MOTOKOM»
i «racroBari rpoHa» Ha LIKipi 3a3BuYall 3’SIB/AIOTHCS
mo pBopiyHOro BiKy; IIekcupopMHi Helipodibpomm
Y BUINAAL PpO3POCTaHHA TKAHMH HepBa B CTPOMI
3 HOPMAaJbHMX HAaBKONMIIHIX TKaHMH CYIPOBOIKY-
I0TbCA TiepTpodi€elo ypaXKeHNX IAHOK Tia, 3a3BMUYail
ITOOJMHOKI, CEpEeMIHIX Ta BEMMKUX pOo3MipiB. JK nmpasuio,
MIOYMHAIOTh PO3BMBATUCA [0 HAPO/PKEHHA JUTUHM Ta
CTAlOThb OYEBUJHUMM JIO JJBOPIYHOIO BiKy. YparkeHHA
ITHC mpu HelipodibpomaTosi 1-ro TuIy XapakTepusy-
€TbCA IOABOK aCTPOLUTOM, MEHIHTIOM, eNeHJUMOM,
mBaHoM, HeliponeM i T.i. KictkoBi gedopmanii npep-
CTaB/leHi y BUILAAL AMCTPO(DIYHO IIPOrpecyrduoro
cKomio3y, auciiasii xpe6buis, guciuiasii Kpuma KInHO-
MOAiOHOI KICTKM Ta pPO3POCTAHHS BETMKOTOMIiNTKOBOI
KiCTKM 3 ABUIIAMMU IICEBJ0APTPO3Y Ta BACKY/IOMATIl.

Jiarnos Hertpogibpomarody 1-ro Tumy moxe 6yTn
BCTAHOBJIEHMI 33 HAafABHOCTI y IallieHTa He MeHIIe
2 3 7 O3HaK, BU3HAa4eHMX MDKHApOJHMM KOMiTeTOM
€KCIIEePTiB.

Kniniuyni pexomeHpmanii 3 miarHOCTMKM Helipodi-
6pomarosy 1-ro Tumy [NIH 1998]

o [llicTp a60 6inblie IJISIM KOIBOPY «KaBa 3 MOIOKOM»
(5 MM i Oinblle y HalieHTIB y IpenyOepTaHTHOMY
nepiopi; 15 MM a6o Oimpuie y mocTimybepTaHTHOMY
mepiozi).

o JIBi ab6o Gimbuie HeitpodibpoMu OGYmb-IKOTO THUIY
abo opHa mwiekcudopmHa Heitpodibpoma.

o [TaxBOBi/IIaXBMHHI TaCTOBUHHA.

« [l1ioma 30poBOro Hepsa.

o IBa a60 6inbiire Bysnuka Jlinra (ramaproma).

« KicTkoBi anomarnii (gucnasis kpuia KIMHONORIOHOT
KICTKM, CKOJTi03, BPOJIYKEHe CTOHIIEHHS KOPTUKATbHOTO
IIApy FOBIUX KICTOK 3 IICEBOAPTPO30M 260 6e3 HbOro).

o JIna minTBepmXeHHs Heilpogibpomarody 1 Tumy
MOJIEKY/IAPHO-TEHETUYHE TeCTyBaHHA reHa NF1 Buko-
PUCTOBYETDCA PifKO.

Possurok Heitpo¢ibpom y AinAHI IIKipHMX HepBiB
IpU3BOAUTD [O BUMHUKHEHHs 0e300iCHUX YTBOpPeHb
JIiZIOBAaTO-PO>KEBOTO 260 KOPUYHEBOTO KOMBOPY, IO
pPOCTYyTb 3 IMIMOMHM [0 IOBEPXHI IUKIpM Ta BUKIIN-
KaloTh 1i CTOHINYBaHHA i IPIDKONOAIOHI BMIVMHAHHA
3 (heHOMEHOM «KHONKM pA3BiHKa». PiOpo3Hi MOMIOCKU
MOXXYTb BUIVIANATI SIK M SIKi yTBOpeHHA Ha HDXIIi. BoHn
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0co6mMBO YncIeHHi Ha TyAy6i Ta KiHLiBKaX, KiIbKIiCTb
IX MOXKe [OCATaTU COTEHb, a pO3Mip — Ki/IbKOX CaHTH-
MeTpiB. B3IoBx X0y HepBOBUX CTOBOYPIB Ta y MmifjIIKi-
PSHIN KITKOBMHI MOXXYTb OYyTM BUSABJICHI, 0COOMUBO
IpY a/IbHaLil, fUQYy3Hi HOfOBKeH] INIOCK] IyX/IMHY —
TaK 3BaHi IwtekcudopMmHi HeBpuHOMU. Hartyacrimre
BOHJ CIIOCTEPIraloThcsi B 00/MACTi TPiiyacToOro Hepay,
BEPXHIX HMIMIIHMX HEPBiB, 70NATOK, PyK. BifgsHauaroTsh
TaKOXX MOSABY APiOHMX IIiIIbHUX BY3/IMUKIB B3OBX IepU-
bepryHnx HepBiB. YV [eAKMX XBOPUX PO3BMBAIOTBCS
nndysHi 3BUBMCTI HEBPMHOMY, IIOB’sI3aHi 3 Mi/JIIKIPHOIO
KITITKOBMHOIO 1 IIKipolo, sKi (OpPMYHOTbCA Y [OJb-
gacTi MacuBHi Boruumia (Heripomaro3Huit enedaH-
Tia3), MicCIIAMM MIIIKOIIOLIOHO 3BMCAIOTH BHACTILOK
pyViHyBaHHA eMacTMYHOCTI. Jly>ke TUIOBI IpM LIbOMY
3aXBOPIOBAHHA IUKipHi mirMeHTanii. Bonn mnpepcras-
JleHi MOJIOYHO-KaBOBUMMM IUIAMaMy  (IIe4iHKOBUMU
IIAMaMM) — CBIiT/IO-KOPUYHEBOTO KOIbOPY, OBa/JbHUX
KOHTYPIiB, 3 piSKMMM MeXaMy, JOBXMUHOI 2-5 CM, 1O
YacTille pO3TAllOBYIOTbCA Ha CIMHI, iHOAI Jy>Xe Benu-
KUMM JUQy3HUMM HIrMEHTalisAMU, a TaKOX APiOHMMM
Oi/IbII TeMHMMM IIrMEHTHYMU BUCUIIAHHAMM Ta ederti-
DOIOMIOHMMHU eleMeHTaMM 3 XapaKTePHOK JIOoKajisa-
Iji€f0 B MaxBOBUX 00MACTAX (aKCU/spHA TACTOBYMHHS).

Heitpodibpomu, 1110 po3BUBAIOTHCS B epupepuIHmX
cTOBOYpax i KOPIHISX CIIiHATIBHIUX 1 YepeITHO-MO3KOBUX
HEPBiB, B LEHTPA/IbHIl HEPBOBIl CUCTEMi, MOXYTb
00yMOBJIIOBATI PO3/IAJ] Iy TIMBOCTI, ypa>KeHH: 30pPOBUX
i cmyxoBuX HepBiB, iHOAI He MAy»Xe BUpaXKeHi pyXoBi
posnmagy, CUMIITOMM, fAKi BIACTUBI BHYTPIIIHbOMOS3-
KOBUM IIyX/IMHaM, PO3/Iajii MOBM.

Odranpmornoriyni mposiBu Helipodibpomarosdy 1-ro
TUITYy Pi3HOMaHITHI, K/IiHIYHI IPOSABY MOXYTb JIeOHOTY-
BaTM y Billi.

Cepen, 0OYHMX O3HAK, IO 4YacTO 3yCTpidaroTbcs,
BUMIIIAIOTD MeTaHOUUTApHI TaMapTOMM paiijy>XKHOI
obononkn (Bysnuky JInma) — fo6pOsIKicHI IyXnInHY,
3a3BMYall  JBOCTOPOHHI, JKOBTYBAaTO-KOPUYHEBOTO
KOJIbOPY, 1[0 BUCTYIAIOTh HaJl IOBEPXHEI PANYXKHOI
000/10HKH, PO3MIPOM 10 2 MM B [iaMeTpi, Ki/lbKicTbh
i BusABMAHHA sAKMX 30inblIyeTbCs 3 BikOM. SIK
npaBWIo, By3nuky JIuma icHylTb 6€3CHMIITOMHO,
ABOCTOPOHHIN TIPOLEC, ajle MOXKE ypaXkaTucs i ofHe
O0KO. [JliaTHOCTYIOTbCSI 3a [ONOMOIOK  IIiIMHHOI
mammy Bysimkm JInmma 3ycTpivaroTbcs IpUOIU3HO
B 90% BUIIA[IKiB Y JOPOCINX Ta JiTell BiKOM Biff 6 pOKiB.
Y pireit BikoM /10 3 pOKiB Me/IaHOLMTAapHi TaMapTOMMU
3yCTpivaloThCs pifure, NpuOIU3HO y 5% MalieHTiB
3 Herpo¢ibpomarozom 1-ro Tumy. ITaroreHeTndHOro
NiKyBaHHS 3aXBOPIOBAHHA He PO3POOJIEHO, 3IiMCHIO-
€TbCA CUMIITOMATW4YHA Tepamis, 3 NpoQiIaKTUIHOI
METOI0 Y KpalHaX 3 BMCOKOIO TillepiHCONALI€I0 BUKO-
PUCTOBYBAaTM COHIIE3aXWCHI OKYIApM 3 ynbTpadione-
TOBUM 6710KOM 10 400 HM.

ITpu6mmusuo y 15-20% maljieHTiB pafioNoriyHo BUSAB-
JII€TBCS TIiOMa 30pOBOrO HepBa — IIEPBUHHA HOOpPO-
AKICHAa TYXJIMHA, IO CK/IAJAETbCA 3 KIITUH HENpo-
mii  — Makpormii (acTpOLUTIB Ta OJIrOfeH/PUTIB).
ActponurapHa rmioMa y 75% 3ycTpidyaeTbca y JiTeit,
HaJl4acTille JiarHOCTYETbCA Yy Iepuli 6 POKiB >KUTTA
Ta Ma€ JOOPOSAKICHUIT XapaKTep 3pOCTaHHA. BimburicTb

I7TiOM 30pOBOTO HEPBA IMPOTATOM JKUTTS 3a/IMIIAI0ThCS
CTAl[iOHAPHMMU Ta HE BUK/IMKAKOTH IOPYIIEHHA 30pY.
Opnak npu 36inblieHH] posmipy ITiomMu Ta CTyNeHs
3[JaBJIeHHA 30pPOBOrO HepBa IyXJIMHA MOXeE CyIpo-
BO/DKYBATUCh eK30(pTalbMOM, 3MIiHOI0 IONIOXKEHHA
OYHOro s0JyKa, HTO30M CTOJMITTS, OFHOCTOPOHHBOIO
ab0 JIBOCTOPOHHBOIO BTPATOI 30py Ta, Y BMIAJKAX
3[JaBJIEHHs TilIOTAJ/IAyCa, IePeIYaCHUM CTaTEBUM M03Pi-
BaHHAM Yy piTeil. [mioMn xiasmu y manieHTiB 3 Helipo-
¢dibpomarosamy 1-ro TUIY MOXXYTb IIPOHMKATH B Tillo-
TajaMyC Ta TPETii LIUIYHOYOK, 1[0 MOXXE€ IIPU3BECTU
[0 TOSABYM O3HAK IIEPEYaCHOrO CTATEBOTO JIO3PiBaHHSA
y BUTMHU Ta 0OCTPYKTMBHOI rifponedarntii, mo cympo-
BOJI)KYETbCA IIPOIPECYIOU0I0 BTPATOI0 30Dy, TOTOBHUM
6011eM, HYJOTOIO Ta OITIOBAaHHAM.

Y 35% maiieHTiB 3ycTpidaeTbcsA MOENHAHHA raMap-
TOMM CITKiBKM Ta IITMEHTHOTO EIiTeNlil0 CITKiBKM —
HOOpOsIKiCHOI, 3/1eTKa IPOMiHYI0YO0I, YaCTKOBO IirMeH-
TOBAHOI NYX/IVMHM, 3 3BUBUCTUMM CyAVHAMM CiTKiBKIH,
1110 JIeXKAThb BUIIIE, | yTBOPEHHAM ellipeTrHaIbHOI MeMO-
panu. Hajtuacriime BoHu nokasnizoaHi HaBkono [I3H Ta
y MaKyJIApHiit AiIAHI, pifie MOXyTb Oy TV BUAB/ICH] Ha
nepudepii ouHoro gHa. IicTonorivHO ramMmaproma CKia-
JaeTbCsl 3 NMporidepylounx INMianbHUX KITUH, (ibpo-
BACKY/IAPHOI TKAHMHM TA K/ITUH IIrMEHTHOIO EIiTeIiIO.
Y manieHTiB 3a3BM4ail cHocTepiraerbcs 6Oe30omicHe
3HVDKEHHA TOCTPOTH 30pY 3 HEIIPAaBU/IbHUM Ta CIIOTBO-
peHNMM CHOPUITHATTAM TpenMeTiB  (MeTamopdoricii),
0cO6/MBO IIpY 3a/Iy4eHHI MaKy/IsApHOI 06/macTi.

Op6iranbHa, ¢anianpHa IekcudopMHa Helpodi-
6poma — HoOpOsKiCHA MyX/IMHA Y MiAMKIpHIA KIiTKO-
BJHI, IKa pO3BUBAETHCA i3 TOHKMX 3aKiHY€Hb HIKipHUX
HEPBIB y BUINIAJI YUCAEHHUX BY3/liB. Y 16% manienTis
3yCTpidaeTncst Helpodibpoma BepXHbOI MOBIKM, sKa
OpM3BOAUTH [0 BUpPaxeHOI Joro pgedopmarii, 1m0
Hajae Biky S-mopi6Hoi dopmu i BuxImkae nTos. Ilepi-
opbiranpHa (anjanpHa mekcudopMHa Helpodibpoma
[IaTHOCTYETHCSI 3a [OIOMOrown manbmanii (06’eMHe
YTBOpEHH: y TepefHilt YacTuHi opbiTu) Ta BisyanbHOro
ornAny (IITo3 BepXHbOI IOBIKY, TinepTpodis MOBiK).

Bkpait pifko, mpu6msHo y 5% mauieHris, 3ycTpiva-
I0TbCSI YBea/IbHMIT eKTOPIIIOH costiTapHa emibynbbapHa
HelipodibpoMa, meCMOIIACTUYHA MeTaHOMa CTOJITTS
Ta KOH IOHKTUBH OKa, BPOJ>KeHi aHOMaTii KiCTOK Yepera,
amIasis BepXHbOI KIMHOMORIOHOI KiCTKY, SKi MOXYTb
Oy T IPUYMHOIO NYIbCYIOYOTO eK30(TanbMy.

Y pesaxkux XBOpMX BUABIAKTHCA IMYyXJIMHU B POTOBIiN
IIOPOKHMHI, Ha ASUKY, Hebi, IIOTILH, BHYTPIlIHIN
HOBEpPXHi 1IOKY, T'Y0, Y IUTYHKOBO-KUIIKOBOMY TPaKTi,
CeYOBUX IIAXaX. Y psAfi BUIAJKIB CIOCTepiraroTbcA
pi3HOMaHITHI €H[JOKPMHHI IOPYLIEHHA: aKpOMerais,
HepefuacHWil CTaTeBUl PO3BUTOK ab0 iH(aHTIII3M,
riHEKOMACTisl,  TimeprmapaTupeoigusM,  ajjiCOHOBa
XBOpo6a, peoxpomMoLnTOMa HATHUPKOBYX 3a7103.

VY 3Hauniil yactuHi BumagkiB (go 29%) BigMiueHi
ypakeHHA KiCTOK 3 AucTpodiyHMMM ABUIAMY, KicTO3-
HUMU 3MiHaMU, IepeoMaMIu, TOJOBXEHHAM Ta BUKPUB-
neHHsM. BingsHadatotp Kidos, kxidockomios, remirimep-
Tpodiro 06mmuYs, cyOrepiocTambHMIL TiIIIEPOCTO3 KICTOK
TOMIJIOK, OCTEOIIOPO3, Y3YPH Bifi TUCKY IIyX/IMH, OCTEO-
MaJIALilo TpyOYacTUX KiCTOK BHAC/TiOK BPOIKEHOTO
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flepeKTy HUPKOBUX KaHA/IbLiB. Y XBOPUX BMABJIAIOTDH
TaKi JUCIUIACTUYHI CTUTMM, AK CUHIAKTUIiA, KPUIITOP-
xi3M, spina bifida, monepexoBuil rimepTpuxos, a TAKOX
HNOENHAHHs 3 aHOMasiAMM 3y6iB, M's13iB, BHYTpilIHiX
opraui. Ilig masBow cunpgpomy Kapona-Topdpina-
[IpakkeHna-IIpika BifomMo cimeliHe NMO€THAHHS 3 YePBO-
nofibHO arpodoaepMiero, MHOKMHHUMU eIliTeTianb-
HUMM KiCTaM!, BPOJKEHUMU BalaMUl Ceplisl, HamajaMy
6pagukappii, onirodpeniero. CUMIITOMY 3aXBOPIOBAHHS]
IPOABIAITBCA 3a3BMYAll y PAaHHbOMY IUTMHCTBI Ta
MAIOTh IPOTPeNieHTHNUII IepeOir 3 MOLUITOBXOMONIOHNMMY
HOTipLIeHHAMM, 0COONMBO BMpaXKeHi B IIybepTaTHOMY
nepiofii, mif, Yac BaTiTHOCTI, IiciA TpaBMM, OIlepalliii,
TSDKKUX XBOP00. I[IpOrHO3 HeBM3HAUEHWIT | 3a/IeXKUTD Bif
¢dbopmu 3axBOpIOBaHHS Ta JIOKamisalil myxanH. Yacrtora
PO3BUTKY CapKOMATO3HUX 3MiH 10 15%, 3a3Bu4ail BOHI
BUHMKAIOTH Y IJIMOOKMX IIYX/IMHAX Ta YacTillle y XBOPUX
3pi/loro Ta MOXMIOro BiKy. Y pAny XBOPUX 3aXBOPIO-
BaHHs NPOTIKae y BUITLAAL LIKipHOI opmy, IpUdoMy
TPUBAJINIL YaC MOXKe BUABIATUCS JNMIIE MOTOYHO-KABO-
BUMI IUISIMaMU, 0COOIMBO y TPYSHOMY Ta AUTSIOMY Bilii.

Hesponoriuni cumnromn npu HO-1 He € crenndiu-
HUMM: 3aTPMMKa IICMXOMOBHOTO PO3BUTKY, LIKiJIbHa
fesajlanTallidg, OcepeKoBa HEBPOJIOTiYHA CHMIITOMa-
THKa, CygoMu. Elinerncis BUHMKAE y 3B’SI8KY 3 IyX/IN-
Hamy abo0 [yCreHesissMM romoBHOro Mo3ky. Cymomm
MOXYTb OyTu (OKaJIbHUMU YU TeHepali3OBaHVMIL.
Eninentnuni Hamagm y piTell SABIAIOTL COOO0K0 CHMe-
TpuuHi iHQAaHTUIBHI CIA3MU 3 TUIIOBOIO TillcCapUTMi€0
Ha EET y nepion mixx Hanagamu. ITicia 1-ro poky >XuttA
nepeBaXalOTh (OKaIbHI HANafgy, ILIO CYIPOBOLXKY-
IOTBCSI JIETKOK 3aTPUMKOI0 PO3BUTKY i mobpe mimma-
IOThCA MPOTUEIIENTUYHOL Tepail.

JlixyBannsa npu HO-I cumnromarnyne.

Ientpanbuuii Heitpodiépomaros — tumn II (HD-II)
€ BiMIHHUMM 3a KJIiHiYHMMMU IpOABaMM, IPOTHO30M
i TumoM ycmajKyBaHHS 3aXBOpIOBaHH:A. [26-36]. Ien
H®-II nokanisoBaHo Ha XpoMocoMi 22, TUII yCHaJKYy-
BaHHA — ayTOCOMHO-floMiHaHTHuUII. YacroTa Hapo-
mxeHHA 1 Ha 50 000 y saranbHii nonynauii. BinMinHoro
ocobnusicTio HO-II € mBaHHOMM YepelHMX HEPBiB,
vacrime VIII HepBa. Imomm uporo HepBa € o06i-
raTHOIO Ta MaTOTHOMOHiYHOM0 03Hakow H®P II. MoxyTb
3yCTpiYaTUCs iHNI BUAM IyXJIMH iHIIOI JIOKaji3amil
MEHIHTeOMU, TraMapToMy, IaioMu, Heitpodibpomu,
mBanHomu. HIxipui npossu npum H®-II 3ycTpiva-
10Tbcs 3Ha4HO pipme npotu H®-I. TinmepHirmenToBaHi
IVIAMY Ha HIKipi BUABJIATHCA MEHII HIXK y IOJIOBMHN
nanienTis. Kinpkicte nnsam He mepesuimye 5. IIkipni
Heiipodibpomu pu HO-II manux posmipis i ciocrepi-
raloThcA y 65% mauieHTiB. BoHM BaXIuBi 111 paHHbOI
piarnoctuky H®-II, ocKifbKM IIBaHHOMM CIIyXOBOTO
HepBy MaHi¢ecTyloTh misHo — micns 10-15 pokis.
Karapakra po3BMBa€TbCs OiNbLI HDK Yy IIOTOBUHU
naunientis i3 HO-II i Moxe 6yTu mepuyM CUMIITOMOM
3axBoproBaHHA. Bysnmukm JInma, KicTKoBi pucriasii
ta onTuuHi raiomu A HO-II nexapaktepni. Tomy mo
II-1V pgexapu >xuttsa HO-II teue 6escumnrToMuo. [HOMI
JIIIe HellpopaiosioriyHe JOCTiI)KeHHA MOXKe BUABUTHI
1le 3aXBOPIOBAHHA.

OcHoBHi K1iHi4Hi Ta giarHocTiyHi Kpurepii HO-II

A. binarepanbni HOBOyTBOpeHHsA VIII 4yepennoro
HEPBY.

B. Popguui I crymens cnopigHenocti (6aTbku, miTH,
cubcu) Ta TaKi CUMITOMIU:

- VYuimatepanbHe HoOBOyTBOpeHHsA VIII uepemnoro
HEpBY;

- IB1 03HAKM 3 HaBeJeHUX HIDKYe:

o MEHIHTeOMa;

« Heitpodibpoma;

o TJTIOMaA;

o IIBAHHOMa;

o LiepeOesUIApHI KaIbLIHATIA.

B. [IBi 03HaKu 3 HaBeeHUX HIDKYE:

- YuinarepanpHa BecTHOY/IIpHA IIBAHHOMA;

- MHOKMHHI MEHIHTeOM;

- O3HAKM, TlepeslideHi y myHKTi «b».

[[IBaHHOMM Ta MEHIHTiOMM HETUIIOBI I [iTeil Ta
HiyIiTKiB, TOMY IpY iX BMsABJIEHHI HEOOXiJHO IPOBECTH
MPT i3 KOHTpacTyBaHHAM 1A IOIIYKY iHIINX 6€3CUMII-
TOMHMX HOBOYTBOPeHb Ta Bukmounty HO-II. [Tposasom
H®-II y piTeit MOXXyTb 6yTV MHOXXMHHI ITapacIiHanIbHi
IIBAHHOMM Ta CIIMHa/IbHi eneHauMoMu. IHTpacniHaabHi
Ta IapaclliHa/IbHI IIBAHHOMM BUABJLAIOTHCA Y MALIIEHTIB
BiKOM 10 15 POKIB i, € eKCTpaMeyIAPHUMU [Ty XIVHAMI,
TOMY HPOSBIAITH cebe CMMITOMaMy KOMIIpecii crmH-
HOro MO3Ky. EneHpyumoMy, Ha BiMiHy Bif| IIBaHHOM,
pO3TallOBaHi iHTpaMey/ApHO.

InTpacniHanbHi MeHiHreOMH, SIK IPaBUJIO, PO3TALIO-
BaHi iHTpafypanbHO 260 eKcTpaMefy/ipHO. Ymob/ieHa
NoKasIi3anis — rpysHuit Bifgin xpebra. Maroun nporpe-
CBHEe 30i/bllIeHHs, MEHIHreOMM BUKIUKAIOTH KOMII-
peciio CiMHHOrO MO3KY Ha BiJIIOBIZHOMY piBHi, a TAKOX
MO>XYTb HifIJaBaTy JECTPYKIil IPUJIET/Ii KICTKOBI CTPYK-
TYpH.

JlikyBanHsA. O6cAr JiKyBaJbHMX MaHINymALil npu
H®-II BusHaya€eThCA KiNbKICTIO, OMMPEHICTIO, TOKATi-
3al]i€l0 HOBOYTBOPEHD i BK/IIOYAE XipYPridHy KOPEKIIilo
Ipy nopyuweHHi QyHKIil Oyab-sikoro opraHy abo
CUCTEMM.

[Manjentn 3 H® O6ymp-sikoro Tumy, a TakoX IXHi
poxmdi, 0co6MMBO 1-ro CTyNeHs CHOPITHEHOCTI, MalTh
HPOXOUTH JYHaMiuHe 0OCTEeXXEeHHS HPOTATOM YChOrO
KUTTA. TiIAbKM Takmil mipXin MosKe 3a6e3MeunT ajieK-
BaTHY TEPAIIil0 Ta JO3BOUTY IIPOBOJUTY MENVMKO-TEHE-
TUYHE KOHCYbTyBaHHS.

Ty6eposumii cknepos (TC)

Ty6eposuuii cknepos (TC) — 1je reHeTHYHO JieTepMi-
HOBaHe 3aXBOPIOBAaHHA 3 Ipyny (pakoMaTo3iB, 1110 Bifpis-
HAETbCA INMPOKUM CIIEKTPOM KJIiHIYHMX IPOABIB Ta
[IPOTPECYI0YNM IepebiroM, 1o MPU3BOANUTH 4O CKOPO-
YeHHA TPUBAJIOCTI XUTTA Ta iHBamigM3alii Malji€HTiB.
IIpy 1pOMy 3aXBOPIOBAaHHI pO3BMBAIOTbCS MHOXXMHHI
HOoOpOsAKiCHI Nyx/1mHY (raMapToMM) y pi3HUX OpraHax,
BK/IIOYAl04Yy TOJOBHMII MO30K, O4i, WIKipy, ceplie,
HUPKY, HEYiHKYy, JIeTeHi, IUTYHKOBO-KUIIKOBMII TPaKT,
eHJIOKPMHHY Ta KicTKoBy cuctemu. IlocTynoso mporpe-
CYH04M Ta 30i/IBIIYIOUNCD ¥ PO3MipaX, BOHY HOPYLIVIOTh
¢byHKUil nux opraHis, iHOAi MpU3BOAAYUY 0 daTanbHUX
HacmigKiB.[36-39].
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Bupinators TC 1-ro Tumy, 06yMOBIeHMII MyTaLi€o
reny TSC1, ta TC 2-ro tumy, 00yMOBIeHNIT MyTalli€io
rea TSC2. BBaxkaeTbcs, 1O Yy MALli€HTIB 3 MyTalli€lo
TSC1 3axBoproBaHH: Tede OiIbII M'SKO, a MyTaLil B rexi
TSC2 06yMOBIIOIOTD ONbII TSKKUII PO3BUTOK IATO-
JI0TiI.

@DaxkTOpM PUBMKY BifICyTHi, OCKiJIbKM 3aXBOPIOBAaHHA
reHeTNYHe (MOHOTEHHe).

Yacrora TC y momynsii cranoButs 1:10 000 (y HOBO-
HapopkeHux — 1:6000).

TC — ayTOoCOMHO-TOMiHAaHTHE T€HETHYHO TeTepo-
TeHHEe 3aXBOPIOBAHHA 3 HENOBHOI II€HeTPaHTHICTIO,
BapiaOe/IbHOI0 €KCIIPECUBHICTIO Ta BICOKOK YAaCTOTOIO
BUHV/KHEHHS HOBMX (CIIOHTaHHUX) MyTaliif, AKi
BUSBJIIOTBCS Y 68% YCiX BUIAAKIB, 10 AeOHTYIOTH
y panuboMmy Biui. [Ipu6mmsuo Bix 10 go 30% Bumajkis
TC obymosneno Mmyranmiamu B remi TSCl (OMIM
605284) (TC 1-ro Tumy, OMIM #191100), noxamnisoa-
HOMY Ha 9 XpoMocoMi B paitoHi 9q34, 1o Koxye 6imox
raMapTyH. IHIN Bumanku XxBopobu oOyMOBJIeHI MyTa-
uisimu B reni TSC2 (OMIM 191092) (TC 2-ro Tumy —
OMIM #613254), nokanizoBaHoMy Ha 16 XpoMocoMi
B paitoHi 16p13 i Aki KopyioTb 6iok TybepuH. [l renis
TC xapakrepHi BMcOKa IeHeTpaHTHICTb (o 100%) Ta
Bapiabe/ibHa eKCIIPEeCHBHICTb, 1J0 IPOCTEKYETHCS MPK
CIMETHMX BMIIaJiKaX 3aXBOPIOBaHHA, KOJIM y POAWYIB
3 OJHI€I0 i Ti€I X CIMENHOI JIOMiHAaHTHOK MYTali€l0
MOXKe BiJpi3HATUCA TAXKKICTb 3aXBOPIOBaHHS.

Tean TSCI1 i TSC2 y HOpMi € IpUpOAHUMU TeHaMU-
CylpecopaMy TYXJIMHHOTO pocCTy. bBinkoBi mpopykrn
reniB TSC1 ta TSC2, ramapTuH Ta TyOepuH, yTBO-
PIOIOTb TeTepofuMep, 3fjaTHMIl iHribyBatyu omocepep-
koBaHuit Kkomiurekcom MTORCI (mammalian Target of
Rapamycin Complex 1) curnanbuuit Kackag. MexaHism
naroreHesy TC nomnarae B myTaniax y rerax TCS1iTSC2
3 BTpaTOI0 iXHbOI (PYHKIIII Ta ITOB’A3aHOI 3 MyTaLiAMu
HaTosoriyHoo akTuBaniew kinasu mTOR. B pesynbrati
BifOyBa€eTbCsA aKTMBAlisA LUIAXY CUTHAIbHOI Iepepadvi
PI3K/Akt/mTOR. [TaHuit Kackaj € K/IIOYOBUM perysisi-
TOPOM pocTy Ta nponidepanii k1itiH. BiH akTUByeTbCA
Y BiIOBijb Ha HaJXOIPKEHHA INOXMBHUX PEYOBUH Ta
(akTOpiB POCTY, peryIIYy P KITUHHNX QYHKIII,
TaKUX SIK TPaHCIALIS, TPAaHCKPUILiA Ta ayTodaris.
lnepakruBanisa kackagy mI'ORCI, mo Befe fo nocu-
JIeHH: KIITHHHOI nportidepallii, BB&XXAETbCS BAXX/INBOIO
JIAHKOIO 37105IKicHOI TpaHcdopMarii. Y KriTHax 3 MyTa-
miero TSC1 i TSC2 meit curHaabHMil HOIISAX HOCTIiHO
BK/MOYeHMit. Ilefl IIAX CUTHAJIbHOI TPaHCAYKIil €
K/II0Y0BOI0 jaHKow maTtoreHesy TC. OpHa 3 MyTauiin
TSCI1 ta TSC2 MicTUTbCA Yy BCIX KIIITHMHAX OpraHisMy. Y
K/IiTVHi-pOIOHaYa/IbHNLi ITyX/IMHHOTO KJIOHY BinOyBa-
€TbCsA IHAKTUBALIA APYTOT0, HE3a4EIIEHOTO CIIaJIKOBOIO
MyTalli€lo, ajeio.

JliarTHOCTMKa 3aXBOPIOBAHHA IPYHTYETbCA Ha IOEf-
HaHHI KTIHIYHUX Ta BUSIB/IEHNX [IPU HOATKOBOMY 1ab0-
paropHoMy ob6cTexxeHHi cumnTomiB. PeHoTmm maii-
enTa 3 TC 3aymeXuTh Bifi 4MC/Ia, TOKamisamii Ta po3mipy
raMapToM. Bik XBOpOro Takoxx Biflirpa€ BayXIMBY pOJIb,
OCKIIbBKM Pi3HI CUMITOMM XBOPOOU BUSIBISIOTHCS
y pisHi BikOBi mepiogy. Benuka KilbKiCTh KIiHiYHMX
osnak TC, BapiabenbHicTp deHOTHUIY, TOI (aKT, 110

MmanidecTaniss 03HaK 3aJeXWUTh BiJ BiKy maIji€eHTa,
YCK/IaJHIOKOTD JialrHOCTMKY 3aXBOPIOBaHHS.

besnepeunnii fiarHo3 TC BCTaHOBITIOETHCS Ha IMifCTaBi
HASIBHOCTI 2 TEPBMHHUX O3HAaK a60 1 HmepBMHHOI Ta
2 BTOPMHHUX O3HAK; MOXK/IMBUI [jialrHO3 — Ha MificTaBi
HasBHOCTI 1 mepBMHHOI O3Haku abo 1 IepBMHHOI Ta
1 BTOpMHHOI 03HaK, a60 2 (i Oi/blle) BTOPUHHUX O3HAK.
Hiokye HaBeleHO IIepBUHHI Ta BTOPMHHI 03HaKu (2012
TSC Clinical Consensus Conference).

[TipTBepmxena nmatorenHa myTarnia TSC1 a6o TSC2 e
HAJTO/IOBHIMIMM KpUTEpieEM, HOCTATHIM [yIsi BCTAaHOB-
nenHs piarosy TC.

IlepBunHI (Benuki) o3HaKM:

- Anriodi6pomm o6mmaus (He MeHme 3) a6o ¢ibposHi
61A1KY Ha 7100i;

- riromnirMenTHi iaMu (He MeHIle 3 i He MeHIle 5 MM
y niamerpi);

- HeTpaBMaTM4Hi HAaBKOJOHIrTbOBI ¢ibpomu (He
MeHiue 2);

- OiIAHKA «IIArPeHeBOl WKipu»;

- MHOXXIHHi raMapTOMM CiTKiBKW;

- KipKoBi gucmtasii (He MeHIe 3): KipkoBi Tybepnu Ta
Mirpauiiiai TpakTu y 6i1iii pe40BMHI TOIOBHOTO MO3KY;

- cybeneHuManbHi By3mu (He MeHIe 2);

- cybeleHiMMa/bHa TiraHTOKJITMHHA aCTPOLUTOMA;

- pabmomioMu cepiist MHOXKVMHHI 260 TIOOIHOKI;

- niMm¢aHTioNeIoMiOMaTO3 JIeTeHb;

- MHOXXVHHI aHriomioninoMu HUpOK (He MeHIIe 2).

Bropunni (mari) o3naxm:

- 4MCTIeHH] OrMO/IeHHs B eMasti 3y0iB (He MeHIe 3);

- ¢pibpomy B mopokHMHI poTa (He MeHIIe 2);

- raMapTOMM BHYTPIillIHIX OpraHis;

- aXpOMATMYHUI SULTHKY CiT4acTol 060I0OHKM OKa;

- IIsIMM TUITY KOH(DeTTi Ha LIKipi;

- MHO>XVHHI KiCTM HUPOK.

Yacrora okpemux KiaiHiuHmMx cumnromiB  TC
y TONynALii HACTyIHA: TilOMIrMEHTHI IJIAMM —
90%, anrio ¢ibpomu ocobu — 47-90%, HaBKOIOHIr-
ThOBI pibpomu — 19-52%, ibposHi OmsmIKM, M AKI
dibpomun  — 30%, RIASHKYM «IIarpeHeBOl IIKipy»
%, pabmomiomu cepusi — 20-60%, MHOXWMHHI KicTu
HUPOK — 18-35%, anriomioninomu HUpoK — 48-67%,
KicTu Ta aHriomioninomu HUpox — 9-17%, nimdanrio-
neriomiomaTo3 sereHb — 1% (84% — >xiHKM ramMapTOMu
cityacToi 060/moHKN a60 [jUcKa 30poBoro HepBa — 50%,
raMapToOMM MediHKu — 25%, pekTanbHi nominm —
78%, CKeJIeT: OCTEOIIeHisA, KiCTI, OCEPENKN CKIEPO3y —
45-66%.

[lepepaxoBani cumnromn Ta o3Haku TC mepeBa)KHO
3’ABJIAIOTHCA 3a/IeKHO Bijl BiKy XBOpOro:

* 3 20-T0 TMXXHA BariTHOCTI 0 HAPOJPKEHHA NirHOCTY-
€TbCsI paboMioMa cepris.

o IlepuHaranpHmit Hepiof: cyOemeHaMManbHi Bysmm/
IIyXJIMHM MO3KY: MHOXWHHI KiCTM HUPOK; CHHAPOM
Bonbda-Ilapkuncona-Yaitra  (WPW);  ¢ibposHi
6/1A1IKM Ha 71061 eniIenTUYHI Hammaau in utero.

o Tlepion HOBOHapOKEHOCTI: (hOKaNbHI eminenTn4Hi
Hamajy 3/6e3 BTOPMHHOI reHeparisaiil.

e Jlo 1 poky: indaHTWIbHI crasmu/cuHpoM Becta;
rinomirMeHTHI IJIAMY Ha IKipi; 3aTpUMKa IICUXOMOTOP-
HOTO PO3BUTKY; TAMapTOMIH CiT9acTOi 060MTOHKY OYelL.
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o Jlo 5 poki: cuHpgpom JlenHoKca-Tacro; ayTusm;
HOPYIIeHH: HaBYaHHs; aHTi0piOpomMy 06mmads.

 6-12 poKiB: pO3yMOBa BifICTAMICTD, TSHKKUII epedir
eminerncii, cyberneHAMManpHi By3/M, TiraHTOKIITMHHA
acTpoLUTOMA

o Jlopocni: HOpMa/IbHUIT PO3yMOBUIT PO3BUTOK, SAKIO
He Oymo eminerncil; aHriomionimomMyu HUPOK (yCKIag-
HeHHsI — reMaTypis Ta KpoBoTeui); miMdanrioneiiomio-
MaTo3 JIer€Hb, THEBMOTOPAKC; [IMXa/IbHA HEJOCTATHICTD;
HaBKOJIOHITrThOBi (hibpomuL.

Hwxye HaBOZMTbCA  XapaKTEPUCTUKA  OKPeMMX
KIHIYHMX CUMIITOMIB (BOHM 3TpYyIOBaHi 3aJIe)KHO Bif
ypakeHHA Pi3HUX CUCTEM OpPraHismy).

CuMnTOMM ypakeHHs HEpPBOBOI CHCTEMI BKIIOYAIOTh
eIIi/IenTUYHI Hallagy, IOPYLIeHH OBeiHKM, 3aTPUMKY
IICUXIYHOTO PO3BUTKY, IIOPYIIEHHA CHY.

CymoMHiI Hamagy BMHMKAKOTb y 92% mnanieHTiB i3
Tybepo3HMM cKlepo3oM. JleOloT HamapmiB yacrimre
HOCIIae MepLINit PiK XKUTTS, 0COOMUBO Y Mepiii MicAIyi.
OCHOBHMM THUIIOM HamajiB € iHGaHTWIBHI CmasMu Ta
¢dokanpHi MOTOpHI Hamagu. Mo>XIMBa BTOPUHHA TeHe-
pamisania HamafiB, IO CYIPOBOKYETbCA BTPATOIO
CBiJOMOCTI Ta TeHepaJli30BaHMMM TOHIKO-K/IOHiY-
HUMU cygoMamy. [HGaHTWIBHI cmasmu Ipu Ty6epos-
HOMY CKJIEPO3i BXOfATb [0 CTPYKTypM CHMIITOMA-
TaHOi dopmMu cuHApoMy Becra i cympoBomKyroTbCs
BCiMa XapaKTepHUMMN MJId CHMITOMATMKM eIi/encii
O3HaKaMI: 3aTPMMKa IICMXOMOTOPHOIO PO3BUTKY [0
IeOI0Ty HamajiiB, HasABHICTb HEKiIbKOX TUIB HaIasiB
(indantmnpHi crmasmu, GokKanbHI Hamagy, MOBTOPHO-
reHepasTi3oBaHi Hamaju), CTPYKTypHi 3MiHM MO3KY, 110
BusBsaotecs mpu KT Ta/a6o MPT ronoBHOro Mo3KY,
PE3MCTEHTHICTD HAIlA/[iB JO IPOTUEMIIENTUYHOI Tepartii
Ta HECOPUATAUBUI TPorHOo3. [HbaHTWIBHI crmasmu
MalOTh, SIK IIPABUIO, aCUMETPUYHIII XapaKTep i3 3amy-
YEHHAM JI0 Hallafly OofjHi€l 1mosoBuHN Tina. ®okanbHU
KOMITOHEHT aCUMEeTPUYHNX i{H)aHTUIBHMX ClTa3MiB
NIpEe/ICTAB/IEHNII [IeBialli€l0 O4Yeil, TOTI0BY, PUTMiIYHUMU
[NOCMMKYBaHHAMM OYHUX SONTYK, HaCWJIbHUIILKOIO
yCMIlIKOI0 Ha 0o0mM4di, sKi HepenylTh clasmy abo
CYIIPOBOPKYIOTH Jioro. HadABHICTh 3aTpUMKM PO3BUTKY
y IO€NHAHH] 31 MKIPHMMM 3MiHAMM € TIOKa3aHHAM JHA
IIPOBEJIEHHA HEMPOBi3yasi3allii 1A yTOYHEHHA Xapak-
Tepy IOLIKOPKEHHs TOJIOBHOIO MO3KY Ta IIOCTaHOBKU
Iiar”osy.

EEl-matepun  TyOeposHOro  CKjepo3y:  rimca-
PUTMif, IaTepH «Clajax-IPUTHNYEHHA», MYIbTU(O-
KanbHa emienTudopMHa aKTUBHICTD, reHepamizoBaHa
MiK-XBUIbOBA aKTUBHICTb i3 4acTOTOMO 2-2,5 I1I.

Tybepu 3sycrpivatorbcsa y 95-100% xBopux Ha TC.
Boun € pinsgaxkamu ¢oxanbHoi KipkoBol aucrviasii si
3HIKeHuM uncioM AMKepriyHux HelpoHiB i xapak-
TEePUSYIOThCA BTPATOI0 KIACUMYHOI 6-11apOBOi IUTOAPXi-
TeKTYpYU Kopy MO3Ky. Tybepy MOOAMHOKI 411 MHO>KMHHI,
po3MipoM Bif KiTbKOX MM JO Ki/JIbKOX J¥B, pO3TallO-
BYIOTbCA Hafl OJVHUYHOIO YU KiJIbKOMa HpWIEININMMU
6oposnamu. ¥ 54% BumajkiB Tybepu KanblygikoBaHi.
Icnye TomorpagiuHuit 38’A30K MK HasABHICTIO QOKYyCY
Ha EET Ta Ty6epowm, BusBneHuM npu MPT-gocnimpkenHi.
Eminentnyni Halmagy MOXXYTb BUXOJUTHU 3 HOPMaJIbHOI
KOPI, 1IJ0 OTOYYE TYOep, sIKa € 30HOI0 «IIepe30YIKEHIX»

HeiipoHiB. Tybep moxe OyTu «HIMUM» — HeeIli/IenTo-
T€HHUM.

CEY sycrpivarotbes y 95-98% xsopux Ha TC. Bonn
MHOXXVHHi, po3MipoM 2-10 MM, TOKa/Ii3yIOTbCA y CTiHKaX
OiYHVX IUTYHOYKIB, YaCTKOBO ab0 IIOBHICTIO Kas/bIIM-
¢ixoBani, GescumnToMHI. ICHye mpsAMa 3a/lIeXHICTDb
MiX TsKKicTio emninerncii npu TC Ta 4ymcnoM KipkoBux
Ty6epis Ta CEY. Yncro Tybepis 8 i 6inbiue € pakropom
pu3uKy MaHidecranii eminerncii y nepiui 2 poKy >KUTTA.

PagiampHi MirpamiiiHi TpakTi, TOOTO. yparkeHHs
01101 pe4OBMHY TOMOBHOTO MO3KY, LIO 3YCTPIi4aI0ThCs
y 30-95% xBopux Ha TC, rpynm rerepoTOmiuyHMX
KIaCTepHUX KITHH, fAKi 3’€HYIOTb CIeHAMMY CTiHOK
IUTyHOYKiB i TyOepy, BigmoBimaroTh MirpaniitHum
LIISIXaM CIIOHTi00/1acTiB 1Mif yac eMOpioreHesy, € eminern-
TOTE€HHMMM 30HaAMIL.

CET'A sycrpivarorbecs 3 yactorolo 5-20%. CETA —
nyxiuHa y xsopux Ha TC, posramosana 6ins oTBOpY
Moupo, Oinbie 5 MM B fiamMeTpi, 3 HiATBEPA>KEHNM
3pOCTaHHAM, 1[0 HAKOIMYYyE KOHTPACTHMII IIpemapar
(Consensus Meeting for SEGA and Epilepsy Management.
12 March 2012, Rome, Italy). CET'A € moBinpHO3pOCTa-
10400 TJIIOHEe/POHAbHOI0 MYX/IMHOIO, He 37IaTHOIO IO
CIIOHTaHHOI perpecii. 3pocTaHHSA HYyXIVHU IIOB s3aHe
3 PUBMKOM PO3BUTKY TOCTpPOI rifpouedarii, Hacmigku
AKOI MOXKYTb OyTH (paTaTbHUMIU.

CETA wacrime cnocrepiratlotbcss npu TSC2, HiK
TSCI; 3asBuuail 3’sABIAOTBCA Y Bini 4-10 pokis, ane
iHOZIi BUSIBIIIIOTBCSI aHTEHATanbHO abo B mepiof; HOBO-
HAapOIPKEHOCT]; IepPeBaXHO pO3TAIIOBYIOTbCSA Oins
otBOopy MoHnpo (pinko — y 3ajHixX Bifginax Tina 6iuHMX
LIyHOUYKiB, y cKkpoHeBux poris, III i IV nurynouxax
Mo3ky); TpaHcpopmanias CEY B CETA HaityacTire
Bif0yBaeTbcs y Ieplui [Ba AECATWITTS S>KUTTA, MK
nocigae mybepraTHUIT Iiepiof, TpaHcdopMalis Majo-
JIMOBipHa 3 KiHIA TpeTboro AecATUmTTA XutTsa. CEY
ckopime Tpancpopmyerbcst B CEIA, saxujo BiH miame-
TpoM Oisbe 5 MM, He IIOBHICTIO Ka/JIbLIMHOBAHMWIL,
posramoBauuit 6ing orBopy MoHpo i Hakommuye
koHTpactHmit mpemapar. CETA xpyrni abo oBajbHi,
B OimpmiocTi BUIApgkiB He iHQIIBTPYIOTH pPeUOBUHY
MO3KY, y 1/3 maljieHTiB MHOXMHHI; HOOpoOsiKicHI Ta
He IepepoKYIOTbcs Ha 3nmoskicHi. IIpu 36impieHHi
piamerpa fo 10 MM i Oinblle MyXJIMHM MOXYTb IOPY-
mysatu umpkynanito HCXK i npusBogutu fo mporpe-
CYI04Oro 30iIblIIeHHs PO3MipiB OIYHMX LITYHOYKIB Ta
HifIBUIIEHHA BHYyTpillHbodepenHoro Tucky. CEY Ta
CETA ricTonoriyHo ogHOpifiHi.

Oco6MMBO BaXXINMBOK € PaHHs, IO IMOSABK KIiHIYHUX
cuMIToMiB, giarnoctuka CET'A, 0CKi/IbKIM BOHA [JO3BOJISAE
BMKOHATH NOBHE BUJa/IeHHS IyXIMHY /IO TOABY O3HAK
MifIBUIIEHHA BHYTPilTHbOYEPEITHOTO TUCKY Ta 3HUSUTHU
IHTpaOIEepaLliliHy JIETa/IbHICTh Ta YaCTOTY Hicagomepa-
LITHUX YCK/IaJHEHD.

3MmiHM 1Kipy Ta ii NoXifHMX TpamaATbca y 100%
BUMAOKIB.

o limomirMeHTOBaHi WiAMu. Ymcno masaM Konmba-
€eTbest Bif 3-4 o 100 i 6inbize. BoHM po3TamoByoThCs
nudysHO, aCUMeTPUYHO, 3 SB/LAIOTHCSA Bifi HAPOIPKEHH
abo B misHilmIOMy Bilji, IepeBa)XHO B Iepili 3 POKYU
KUTTA. MICTATh KIiTVHM 3i 3HIDKEHMM BMiCTOM Meia-
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HiHy JI714 0iarHOCTUMKM TilONMirMeHTOBaHNUX IIJIAM ITOKa-
3aHO JIOC/I/DKEHH:A i3 3aCTOCYBaHHAM jamnu Bypma —
TiIAHKY IIKipK 31 SHVOKEHMM BMIiCTOM MeJIaHiHy IIpU
OCBIT/JIEHHI JIaMIIOK $ICKPABO CBIiTATBbCA MOPIBHAHO
3 TbMAHOIO 3710poBoI0 HIKipow. Ille ogHUM sACKpaBUM
K/IiHIYHMM CHMIITOMOM 3aXBOPIOBAHHA € JIEIIITMEHTO-
BaHe BOJIOCCH, 6p0131/[ Ta BIl.

o limepmirmMeHTOBaHi IIAMM  KOJIbOPY  «KaBa
3 MOJIOKOM» 3yCTpi4aloTbcA pifiie. BoHM MaloTh OBabHY
a60 okpyrty popmy, po3mipu B Mexax 1-5 cM, KibKicTh
1AM He TepeBUILYE 5.

o Anenoma canpHEX 3ano03 (anriodibpoma o6mMaYs,
ameHoma [IpuHIIa) vacTiire 3 sBISETHCA y Bini 3-11
POKiB, B cepelHbOMY B 4-7 pOKiB. 30BHIlIHill BUIIAJ
aHriodibpom Harazye wisiMu ab0 BY3IUKHU 3 IVIAJKOIO
O/MMCKY40I0 TTOBepXHe. Yo0/meHi Micls mokarusanil
aHrioibpomM — ILeHTp HOCOTYOHMX CKJIaJOK, Kpuia
HOCa, WOKKM Ta migbopinms. IlaTorHOMOHIYHMM € IX
OinarepaspHO-CUMETPUYHE PO3TALIYBAHHI — «KpUIa
MeTe/InKa».

o ®i6po3Hi OMAMKY — HaTOTHOMOHIYHWIT CUMIITOM
TC. Sx mnpaBmio, BOHM pO3TALIOBYIOTbCSA Ha JI06i
Ta BOJIOCUCTINI YacTMHI TOJIOBM  YHilaTepanbHO,
3’ABIAIOTBCA Mi3Hile aHriodibpom. Brmsaumkum maoTh
Pi3Hy KOHCUCTEHIII0, BMUCTYNIAIOTh HaJ ITOBEPXHEI0
HIKipy, INOPCTKi Ha TOTUK.

o JIiIAHKM «IIarpeHeBol WIKipyu» 3a3BUYail PO3TAIIO-
BaHi aCMETPUYHO Ha CIIHI B ITOIIEPEKOBO-KPVXKOBOMY
Bigmimi. Txniit po3Mip — Bif KibKOX MinimMeTpis o 10
cM i 6ibure. ITisiMu 37eTKa BUCTYIIAIOTH HaJl IOBEPXHEIO
IIKipy, MAIOTh >KOBTO-KOpMYHeBe ab0 poxkeBe 3abapB-
JIEHHA 1 30BHI HarafiyloTb CBUHAYY LIKIpy 4 alle/IbCU-
HOBY LIKiPKY.

o HaskononirrpoBi ¢ibpomu (myxmmun KoeneHa)
ABJISIIOTH COO0I0 ThMsIHI, YepBOHI a60 KOMBOPY WIKipn
BY3/IMKY, PO3TAIlOBaHi Ha MajablisAX. abo maTepaabHOL
MIOBEPXHi HIrTbOBOTO J/IOXa IiJj HIrThOBOI IIATiBKOIO.
Haifyacrime 3ycTpivaroThCcs Ha ManblifAX CTOIM, Iepe-
Ba)KHO Y KiHOK mic/is ny6eprary. Posmip dibpom Bapitoe
Big 1 mo 10 mm. 1i yTBOpeHHA CXM/IbHI 10 3pOCTaHHA
HaBiTb MiC/Isg BUAATeHHS.

Ouni cumnromy BuABAAKTBCA Yy 50% XBOpHX.
YacTo 3ycTpiualoTbest raMaproMu citkiBku (dpaxomnu).
Ha Burnap ni myxXimMHM TORIARTBCA Ha KaJlbLVHO-
BaHi (CMMITOM «TyTOBOI fAroAm») i HeKaJbLMHOBAHi.
@PaxkoMI pO3TAlIOBYIOTbCS MOBEPX CYIOMH CiTKiBKM, IO
Kpal MIMCKa 30pOBOro HepBy Ta Ha nepudepii. Inmmi
3MiHM BK/IIOYAIOTh aHriodiOpomy IOBIK, HemirMeH-
Talliio paiay>XHol 060IOHKM a0 CITKIBKM OKa, aTUIIOBY
KO7T0OOMY, KaTapakTy, HaOpsK [JICKa 30pOBOTO HEPBY,
aTpodiro 30pOBOro HepBY, BUNIAIaHHS ITOTIiB 30y (TOMO-
HIMHa TreMiaHOIICisl, CKOTOMM), HemapaaiTuyHa KOCOO-
KicTb, mape3 VI HepBy, KpOBOBM/IMB y CKIIONOfiOHE Tiso.
Ouni cuMnToMn MaHipeCTYIOTh Y HepIli 2 pOKU KUTTSL.

Kappianpai cumnromu. Pabnomioma 4acTo 3’ sIBISETHCS
BHYTpIlIHbOYTPpOOHO abo y mepur MicAni S>KUTTA.
Bona posramoByerbcs iHTpaMypaabHO abo Ipoadye
Yy TOpPOXXHMHY, CTa€ NPUYMHOK CMEPTi Bif cepleBoi
HepgoctaTHOCTi. Kappionoriyni cummToMmu BK/IIOYAalOTh
HOpPYLIEHHS CepLeBOro puTMy (Taxikappif, Mmirparmis
Bo#ia purMmy, AB-670Kaga, pPO3BUTOK CUHAPOMY

Bonbga-ITapkincona-Yarita, ¢QiOpwisdLisa LUTYHOUKIB)
Ta CKOpOYyBa/JIbHOI (yHKIil MioKapia Ipy iHTpamy-
pabHOMY PO3TAllyBaHHI IYX/IMHH, CEpLEBY HeJOCTaT-
HIiCTP BHACTIOK OOCTpYyKIii KamMep cepLs HyX/IMHOIO.
Pabpomioma € HOOPOSIKiCHOIO MyXMHOIO ((eTanbHOI
raMapTOMOI0), IO YiTKO BiIMe>XOBaHa BiJj HABKOJIVIIHIX
TKaHUH. Bunagky manurHisanmii He omnmcani. Hai6inpm
eeKTMBHUMM MeTOfiaMM [iarHOCTUKM pabpgomioM €
nBoBuMipHa exokapmiorpadis (Exo-KI') Tta mBmaxi
pexumu MP-pgocnifkeHHs.

3MiHM BHYTPIIIHIX OpraHiB BK/IIOYAIOTbh aHTiOMioOi-
IIOMM i KiCTM HUPOK, HUPKOBO-KJIITMHHY KapLVHOMY,
niMdaHrioMioMaros jereHb, aHrioMiosinoMyu HafHUP-
KOBUX 327103, [I€4iHKY, peKTa/IbHi 0/1iny. XapaKTepHOIO
0COONMMBICTIO LMX 3MiH € iX MHOXWHHUIT Xapakrep,
IBOCTOPOHHE ypPa)K€HHA IIApHMX OpTaHiB, TpUBaNINii
6e3CHMITOMHMII IIepebir.

KictkoBo-cyrno6oBi 3miHM € [insiHKaMM CKIepo3y
i KicTu B pi3HMX KiCTKaX, MeCTPYKLIi IJIOCKUX KiCTOK;
PiZKO BMHUMKAIOTh OCTEOJi3 Ta OCTEOIOPO3 IIOIEpPEKOo-
BOTO BijiiTy Xpe6Ta Ta roJIOBOK CTETHOBUX KiCTOK.

JIikyBaHHA.

Erionoriune nixysanna mnpum TC Bigcytne. [lo
2012 p. mMKyBaHHA MajO CUMIITOMATUYHUI XapaKTep.
Y 2012 p. OyB 3apeecTpoBaHMIl IIperapaT eBepoiMyc,
AKUI BINIMBA€ Ha OCHOBHY /MaHKy IaroreHesy npu TC
(e inribitopom curnanproro uvraxy mI'OR) ta sMeHILIye
3pocranus nyxaH y ITHC ta Hupkax (piBeHb fOKa3o-
Bocri I) [29]. € okpemi po6oTH, 1110 BKa3yIOTb Ha Te, 110
BiH TaKOX 3MEHINYE KiJIbKiCTh €IiIENTUYHUX HamasliB
(piBenb roxazoBocti IV) i 3HMXKYE cTyIiHD BUpasHOCTI
anrio¢ibpom ocobu (piBeHn gokazoBocTi ).

AHTHeninenTVyHi npenaparyu: 6a3oBi mpemnaparyu Bira-
6arpin 50-100 mr/kr/ o6y, Banbrnpoarn 50-100 mr/ Kr/
noOy, tomipamar 5-10 wmr/kr/ po6y. KombinoBana
Tepamisi BK/IIOYa€ KOMOiHalifo 6a30BMX IIpemaparis
3 6eHsopiaseniHamu (xmoHasemamom) 0,25-2 Mr/mo6y,
¢denobapbitanom 5-15 mr/kr/poby, mamixramom 0,2-
5 mr/kr/po6y, cykcunenom 15-30 mr/kr/ fo6y, kapba-
MasemniHoM (dinnencuH) mpu acuMeTpil Hamapis 10-
15 mr/kr/po0y.

TopmoHanbHA Tepamisi: KOPTUKOCTEPOIHI TOPMOHMU
(AKTI, cuHaKTeH-[iel0 BHYTPILIHbOM S30BO; IpeJHi-
307I0H, HeKCaMeTa30H IepopanbHO) 1-2,5 Mr/Kr/mo6y.

Xipypriune JmiKyBaHHA. Y [I€AKMX XBOPUX pe3€KIis
OMHIYHOTO KOPTUKA/IHOTO €II/IEIITOTeHHOr0 Tybepcy
CTEepEOTaKCUYHUMM MeTOfaMy abo BiIKpUTOI KpaHi-
OTOMI€I0 CIIpUAE 3HAYHOMY YIIKO[)KEHHIO HallafiB.
Pesex1is iHTpaBeHTPUKYIAPHMX IYX/IMH [IOKa3aHa IpK
OKJII031iTHiTI rigponedarrii.

[TpenaranpHa AiarHocTuKa Ta npodimakruka. Y3[I,
MPT pisa BusBNeHHA pabmoMiomm cepus Ta TyOepcis
Ma€ JiaTHOCTUYHY LIiHHICTD i3 2 TPUMECTPY BariTHOCTI.
TeHeTryHMil nHiarHO3 TyOEpO3HOro CKIepO3y HeHlo-
LIJIBHUIA, OCKIZIBKM [Bi TPETUHU BUIIA[IKiB BYMHUKAIOTh
CropaguyHo ab0 CIpUYMHEHI MO3ailuM3MOM Ta He
BM3HAYAIOTHCS CKPMHIHTOM JIeMKOLUTIB. SIKIo ob6ugsa
6aTbKV KJIiHIYHO 3[J0POBi, pU3KK ITOBTOPEHHS TYOepo3-
HOTO CKJIEPO3Yy y APYTOl AUTUHU JOpiBHIOE 1:22 micna
opiHi€l xBopoi Ta 1:3 mic/ia IBOX XBOPUX JiTeil.
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BaxxiuBo BigsHaunTy, mo npu nifospi Ha TC nanienT
HOBVHEH OyTI OOCTeXXeHMiI y cleniamicTiB pisHOro
npodimo A BUKIIOUEHHS ab0 MiATBepI>KEHHS I1aTo-
norii BHyTpilmIHiX opraHis. Taka MyapTHAMCIUITI-
HapHa KOMaH/ja IOBMHHA CK/IAIaTUCA B IPEHATA/IbHOMY
Iepiofi 3 reHeTNKa, aKyllepa-riHeKoIora Ta Kapionora,
y Binji Big 0 10 1 pOKy — 3 AMTAYOro HEBPOJIOra Ta fiepMa-
TOJIOT4, Y Bilji 1-5 pOKiB — [JOIIOBHIOBATHCS O TaNIbMO-
joroM, y Bini 5-18 pokiB. Hedposor Ta yposor, micis
18 pokiB — ITy/IbMOHOJIOT. [1-14]

Cunpgpowm IlItypre-Be6epa

EnrnedanorpureminanbHuit aHriomaros, abo CHHAPOM
ITypre-Bebepa, abo MeHiHrodaljianbHuil aHrioMaTo3
XapaKTepU3YETbCS aHIiOMaTo30M OOMMYYsA, CYAMHHOL
000TIOHKM Od4eil Ta TBEpHOI MO3KOBOI OOOTOHKIL.
binpmiicTh cTykae crnopaiudHi, aje ommcasi i cimerini
BapiaHTH.

IITypre Ta Bebep y 1879 p. He3aneXXHO omucanu e
3aXBOPIOBAHHA. ABTOPY BUJIINMNM/IY OCHOBHUI KTiHIYHMIA
CUMITOM — TEMHO-POXK€Ba CY/IHHA IUIAMA Ha OJHIN
CTOpOHi 00114 i rOTIOBM, 1O iHOZI MOMNMPIOETHCS Ha
A3YK, TyOu, He6O, TOPIIAHKY, THO POTOBOI IIOPO>KHUHI,
3aJHIO TIOBEPXHIO IMMi. 3aXBOPIOBAaHHA MOXKe CYIPOBO-
IDKYBATUCA eK30(PTaIbMOM Ta eIlijIenciero.

Erionoria. IlpmymHO0 3aXBOpIOBaHHA IPUITHATO
BBa)XaTy MOPYIIEHHS BEeHO3HOI KaHaisauii, 1o Bifoy-
BAETbCA MDXK JIMCTKaMM €KToflepMu Ha 4-8 TIDKHIB
BHYTPILIHbOYTPOOHOTO PO3BUTKY.

Kniniuna kaptuHa. lIkipHi 3MiHN y BUIIAA] aHTiOMa-
TO3HOTO HeByca JIOKaIi3yIOTbCs Ha 061MYdi, 3a3Buyail
3 OFHOro OOKy, aje MOXYTb OyTH J[JBOCTOPOHHIMIU.
Hesyc mae xonip mopTBeiiHy i BUpa)KeHUI IpU HAPO-
I>KeHHi. BiH 7okanisoBaHmMit y BepxHiil Ta cepenHiil
9acTUHI 0c00U, IHOMI MONIIMPIOETHCS HA HIDKHIO YacTUHY
o0y, WMo, TPYAHY KITUHY, KiHIIBKM (TaKOX Ha
incumaTepanpHiil CTOPOHI), He 3MIHIOETBCS MPOTATOM
JKUTTA.

Hesponoriuni nopymennsa. EminmenTudyni Hamagu
BUHMKaIOTh y 75-90% mnanientis. Hanmagy sassuyaii
(oxasbHi, 4aCTO Ha KIITA/IT «IXKEKCOHOBCHKOTO MAPIIY»,
MOXXYTb OyTM BTOPMHHHO OiaTepajspHO TeHepanizo-
BaHMMM. Y 90% Ialli€eHTiB Ha NEpIIOMY POLi >KUTTA
peecTpyroThest iHbaHTUIbHI Cla3Mu, SIKi IIOTIM MOXYThb
TpaHcHOPMYBATUCS B TOHIUHI, aTOHIuHi Ta MiOK/IOHIYH]
Hanaau. Enminentuuni Hanagyu npu cunppomi Ilrypre-
Bebepa € pesucTeHTHUMM [0 IPOTHUETIENTiYHOI Teparil
i B paAni BUNAAKIB NPU3BOAATD [0 €MiIENTUYHOTO
crarycy. Tsxkictb eminerncii npu cungpomi IlTypre-
Bebepa Bu3HAYA€TbCA CTYNEHEM YPa>KEHHS T'OJIOBHOTO
MO3KYy. XapaKTepHi Mic/IAAUIIIOMHI ITape3y Ta Iapariui,
AKI perpecyoTh 4epes KilbKa rofyuH Iicisa Hanapy. [Ipu
HEBPOJIOTiYHOMY OITIA/li BMABIAIOTbCA KOHTpajare-
paIbHUII reminapes, reMiaHOICis, reMiaTpodis.

Ouni 3MiHM XapakTepusyrorbcsa yHi- abo Oimare-
PaIbHOK I7IayKOMOIO, QHTIOMOIO CYAMHHOI OOOIOHKM
OKa, rerepoxpomieio paigyxHol obomonku. [lyxe
PiZAKO aHTiOMM pO3TAlllOBaHi Y BHYTPIIIHIX OpraHax —
y KMIIEYHUKY, HUPKaX, CeJe3iHIli, A€YHMKAX, IIUTO-
BUJIHII Ta MiIUTYHKOBII 3a7103aX, nereHsax. Kombinamis
cunppomy IlItypre-Bebepa Ta aHrioMaTo3y BHY TpillIHiX

OpraHiB BUJIIAETbCA AEAKVMM aBTOpaMM B OKPEMMIL
cunppoM Krinmensa-Tpenone-Bebepa.

Heitipopagiomoriuni cuMmromMn  eHredamoTpuremi-
Ha/IbHOTO aHTiOMaTo3a BK/IIOYAIOTb BEHO3Hi aHTioMm
M’IKOI MO3KOBOI OOOJIOHKM, PO3TAlllOBaHi Haj IOTH-
JIMYHOI0 200 TiM SHO-IOTUINYHOI O0/MACTIO, @ TaKOX
ypaxkeHHs LiepebpanbHoi remicepu (arpodiuni 3minn,
aHTiOMM, iISTHKU KpOBOBI/UI]/IBiB), 110 BUHUKAIOTH
Y BiIIIOBiHMX Bifjfii/laX TOJIOBHOTO MO3KY, PO3IIMPEHHSA
CYAMHHMX CIUIETiHb OiYHMX IUTYHOUKIB, POSIIMPEHHS
cybeleHMMAaNbHIX BeH 1 CyAUH HEepUBEHTPUKYIAPHOL
30HH, reMiaTpois miBKy/b, aTpodiuHa pepykuisa 6inoi
PEYOBUHM, eKCTpa-, iHTpatepebpanbHi aHriOMN.

OCHOBHIMM MeTOHAMM [iarHOCTVMKM eHIedaaoTpu-
reMiHa/IbHOTO aHTiOMaTO3y € HeMpPOPa/ioNoriuHi JOCTi-
mxenHss — KT ta MPT ronosaoro mosky. KT 6inpiu
inpopmaTuBHa BUSABAEHHA IHTpPAaKpaHiaTbHUX KaJib-
uMHaTiB; MP-mocnipKenna Kpalle Bisyalisye aHTioMI,
3MiHU 61710 peYOBMHM Ta CYJUHHUX CIUIETeHb. BciM
IaIfieHTaM peKoMeHAyeThcs mposeieHHs MPT i3 koHTp-
acTyBaHHAM. AHriorpadis, Oyaydnu JOCUTD iHBasUBHUM
METOJOM JOC/I/IKEHHS, BUKOPUCTOBYETbCA JIMILE AK
npexipypriuyna pgiarHoctuka. Ilokasanna pmia  poci-
IDKEHHS BK/IIOYAIOTh KOPEKI{I0 KOCMETUYHUX fiedeKTiB
HIKipy Ta MOBTOPHI iHTpaKpaHianbHi KpoBoBuIMBHY. I1pn
EET BuABNAIOTH MDKIIBKY/IbHY acMMeTpilo Ta emiien-
TUYHI TaTepHU — QOKa/IbHi Ta reHepasi3oBaHi.

JlikyBanus cunpgpoMy IlIrypre-Bebepa cumnroma-
TU4YHE, OIlepaTHMBHE Ta KOHCcepBaTuBHe. KoHcepBaTuBHA
Tepallis CIPAMOBaHa Ha KOPEKI[il0 HEPBOBO-IICUXiYHOTO
CTAaTyCy MALli€HTIB Ta YCYHEHHs eMiIeNTUIHNX Halla/iB.
MeTo10 OnepaTMBHOIO JIiKyBaHHSA € YCYHEHHA KOCMe-
TUYHYX fTedeKTiB Ta 3a1106iraHHA HOBTOPHIM KPOBOBH-
nuBam. [40,42-45,47-51]

Cunppom Tinnensa-Jlingay, a6o peruHouepeben-
JSIPHUI aHTiOMaTO3

Cungpom Timmens-Jlingay, abo pertunoLepebern-
JIApHUIL aHTIOMATO3 — 1€ ayTOCOMHO-JOMiHaHTHE
3aXBOPIOBAHHA 3 HENOBHOI II€EHETPAHTHICTIO, IO
XapaKTepPU3YETbCS HAsABHICTIO aHTIOM CiTKiBKM, MO304-
KOBMX 1 CHMHQJbHUX TeMaHrio61acToM, HUPKOBO-
KITUHHOI KapumHoMu, (HeoXpoM MNPHUAATKIB s€UOK,
HOyXJIMH eHAOTIMATUYHOrO Millledka BHYTPILIHBOTO
ByXa, KiCTKM MiJIUIYHKOBOI 3a/103M, HUPOK, IEYiHKMU
1 IpUAIATKiB S€YOK.

[Ipuunnoo cuagpomy linnensa-Jlingay € aHOMaTbHII
TeH, IOKa/1i30BaHMii Ha XpoMocoMmi 3p25-p26, 110 BifIo-
Bila€ 3a cuHTe3 6iKa MyX/IMHHOrO cympecopa. Cumii-
TOMM 3a3BuM4ail ManidecTyiors y Bini 30-40 poxis.
HaijtuacTimne 3’4BnseTbcAd aHTioMa CIiTKiBKM, a IIOTIM
PO3BUBAETbCA MO30YKOBA CUMITOMATUKA. 3aXBOPIO-
BaHH:A MPOTIKAE 3 PEaKTUBHVMM 3allaTbHMMM 3MiHaAMU
CITKIBKM 3 eKCyflalli€l0 Ta TreMOpariAMu, IO CyIpo-
BO/DKYIOTbCA Hafajli BiflIapyBaHHAM CiTKiBKM, I7Iay-
KOMOI0, KaTapaKTolo Ta yBeiToM. ITporarom fesikoro yacy
[AL[iEHTY CIIOCTEPIraloThes y 0PTaIbMOIOra 3 IPUBORY
007110 B OLli Ta 3HVDKEHHSI 30PY, IIisHillle BUHIKAE 3arajib-
HOMO3KOBa CUMIITOMATVKa (TOJIOBHMII Oi/1b, 6/II0BAHHA ),
a IIOTiM O3HaKM OCEPENKOBOIO yPa)K€HHsA MO30YKa —
afiialoXoKiHes, AMCcMeTpid, aTakcis y nmosi Pombepra.
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[Ipy4mHOIO OABM 3ara/IbHOMO3KOBMX Ta OCEPENKOBUX
CUMIITOMIB € IIyX/IMHA MO304YKa i HapoCTaro4ya BHyTpill-
HbOUepeIHa rinepreHsis. IHopi 3axBopoBaHHs 1e610TYE
CIMHATBHYMM CUMIITOMaMyU — BTPAaTOK IpOIpionen-
TUBHOI Ta IIOBEPXHEBOI YYT/IMBOCTI 32 CETMEHTAPHUM
Ta IPOBIJHUKOBMUM TUIIOM, 5IKi TOB’s13aHi 3 KOMIIpecie
CIIMHANBHOI TeMaHrio6acTOMM Ha COMHHMIL MO3OK.
ITpu nokanisanii NyX/IMHM Yy BHYTPIIIHbOMY BYCi 3aXBO-
PIOBaHHSA CYIPOBOJKYEThCA BTPATOIO CIIYXY.

YacroTa HapOM)KEHHA BiCLEPANIbHOI IIATOJOrIl mpu
cunppomi linnena-Jlingay xonmBaerbca Bif 10-15%
(¢peoxpomonnroma) g0 40% (HMPKOBO-KJIITMHHA
KapIHOMa).

HiarHocTiyHi KpuTepii:

e 2 Ta Oinbire remanriobmacrom ITHC;

o 1 remanrio6nacTomMa y moegHaHHi 3 BiclepaibHOIO
MaTOJIOTIEIO;

e O[IMH i3 IepeliYeHNuX BUllle KIIHIYHMX CHMIITOMIB
y IOEJJHAHHI 3 CIMEIIHMM aHAMHE3OM.

Jns mifgTBepI KEeHHS IiarHO3y Npyu cCMHApoMi [inmens
Jlingay NIpOBOAATb HepOpafiioNIoriuHi JOCTiIKeHH:
(KT, MPT) 3 koHTpacTyBaHHAM. lemaHrio6mactomu
MO30YKa BUABJIAIOTb Y KOXXHOMY [PYyTOMY BUIIQJKY.
Y 20-40% mnamieHTiB 1Lle COMigHAa IyXJIMHA, B IHIIMX
BUIAJKaX — BACKY/APDHMI IyXJIMHHUII BY3OJ, SAKUI
3HAXO[UTHCA B CTiHIII BEINKOI TIKBOPHOI KiCTH, YacTiIe
NokamizoBaHoi B remicdepi Mosouka. IemaHrio6mac-
TOMa IIPaKTUYHO He BifIpi3HAETbCA BiJl KiCTH, i TiIbKK
BBE[eHHA KOHTPACTy 1 HaKONMYEHHA JOro KiIiTu-
HaMy IyXJIMHY TIOJIETHIYE MOCTaHOBKY fliarHo3y. Pigko
OYX/IMHY PO3TALIOBYIOTHCS B CTOBOYpi ab0 MiBKy/IsIX
BEJIMKOIO MO3KY, WA iX AiarHOCTMKM 6inbin iHpopma-
TUBHMM MeTofoM cayxuts MPT. Cninanphi remanri-
00/1acTOMM IIpefCTaB/IeH] COMIHMMM IyX/IuHaMu abo
IICEB/JOCYPUHIOMIENIYHMMY OPOKHMHAMM. YCiM mani-
€HTaM 31 CIiHa/IbHMMM YTBOPEHHAMM IIOKa3aHi KOHTP-
acTHi MP-mocnimxenHs.

JlikyBaunsa cunpgpomy linmens-/lingay cummnroma-
tiuHe. [Tpu remanrio6acTomax IokasaHo Xipypriuny
peseKIiilo, ajie micaA BUIaJieHHA MyXJIMHM CXWIbHI /10
peunpuByBaHHA. [1-5, 53]

Arakcis-teneanriekrasisa (cungpom JIyi-bap)

ATaKcifi-TelleaHriekrasis — 3aXBOPIOBAaHHA 3 ayTO-
COMHO-PELIECUBHIUM TUIIOM YCIIaJKyBaHH:, 1O Xapak-
TepusyeTbcs mopymeHHAM pemaparnii JHK, Baxkum
iMyHoue(biuMTOM, MO30YKOBOIO JleTeHepalli€lo, TejleaH-
rieKkTasiiMm pisHOI JIOKaji3alil, CXMIbHICTIO O OHKO-
JIOTiYHUX 3aXBOPIOBaHb, YYTIMBICTIO IO pajialliiiHOro
BILIUBY.

Yacrora BunukHeHHs 1 Ha 40 000. [en nokanizoBaHmit
Ha xpoMocomi 11. KniHivHa KapTiHa XapaKTepu3yeTbCsA
MO30YKOBOIO aTaKCi€o (sKa 3a3BUYail CTa€ MOMITHOIO
I/Is1 HABKOJIMIIIHIX B II€Piof HAOYTTS UTUHOK HaBUYIOK
Xonpbm), OU3apTpi€ro, OKOPYXOBUMM IOPYIICHHSIMIN,
XOP€e0aTeTO30M, MiOK/IOHIAMH, a TOKOXK €HIOKPMHHUMU

HOpYyIIeHHAMN. XapaKTepHi MKipHi 3MiHN (TeneaHriek-
Tasii) 3’sAB/IATbCSA B 3—6 POKIB Ha KOH IOHKTUBI O4ell,
a TOTIM MOUIMPIOITHCS Ha 0OMMYYs, N0, MifHEOIHHS,
BYLIHi PaKOBUHMU, JOPCA/IbHY IIOBEPXHIO PYK.

JedexTn iMyHiTEeTY IPOABIAIOTLCA PeLNNBYIOUNMI
OakTepiampHUMM Ta BipycHuMM iHdexuismu, mimdo-
MaMM, JIEIKO30M Ta S3/M10AKICHUMM IyXAVMHAMM, SKi
3arajbHO BpaxkaioTbh 10-15% XBOpux 3 arakcier-Terne-
aHriexrasierno.

Heitpopapionoriuni TOCTiKeHHs BUSABIISAIOTH
nporpecyiody aTpodito Mo30uKa, IepeBa>KHO 4epB sIKa,
BTOPUHHY arpodiuny gumaranito IV mriyHouka, mocrt-
reMOpariyHi BOTHUIIA B MAPEHXIMi MO3KY, IOABa AKUX
IIOB’s13aHa 3 KDOBOBIIMBAMIY 3 €KTO30BAHNUX CYIUH

HasaBuicTb y suTvHM aTpodivyHMX 3MiH MO30YKa IIpK
nposegeni KT a6o MPT ronoBHOro MO3KY, aTakcis
Ta IIPOTPECYIounii HEBPOJOTiYHMII HediluT BUMa-
ralOTh BUK/IIOYEHHs CUHJPOMY aTaKCii-TeleaHrieKTasii.
[1,3,5-9]

I'imomenanos Ito

l'imomenanos Ito 3a 4YacToTolo 3aiimMae 3-€ Micle
cepen akoMarTosiB micis TYOepO3HOIO CK/Iepo3y Ta
Heiipodibpomarosy. YV fesKuxX BUIAKaX TPAIUIAETHCS
ayTOCOMHO-JOMIHAaHTHe yclajKyBaHHA. [laTorenes He
3’sicoBanmit. ['inomenanos Ito xapakrepusyerbcs HasB-
HICTIO Ha LIKipi rino- Ta genirMeHTOBaHUX 30H 3 HEYiT-
KMMU MeXaMM, CMYXXOK Ta miaaMm. Y 40% mauienTis
3YCTPi4alOThCA IJIAMU KOJNBOPY «KaBa 3 MOJIOKOM»,
aHTiOMM, «MOHTOJIbCbKa» OmakuTHa IUIAMa, AndysHa
ajonlellis, TreTepoXpoMis paiyKHol OOOIOHKM Ta
BonoccA.  CkeleTHO-M'530BI  aHOMaslil  BK/IIOYAIOTh
reMirineprpodiio, kipo3, ckomios, rinepaoppos, pymu-
MeHTapHi pebpa, BapycHi Ta BambrycHi gedopmariii
cron. HesponoriuHi cuMnroMn 3ycTpidarotbca y 50%
MAIiEHTIB 1 BUSBISAIOTHCS EIMIENTUYHUMY HallafiaMu
Ta 3aTPUMKOIO IICUXIYHOTO PO3BMUTKY. [lebroT eminemn-
TUYHUX HaINaiB nocigae 1-1 pixk xxutta gutuan. OcHo-
BHJM TUIIOM €ITENTUYHUX IapOKCU3MiB € iHdaH-
TUIbHI cIla3my, POKaIbHI MOTOPHI Hallafy Ta MiOK/IOHII.
Harmagu pesucTeHTHI 10 MPOTUBOEMIIIENTUYHOI Tepamil
[1-7].

Haii6inpur indbopMaTuBHUM METOLOM [JiarHOCTUKNI
nepebpanbuoi matonorii € MPT mosky. Ilpn pmocmi-
IPKEHHI BUABJAKTD IIMPOKUI CIEKTP aHOMAJIIN: IIOJi-
MIKpOTipilo, HElpOHa/IbHI TIeTepPOTOIil, remimerajueH-
uedarimo, micennedanito, doxanbHi KipkoBi AucIIIasii,
rinoInrasito MO30/MCTOrO Ti/la, a TAKOXK aTpodiro pedo-
BUHY TOJIOBHOTO MO3KY. [51-57]

BucHoBkn

Takym 4nHOM, marieHTn 3 pakomaro3amu, 10 Xapakx-
TEPU3YIOTbCA 3MiHaMI IIKipHUX IOKPUBIB, HEBPOJIOTiY-
HVIMM ITOPYIIE€HHAMM Ta IIATOJIOTi€10 BHY TPILIHIX OpraHiB,
HOTpeOyIOTh iHAVBINYaTbHOTO MY/IBTUANCIUIIIIHAPHOTO
HIIXORY 10 OOCTEeXeHHsI, BefeHHs Ta JKYBaHH, IO
TO3BO/IUTD MOKPALIUTY AKICTD )XUTTS LIUX XBOPUX.
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CriagkoBi HeVpomIKipHi cuHOpomMu (pakoMaTo3m) — OIS JIiTepaTypm

IIpod. O.FO. Cyxonocosa, goru. O.J1. Toumin, mor. C.M. Kopenes

HapuasibHO-HayKOBUV IHCTUTYT IICIIAAUIDIOMHOI OCBiTH XapKiBCBKOI'O HallilOHaJIbHOT'O MeMYHOI0o
yHiBepcuTeTy

Kadempa meBportorii Ta AUTSII0T HEBPOJIOTil

B craTTi y3arajpHeHi muTaHHA CydacHOT xi1acudikariii, KITiHIIHOTO HepeGiry, NIPOSBiB, TIaTHOCTVIKW V1 CUM-
IITOMATMYHOTO JIKYBaHHS CIIaZKOBVIX HEMPOIIKIPHVIX CMHAPOMIiB — (haKoMaTo3iB.
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Hereditary neuro-skin syndromes (phacomatosis) — literature review
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The article summarizes the issues of modern classification, clinical course, manifestations, diagnosis and
symptomatic treatment of hereditary neurocutaneous syndromes — phakomatoses.
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