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dakomaTo3u (HEHMpOEKTOAEpMalIbHI JUCIUIA3ii): METOJ. BKa3. JJIi CaMOCTIMHOI
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T. A. Jlitopuenko, O. JI. Touniit, C.M. Kopenes. Xapkis: XHMYVY, 2025. 43 c.

O.10. CyxoHocoBa —0K. Mejl. HayK, mpodecop Kageapru HEBPOJIOTII Ta TUTIIO1
HEeBpoJIoTii XapKIBCHKOTO HaIlIOHAJILHOTO MEAUYHOTO YHIBEPCUTETY

T.A. JlitoBueHKO — II-p Men .HayK, podecop, 3aB. Kadenapu HEBPOJIOTi Ta TUTAIOT
HEeBpoJIoTii XapKIBCHKOTO HAIlIOHAJBHOT'O MEAUYHOTO YHIBEPCUTETY

O.JI. Tonmiit - KaHa. M. HAYK, TOIICHT Kadeapu HEBPOJIOTIi Ta AUTIIO]
HEeBPOJIoTii XapKIBCHKOTO HAIlIOHAJILHOTO MEUYHOTO YHIBEPCUTETY

C.M. KopeHeB - kaH1. Me[l. HayK, TOIEHT Kadeapu HEBPOJIOTIi Ta TUTAYOL
HEBpOJIOTiT XapKiBChbKOTO HAIlIOHAIIBHOTO MEIMYHOTO YHIBEPCUTETY
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CIIMCOK YMOBHUIX CKOPOYEHb

ILAE — mixkHapoHa NpOTHENICHTHYHA JIira

mTOR (ckop. Bixg anri. mammalian Target of Rapamycin Complex 1) - mera
pamamiimHy ccaBIiB 1 € KiHa301o0, 10 Oepe ydacTh y mpodideparii Ta mirparii
HEHPOHIB, 3pDOCTAaHHI KJIITHH Ta aHT10TEeHE31;

TSC1 - ren TyOepo3HOTO CKIIepo3y 1-To Tumy;

TSC2 - reH TyOEpO3HOTO CKJIEPO3Y 2-TO THUILY;

PKDL1 - ren nomikicto3y HUPOK 1-To THITY;

AT - aprepianbHuil TUCK;

AMUJI - aATiOMIONIITIOMA;

BEM - Bigeo-EEI'-moHiTOpYBaHHS;

BOO3 — BcecBiTHs opranizaiiis 0XOpOHH 310POB’sI

EEI" — enerpoennedanorpadis

KT - xomm'torepaa Tomorpadis (peHTT€HIBChKa);

MKX-10 — MixunapoHa kinacudikariis xsopod 10 nepermsiay
MO3 — MiHiCcTepCTBO OXOPOHH 30POB’ S

MPT - maraiTHO-pe30HaHCHA TOMOTpadis;

H® - nelipodidpomaros;

[IET - mo3utpoHHO-eMiciitHa ToMorpadis;

CET'A - cybenenauMalibHa TraHTOKJIITHHHA aCTPOIIUTOMA;
CEY - cybenenaiManbHui By3011;

Tn - Tecna;

V3 ]I — yapTpa3ByKOBE JOCITIKCHHS;

[HHC - nenTpanbHa HEPBOBA CUCTEMA;

LICX - nepebpocriHaibHa PiIMHA;

EKT - enexrpokapaiorpadis;

ExoKI" - exokapaiorpadis;

EEI" — enextpoennedanorpadis.



SAIIMTAHHSA U ITEPBUHHOI'O KOHTPOJITO 3HAHD

1. JlaiiTe BU3HaUeHHs akomaTosiB [1,15,24-26]

2. SIki pizHoBHaM (pakoMaTo3iB iCHYIOTh?. [2,3,12,18,19]

3. SIkmit MexaHi3M po3BUTKY (hakomaro3is? [2,4,6-9,18,19,23,35]

4. Slka xmacudikamis ¢pakomarosis? [5,10,14,15,21]

5. ki kniHIYHI 03HaKkK akomaTosiB Bu 3naete? [2,22,25,31,38,39]

6. SIki ocobmmBocCTi nepediry pizHux paxomaroszis? [16,17,19,32,34]

7. Ilpu sikux (hakoMaTo3ax BUHUKAIOTH 1HPAHTHIIbHI CI1a3Mu?
[6,11,13,17,20,22,24,30,33]

8. s sikux (pakoMaTo3iB XapaKTepHU PO3BUTOK raMapTpOM TOJIOBHOTO MO3KY?
[7,8,10,29]

9. SMxi1 ponmatkoBl MeTonu JuepeHUlaTbHOI IarHOCTUKUA PI3HMX — BHJIIB
daxomato3i? [12,16,28]

10. SIka TakTHKa JIIKYBaHHS Pi3HUX BUIIB (hakomartosiB? [27,37]



Beryn

dakomMaTo3u - 1€ TETepOreHHa Trpyna CHAJKOBUX HEHPOILIKIPHUX
3aXBOPIOBaHb, BIAMIHHOIO PUCOIO SIKUX € YPaKCHHS MOXIAHUX €KTOACPMU - IIKIpU
Ta 11 JepuBaTiB, HEPBOBOi CHCTEMH, CITKIBKH, BiclepadbHUX opradiB. Jlo
HEHPOIIKIPHUX CHHJIPOMIB BIIHOCSATH MOHA TPUALSTH 3aXBOPIOBaHb.[1- 6,8-12].

Tepmin «pakomaTo3n» 3anpornonyBaBy 1921 p. romnanacekuiit opTaabMoIor
van der Hoeve, saxuii omucaB MyXJIMHOMOJIOHI yTBOPEHHS Ha CITKIBII IpH
TyOepo3HOMy ckJepo3i bypHeBiuia. TepmiH MOXOAWTH BiA TPEIBKOTO CJIOBA
"(hakoH", T0OTO HEBYC. DPaKOMATO3H CTAIM PO3IIIAAATH SIK CUCTEMHI TMCIUIA3ili, 110
XapaKTepU3yTHCs KOMOIHOBAHUMH My XJIMHOTOIIOHMMH BaJlaMU PO3BUTKY IIKIPH,
ouell Ta HepBOBO1 cucTeMu. [IpononyBanucs U 1HII HA3BM 1€l TPYNU aHOMAJII:
IOYXJIUHHI €KTOJEPMO3H, HEOEKTOJAEPMO3H, BPOJKEHI HEMPOEKTOaepMallbHI
JUCTIIA3ii, reHOHEHpoaepMaTo3H, Te€HOHEHPOCIUIaHXHOJIEPMAaTO3H,
ramaptobnacro3u. Jlo rpynu ¢dakomarosiB Oynu BkiIrodeHi xBopoOa Ilpinria-
bypueBiuis, xBopoba Pekminrxayszena, cunapom Iltypre-Bebepa-Kpab6e 1
xBopoOa Xinnens-Jlingay. Croau X BIIHECIM MHOXXUHHUN 0a301ETI0IIpHUAN
HEeBycC, Ha3BaHui mM'stuM (axomaro3oM (Grosfeld-Valk-Hermans, 1959). ITiznime
JIesIK1 aBTOPH HaMarajiucs po3LUPHUTH L0 FPYITy aHOMAaii, BKIIFOUAIOUH J10 HEl 1HIII
BaJIM PO3BHUTKY Ta HEHMPOKYTaHi reHojiepmaTosu [2, 6-21].

BinmbnricTe 1ux 3aXxBOPIOBaHb BITHOCHUTHCS 10 TEHETHYHO JETEPMIHOBAHUX
(MyTawiss B OJHOMY 3 T€HIB), NpHU SKUX Ha paHHIX CTagisiXx eMOploreHe3y
BIIOYBAIOTHCSI TOPYIIEHHS POCTY Ta JU(epeHiitoBaHHS KIITUH OJHOTO a0o
JIEKUTBKOX 3apPOJIKOBUX JIMCTKIB, SIKI YTBOPIOIOTHCS B MPOIIEC] TAaCTPYJIAIli 1 JAI0Th
MOYAaTOK pI3HUM OpraHaM 1 TKaHWHaM: 30BHIIIHIA - €KTOJepMa , BHYTPILIHIN
- CHTOJIEpMa 1 CEpEeJIHIN - Me30epMa.

3 exToziepMu (OPMYIOTHCS €MiIepMIC HIKIPH, MIKIPHI 3a7103H, TOBEPXHEBUI
nrap 3y0iB, pOTOBUX JIyCOK, HEPBOBA CUCTEMa, €IIEMEHTH OpTaHiB UyTTS;EePEIHS 1
3aJHA KUIIKA, OCHOBHI €JIEMEHTH HAJHUPKOBUX 1 MIUTOBUIHOI 3aJ103U. 3OBHIITHI

3s10pa ampiOiii.


https://ru.wikipedia.org/wiki/Гаструляция
https://ru.wikipedia.org/wiki/Эктодерма
https://ru.wikipedia.org/wiki/Энтодерма
https://ru.wikipedia.org/wiki/Мезодерма

3 eHTOJEPMHM : ENITeNd CepeHbOI KHUIIKH, eMiTeIid TuXaabHOI CUCTEMH,
TpaBH1 3aj03W: T€YiHKA, MiANUIYHKOBA, IUIaBAILHUM MIXyp, JereHi, Trinodis,
BHYTpIIIHI 350pa.

3 Me307iepMH PO3BUBAIOTHCS M’sI30Ba Ta CIOTy4YHa (30Kpema, KICTKOBa Ta
XpsIIIIOBa) TKAaHWHU, KaHAJW OPTaHiB BUILJICHHS, cepIle, KPOBOHOCHA 1, YaCTKOBO,
cTaTeBa CUCTEMH, IIJIEBPA, AepMa HIKiPH.

3aJie’kHO BiJ] TOTO, sIKa 3apOJKOBa TKaHMHA Oyja MOUIKOPKEHA, BUAUISIOTH
eK30/IepMalIbHI JTUCIUIA3ii, 0 SKUX YMOBHO BITHOCATH TYOEpO3HHI CKIIEpO3,
HEHPOIIKIpHUI MeTaHo3, Helipodiopomaros 1-ro (xBopoba Pexminrxaysena) ta 2-
ro THIIIB, CHUHJAPOM 0a3albHOKIITUHHOTO HeByca (cuHn ['opmina-T'onb) o
Me30JepMalbHUX - eHue(anoTpureMiHaabHuil aHriomaro3 (cuaapom Iltypre-
Bebepa), arakcis - teneanrioekrasis Jlyi-bap, nepedpopeTuHaNbHUI aHT10MaTo3
(cunppom I'inmens-Jlinpay) Ta iH., 40 €eHAOTETIaNBHUX - CUHIpOM ["apTHepa Ta 1H

B 0oCHOBI BCiX BUJIB CIAJIKOBUX HEUPOIIKIPHUX CUHAPOMIB JIEKUTh MyTalls B
reHax, skl BIIMIOBIJAI0Th 3a BUPOOJIEHHS CYIIPECOPiB POCTy MyXJuH. BHacmiok aii
NATOJIOT1TYHUX T'€HIB BIIOYBAETHCS MOPYLIEHHS KOMIUIEKCY O10XIMIYHHMX pEaKIiy,
10 BeJe JI0 3MIHM MPOTrpamMu 3pOCTaHHs, AUGEpEeHIIIIOBaHHS Ta Mirparii KJIiTHH
ypake€HUX 3apOJKOBUX JIUCTKIB. PI3HOMaHITHICTh KITHIYHUX MPOSBIB (pakoMaTo3iB
MOSICHIOETBCS  1XHBOIO TEHETUYHOI TeTePOreHHICTIO, 3UYCIUICHICTIO TEHIB,
HASIBHICTIO CYMDKHOTO T€HA, SIKMM MOPYIIye€ OpraHizaliiiHy CTPYKTYpY HOpsI
PO3TAIIOBAHKUX I'€HIB B OKPEMIN XPOMOCOMI.

dakomMaTo3W TOAUIAIOTHCS HA Bl BENUKI Trpynu: OJaCTOMATO3H
(aeripodibpomaTo3, TyOEpO3HU CKJIEpo3) Ta aHTioMaTo3 (liepedpopeTHHAIBHUIN
aHT10MaTo3 — CHUHJIPOM INnnens-Jlingay, aTakcisg-TeICaHT1eKTasls,

eHnedanoTpureMiHaIbHUN aHT1I0MATO3 Ta 1H).



Knacudikauia ¢paxomarosis 3a MKX -10

3rigHo 7o MKX-10 akomaTo3u ki1acudikyroThCsl HACTYITHUM YHHOM:

XVII BpomxeHi Baau po3BUTKY, Aedopmaliii Ta XpOMOCOMHI aHOMaJTIi
Q80-Q89 Inmri BpoKkeHi Baid PO3BUTKY

Buknroueno:

atakcis Teneanriekrasis [Jlyi-bap] ( G11.3)

cimeitHa qu3zaBronomis [Paiimi-Jleii] ( G90.1)
Q85.0Heiipo¢iopomaTo3 (He 310AKiCHUI)

XBopoOa (o Pexninrxaysena
Q85.1Tybepo3Huii cki1epo3

XBopoOa bypHeBus

eniaos
Q85.8 Inmi pakomaTo3u, He KiIacu(pPiKoBaHi B iHIIUX pyOpUKax

Cungpowm:

[TeitTi-€repc

Crepmx-Beoep (-umutpi)

¢on 'innens-Jlinaay

Buknwueno:

Cunapom Mekkens-I'pyoepa ( Q61.9)
Q85.9 ®akomaTo3 HeyTOUHEHMIT

["amapTto3 NOS

VY 3B’s3Ky 3 THM, 1110 YACTOTA 3aXBOPIOBAHOCTI Ha (DAKOMATO3H HE € BUCOKOIO,
BOHHU BIJHOCSTHCS J10 PiAKICHUX (OpdaHux).

Pinkicna  (opdanma, Bix anria. orphan —  cupora) XBOpoGa —
y3arajibHeHa Ha3Ba JUIS PIIKICHHX BPOIKECHUX qu HaOyTHUX

3aXBOPIOBAHb, YACTOTA SIKUX HE MEPEBUIIY€E N'ATH BUMaiakiB Ha 10 Tuc. ocio, ki


https://icd.who.int/browse10/2019/en#/G11.3
https://icd.who.int/browse10/2019/en#/G90.1
https://icd.who.int/browse10/2019/en#/Q61.9
https://uk.wikipedia.org/wiki/Англійська_мова
https://uk.wikipedia.org/wiki/Частота_захворювання

XPOHIYHO MPOTPECYIOTh, MOTIPIIYIOTH SIKICTh UTTS JIOAUHU Ta MPU3BOJATH 0
HOro CKOpOYEHHS UM 1HBAJIIAU3allii.

300 MinbiiOHIB JIFOJIEH y CBITI JKUBYTh 3 P1IKICHOIO XBOp0OO10. ToMy cuctemy
Orphanet 6y1no 3acHoBano y @panii B 1997 poiii 3 nosisoro [HTepHETY, 11100 310paTn
nediuTHI 3HaHHS PO P1JIKICHI 3aXBOPIOBAHHS Ta OKPAILTUTH A1aTHOCTUKY, TOTJISIT
Ta JIIKYBaHHS TAIll€HTIB 3 PIIKICHUMU 3axBOproBaHHsAMH. Ll iHimiaTtuBa crana
€BpOIENCchKOIO 1HiMaThBOow 3 2000 poKy 3a MATPUMKH T'PAHTIB BiJl €BpONEUCHKOT
komicii: Orphanet moctynoBo Bupic 10 Mepexi 3 41 kpainu B €Bpori Ta o BCbOMY
cBitry. Orphanet Hajgae nOBiIKOBY 1H(OpMaIil0 Ta 3HAHHS BCIM Y4YaCHUKaM
€KOCHUCTEMHU PIIKICHUX 3aXBOpIOBaHb. 3okpema, Orphanet cTBOpHUB 1 HiATpUMYE
HOMEHKJIATypy PIAKICHUX 3aXBOPIOBAHb, KA CIIYXUTh CILJIBHOIO MOBOIO [IJISI
MEJIMYHUX TPaIliBHUKIB, AOCIIJIHUKIB 1 0Ci0, Kl MPUHMAIOTh PIIIEHHS 3 YChOTO

CBITY.

Hwxye HaBenmenu rpynu opdaHUX 3aXBOPIOBAHb, JIO0 SKUX BITHOCSTH
(dhakomaTo3Hu.
Opdanerna kiaacudikanmiss PpiIKiCHUX aHOMAaJiil PO3BUTKY mig 4ac
emMOpiorenesy
Pinkicauii nedext po3ButKy mifg yac emopiorenesy ORPHA:93890
Cunnpom manbdopmariii 3 ramaprozom ORPHA:98196
Amnrioocteorineptpodiunuii cuaapom ORPHA:2346
Cunnpom neByca bekkepa ORPHA:64755
Bpomxennii nuckeparoz ORPHA:1775
Bornumiesa aepmaneha rinomiasiss ORPHA:2092
[ToBuuii mBanomato3 ORPHA:93921
Cunapom IN'apaaepa ORPHA:79665
Cunnpom I'opnina ORPHA:377
['emirinepmnasis-cuaapom MHOKUHHOTO Jinmomatoly ORPHA:276280
CnaakoBa remopariyna Teneanriekrasiss ORPHA:774

CmankoBa HepBoBo-iKipHa Baga ORPHA:1062


https://uk.wikipedia.org/wiki/Якість_життя
https://www.orpha.net/en/disease/detail/93890?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/98196?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2346?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/64755?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/1775?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2092?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/93921?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/79665?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/377?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/276280?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/774?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/1062?search=Malformation%20syndrome%20with%20hamartosis&mode=name

Cunapom JiHiiHOTO canbHoro Hesyca ORPHA:2612
Cunapom Madyuui ORPHA:163634

Cunnpowm uHerpodiopomarosy Hynana ORPHA:638
Cunapom Hynana 3 kinbkoma nenturinamu ORPHA:500
XBopoba Onbe ORPHA:296

Cungpom nyxnunu ramaptomu PTEN ORPHA:306498
Cunapowm Ileitiia-€repca ORPHA:2869

Phakomatosis pigmentokeratotica ORPHA: 2874
[TirmenToBackynsipauii pakomaroz ORPHA: 2875
Cunapom Crepmxa-Bebepa ORPHA:3205

Kowmmekc Tyoeposnoro ckineposy ORPHA:805
XBopo0Oa ¢on Nnnensa-Jlingay ORPHA:892

Opdanerna kiaacupikauiss pifKiICHUX reHeTUYHUX 3aXBOPIOBAHb
Pinkicna renernuna xsopooa ORPHA:98053

PinkicHuii reHeTnyHMI nedeKT po3BUTKY i yac emOpiorenesy ORPHA:183530
Cunnpom manbdopmariii 3 ramaprozom ORPHA:98196
Amnrioocteorineptpodiunuii cuaapom ORPHA:2346

Cunnpom HeByca bekkepa ORPHA:64755

Bpomxennii nuckeparoz ORPHA:1775

Borawumesa gepmanpna rinomnasis ORPHA:2092

[ToBHuii mBanomato3 ORPHA:93921

Cunnpom 'apaaepa ORPHA: 79665

Cunnpom I'opnina ORPHA:377

['emirinepmnasis-cuaapom MHOKUHHOTO Jinmomatoly ORPHA:276280
Cnaakosa remopariyna Teneanriekrasiss ORPHA:774

CnankoBa HepBoBo-1ikipHa Baja ORPHA:1062

Cunapowm niHiiiHOTO canbHoro Hesyca ORPHA:2612

Cunnpom Magyuui ORPHA:163634

Cunnpowm ueipodiopomarosy Hynana ORPHA:638


https://www.orpha.net/en/disease/detail/2612?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/163634?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/638?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/500?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/296?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/306498?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2869?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2874?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2875?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/3205?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/805?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/892?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/98053?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/183530?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/98196?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2346?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/64755?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/1775?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2092?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/93921?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/79665?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/377?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/276280?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/774?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/1062?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2612?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/163634?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/638?search=Malformation%20syndrome%20with%20hamartosis&mode=name

Cunapom Hynana 3 kinbkoma nenturinamu ORPHA:500
XBopo6a Onre ORPHA:296

Cungpom nyxnunu ramaptomu PTEN ORPHA:306498
Cunapow Ileitiia-€repca ORPHA:2869

Phakomatosis pigmentokeratotica ORPHA: 2874
[TirmentoBackymsipuuit pakomato3 ORPHA: 2875
Cunnpom Crepmxa-Bedbepa ORPHA:3205

Kommekc Tybeposnoro ckieposy ORPHA:805
XBopo0Oa ¢on INnnensa-Jlingay ORPHA:892

B Vkpaini nepenik opdaHMX 3aXBOpIOBaHb, 1O SKHX BIJHOCITBCS
dakomarosu 3arBepkeHo HakazoM MO3 Vkpainu Ne 778 Bin 27.10.2014 «IIpo
3aTBEPKEHHSL Tepeiky piakicHux (opdhaHHMX) 3aXBOPIOBAHbY» 13 3MIHAMH,
BHeceHMMH 3riHO 3 Hakazamu MinicTtepctBa oxopoHu 370poB'ss Ne 919 Bin
30.12.2015, Ne 731 Big 29.06.2017, Ne 2664 Bin 24.12.2019.

dakomaTo3u TMOAUISIOTBCS HAa JIBI BEJIMKI Tpynu: OJacTomMaTo3u
(aeitpodiOpomaros, TyOEpO3HHI CKIIEpO3) Ta aHTIOMaro3 (1iepedpopeTHHATbHHUIMA
aHT10MaTo3 - CUHJIPOM INnnens-Jlingay, aTakcisg-TeICaHTieKTasls,
eHuedanoTpureMinaabHuM anriomato3 Ta 1H). HeipogiOpomaros PekiiHrxaysena,
TyOepO3HUil CKIIepo3, eHiedanoTpureMmiHaibhuii anriomato3 IllTypre-Bebepa,
peTuHolepedeusipauil anriomaro3 linmens-Jlingay € HalOUIbII BiIOMUMH Ta
no0pe BuBYEHUMH. JI0 OUTBII PIAKICHUX BITHOCSTHCS TimomenaHno3 Ito, arakcis-
TeJeaHTieKTasisi, XBopoda 0a3albHO-KIITUHHOTO HEBYCa, CHUHAPOM HETPUMaHHS

NICMEHTY, Iporpecyroya JuiboBa remiarpodis (curapom Iapi-Pombepra) ta in [1].

Heiipogiopomartos

Tepwmin "nelipodidpomaTos" (HD) noennye kigbka Gopm XBOpoOH 3 pI3HUMU
TUTIAaMHU ~ CMAJKyBaHHS, TPOTHO30M Ta KIIHIYHOK KapTUHOW. BuUIIAIOTH
HEHTpaJIbHUM, TepudepuuHmil Ta cerMeHTapHuil HeiipodiOpomaros.

Heiipodiopomaros 1-ro Tumy [1-14, 17-25]


https://www.orpha.net/en/disease/detail/500?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/296?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/306498?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2869?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2874?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/2875?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/3205?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/805?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://www.orpha.net/en/disease/detail/892?search=Malformation%20syndrome%20with%20hamartosis&mode=name
https://zakon.rada.gov.ua/laws/show/z0126-16#_blank
https://zakon.rada.gov.ua/laws/show/z0126-16#_blank
https://zakon.rada.gov.ua/laws/show/z0910-17#_blank
https://zakon.rada.gov.ua/laws/show/z0035-20#_blank
https://zakon.rada.gov.ua/laws/show/z0035-20#_blank

[Tepudepuunnii HetipodiOpomaros - HelpodiopomaTo3 1-ro tuny (HO I,
xBOpoOa PekiliHrxayseHa) — MoJIICHHJIPOMHE MPOrpecyroue HeUpOeKToAepMaIbHe
CTHaJIKOBE 3aXBOPIOBAHHS 3 ayTOCOMHO-TOMIHAHTHUM THIIOM YCHAaJKyBaHHS, IO
XapaKTepU3y€eThCsl TOEIHAHUM YPAKEHHSM IEHTPAIbHOI Ta Tepu(peprudHOl
HEPBOBOI CHCTEMH, OpraHy 30py, IIKIpH, OMNOPHO-PYXOBOTO amapary Ta
eHJIOKPUHHOI crcteMu. [lepii onucy mamieHTiB 13 IepMaIIbHUMU MMyXJIMHAMH MIPH
H® 3'sBunncs y tpaktati «Ictopis MOHCTpiB» y 1642 p., aje MOBHUN KIaCUYHUN
ormmuc HO® naB y 1882 p. mimenpkuii nikap Frederich von Recklinghausen. Yacrota
HapopkeHHs1 Bapitoe Big 1 Ha 2500 mo 1 Ha 4000 XHMBHX HOBOHAPOJKEHHUX.
XBOPIIOTh OJJHAKOBO YaCTO SIK YOJIOBIKH, 1 )KIHKHU.

3axBoproBaHHs oOymoBieHo Mytauiero B reni NFI, mo xoxgye
HelpodiOpomiH (MyXJIMHHUNA CYNPECcOp, SIKUW 1HAKTUBYETHCA Y MAIIEHTIB 13 UM
3aXBOPIOBAHHSM), SIKUM PO3TAILIOBYETHCSA Ha JOBroMy Iuiedi Xpomocomu 17 (Jokyc
17q11.2). B pe3ynbrari HOpOTAroM XBOPOOW 3'SBIAIOTHCA MYXJIMHU PI3HOTO
MOXO/DKEHHS Ta JIOKaji3allli: MEHIHT1OMH, TJIiOMH, aCTPOLIMTOMH, TaMapTOMU
30pOBHUX HEPBIB, IIOTaIaAMO-CEIAPHOI 00J1aCT1, CTOBOYpa MO3KY, YUEPETHUX HEPBIB,
MO30YKa Ta 1H, a TaKOX pi3HI HeWpodiOpomu. 3aXBOPIOBAaHHS HaWyacCTIIIE
MPOSIBIISIETBCSL Y BHUIJISAI MHOXXHHHHMX HeWpo@iOpoM 1o xoay nepupeprudyHHUX
HEPBIB, K1 BU3HAYAIOTHCS y BUTJIA1 OOJIFOUMX OKPYIJIMX BY3JIMKIB y TOBILI HIKIPH,
110 BapilOIOTh 32 CBOIMH PO3MipaMU Ta JIOKaJIi3alli 3 TeHEHIIIEI0 0 301IbIICHHS Y
PO3Mipi Ta KITBKOCTI Y Mipy JAOpOCTIIIaHHsA TUTUHU. CXUIBHICTD J0 3JI0SKICHOTO
nepepoLKeHHs  HelpodiOpom  Bim3Hayaetbess y  3-15%  marmieHTtiB 13
Helipodibpomarozom 1-ro tumy. IlnsmMu rinepmirMeHTanii KOJbOPY «KaBa 3
MOJIOKOM» 1 «JIaCTOBaTi IPOHa» Ha IIKIpl 3a3BUYai 3'IBISIOTHCS 10 JABOPIYHOTO
BIKY; TUIEKCU(DOPMHI HEHPO(1OpOMU y BUTIISIII PO3POCTAHHS TKAHUH HEPBA B CTPOMI
3 HOPMaJIbHUX HaBKOJIUIIHIX TKAaHUH CYNPOBOKYIOTHCS TINEPTPODI€r0 ypakeHUX
JUISHOK Tija, 3a3BUYail MOOAMHOKI, CEPE/IHIX Ta BEIUKHUX po3MipiB. Ak mpaBuio,
MOYMHAIOTh PO3BUBATHUCS 10 HAPOJKEHHS TUTHUHH Ta CTAlOTh OYEBUIHUMH JI0
nBopiuHoro Biky. YpaxenHs I[[HC npu welipodibpomarto3i 1-ro Tumy

XapaKTEPU3YEThCS TIOSIBOIO  aCTPOIIMTOM, MEHIHTIOM, €NEHAMMOM, IIIBAHOM,



Heiposiem 1 T.1. KicTkoBi nedopmariii mpeactaBieHi y BUNIIAL AUCTPO(IUHO
MIPOTPECYIOUOro CKOJIO03Yy, MUCIUIA3li XpeOIiB, AuCIIa3ii Kpujaa KIMHOIOIIOHOT
KICTKH Ta PO3POCTAaHHS BEIMKOTOMIIKOBOI KICTKH 3 SIBHINIAMH IICEBI0APTPO3Yy Ta
BaCKYJIOMATIi.

Hiarno3 we#podiOpomaro3y 1-ro Tumy Moxke OyTH BCTAaHOBJICHHMH 3a
HASIBHOCTI y Malli€eHTa He MeHIIe 2 3 7 03HaK, BU3HaUYeHUX MI>KHAPOAHUM KOMITETOM
EKCTICPTIB:

Kuiniuni pexomengauii 3 aiarHoctuxku Heiipogiopomarosdy 1-ro tumy [NIH
1998]

* [1TicTh 200 GibIIIE TUISIM KOJIBOPY «KaBa 3 MOJIOKOM »(5 MM 1 O1JIbIIIe y TIAII€HTIB
y IpenyoepTaHTHOMY nepiofl; 15 MM abo Ouiblie y NoCTHyOepTaHTHOMY HEPIOIL).

 JIBi abo Oinbine HepodiOpoMu Oynb-IKOTO THUIMY abo OJHa IIEeKCHU(pOpPMHA
Helpodidbpoma.

* [TaxBOBI/TaXBHHHI JIACTOBUHHS.

* ['mioma 30poBoro Hepaa.

* JIBa abo Ounbie By3nuka Jlima (ramaproma).

* KictkoBi aHomamii (qucruiazis Kpuia KIMHOMOMIOHOT KICTKH, CKOJIIO3,
BPOJIKEHE CTOHIIIEHHS KOPTUKAIBHOTO IIapy JOBIUX KICTOK 3 TICEBI0APTPO30M ab0
0€3 HbOTO).

o Jlns miprBep/keHHS HeipodiOpomarody | THIy MOJEKYISIPHO-TEHETHYHE
TecTyBaHHs reHa NF1 BUKOPUCTOBY€ETHCS PIIKO.

Po3BuTok HeWpodiOpoM y IUISHIN MIKIPHUX HEPBIB MPU3BOAUTH A0 BUHUKHEHHS
0e300TICHUX YTBOPEHB JIJIOBATO-POKEBOT0 a00 KOPHUIHEBOTO KOJIBOPY, 10 POCTYTh
3 TIMOWHU 10 MOBEPXHI MIKIPH Ta BUKIMKAIOTH 11 CTOHIIYBAHHS 1 TPUKOIMOIIOHI
BUMMMHAHHS 3 (EHOMEHOM «KHOMKHU J3BiHKA». DIOPO3HI MOJIOCKH MOXYTh
BUTJISIAATH SIK M'SIKI yTBOPEHHS Ha HUXKLI. BoHU 0c00IMBO YMCIeHH] HA TyJyO1 Ta
KIHI[IBKaX, KUIbKICTh iX MOXE J0CSITaTh COTE€Hb, a PO3MIP - KUIBKOX CAaHTUMETPIB.
B310Bxk X0my HEpBOBUX CTOBOYpIB Ta y MIALIKIPSAHINA KIITKOBHHI MOXYTh OyTH
BUSIBJIEHI, OCOOJIMBO MpH Majibhauii, Au(y3H1 TOJOBXKEHI IUIOCKI MyXJIUHU — TaK

3BaHi MmiiekcupopMHi HEBpUHOMH. HaltyacTiiie BOHM CIOCTEpIratoThCcsi B 00JaCTi



TpiYacToro HepBy, BEPXHIX IIMHHUX HEPBIB, JIOMATOK, pyK. Big3HaualoTh Takox
NOsIBY JpIOHMX IIUIBHUX BY3JIMKIB B3JIOBXK NepuepuyHUX HEpBIB. Y IEAKHX
XBOPUX PO3BHUBAIOTHCS AU(Y3HI 3BUBUCTI HEBPHUHOMH, MOB'SI3aH1 3 MiAMIKIPHOIO
KJIIITKOBUHOIO 1 IIKIPOI, $KI (OPMYIOThCS Yy J0JIbYAaCTI MACHBHI BOTHHIIA
(neiipomaTo3Huil enedanTiaz), MICIIMU MIIIKONOAIOHO 3BUCAIOTH BHACIIIOK
pyWHYBaHHS enacTU4YHOCTI. Jly’ke THUNOBI HpU LOMY 3aXBOPIOBAHHSA IIKIpHI
nirMeHrarii. BoHu mpeacTaBiieHI MOJIOYHO-KAaBOBUMHU IUIAMaMHu (TI€YIHKOBUMU
IUISIMaMH ) - CBITJIO-KOPUYHEBOTO KOJILOPY, OBAIbHUX KOHTYPIB, 3 PI3KUMHU MEKaMH,
JIOBKMHOIO 2-5 CM, IO YacCTIllle pO3TAIIOBYIOTHCSA HA CIUHI, 1HOJII Ty>KE€ BETUKUMU
TU(Qy3HUMH TIITMEHTAIlISIMHM, & TaKOX JAPIOHUMH OLIbII TEMHHUMH IITMEHTHUMU
BUCHUNIAHHSIMU Ta €eiJono1IOHNMU eIEMEHTaMH 3 XapaKTEPHOIO JIOKaII3aIl€e0 B
MaxBOBUX 00JIaCTSIX (aKCUJISIpPHA JIACTOBUHHSA ).

Helipod16pomu, 1o po3BUBaAIOTHCS B MEpUPEPUIHUX CTOBOYpax 1 KOPIHLIAX
CHIHAJIbHUX 1 YEPETHO-MO3KOBHX HEPBIB, B IEHTPAJIbHII HEPBOBIM CUCTEMI, MOKYTh
O0OyMOBJIIOBATU PO3JIA]l YYTIUBOCTI, YPOKEHHS 30pOBUX 1 CIIyXOBHX HEPBIB, 1HO/I
HE JIy’Ke BUPaXXEH1 pyXOB1 po3J1aJu, CHMIITOMH, SIK1 BIIaCTUB1 BHY TPIIIIHOMO3KOBUM
MyXJIMHAM, PO3JIaJ i MOBH.

OdranpMoioriuHi MposiBU  HelpodiOpoMarozy 1-ro TUMy pi3HOMAaHITHI,
KJIIHIYHI ITPOSIBU MOKYTh A€OIOTYBATH Y BIIIi.

Cepen ouHUX O3HAK, IO YACTO 3yCTPIUAIOTHCS, BUIAUISIOTh MEJIAHOIIUTAPHI
raMapToMu palykHoi OO0O0JOHKK (By3iauku Jluima) - g0OpOsIKICHI TyXJIUHH,
3a3BUYall JBOCTOPOHHI, KOBTYBAaTO-KOPUYHEBOT'O KOJBOPY, IO BUCTYMAIOTh HAJl
MOBEPXHEI0 PalayKHOT OOOJOHKH, PO3MIPOM JI0 2 MM B JiaMeTpi, KUIbKICTH 1
BUSIBJISIHHSL SKUX 30UIBIIYEThCA 3 BIKOM. SIKk mpaBuiio, By3nuku Jluiia icHYrOTh
0€3CMMIITOMHO, JBOCTOPOHHIN TIpOIEC, ajieé MOXKE ypakaTucs 1 OJHE OKO.
J{1arHOCTYI0ThCSl 3a JIOMOMOTOK IMIIMHHOI Jamnu (puc. 1). Bysnuku Jluia
3yCTpivaroThes mpuom3Ho B 90% BUIMAIKIB y TOPOCIUX Ta JITEeH BIKOM BiJ] 6 pOKIB.
VY niTeét BiKOM 110 3 POKIB MEJAHOIUTApHI TaMapTOMHU 3yCTPIUalOThCS PIJIIE,
npubaM3HO y 5% mnauieHTiB 3 HelpodiOpomaTo3zom 1-ro tumy. [laroreneTnuHoro

JIKYBaHHSI 3aXBOPIOBAHHS HE PO3POOJICHO, 3M1MCHIOETHCS CUMITTOMATHYHA Tepartis,



3 NpoMUIAKTUYHOIO METOK y KpaiHax 3 BHCOKOK  TINMEPIHCOJIAIIEID
BUKOPHCTOBYBATH COHIIE3aXUCHI OKYJISIpH 3 yibTpadioneToBuM 610k0M 10 400 HM.

[Tpubnuzno y 15-20% mnaiieHTiB pagiofoTiYHO BUSBISETHCS TJIIOMa 30POBOTO
HEpBa — NEpBUHHA JOOPOSKICHA MyXJIMHA, IO CKIAJA€ThCS 3 KIITUH HEUpOTIii —
Makporiii (acTpolWTIB Ta OMrOACHAPHUTIB). AcTpounurtapHa riaioma y 75%
3yCTpPIYAEThCS Yy AITeH, HaldyacTillle A1arHOCTYEThCS Y MepIii 6 pOKiB KUTTS Ta Ma€e
JTOOPOSKICHUM XapakTep 3pOCTaHHS. BIIbIIICTh TJIIOM 30pOBOT0O HEpBa MPOTITOM
KUTTS 3aJIMIIAI0THCS CTAllIOHAPHUMU Ta HE BUKIIMKAIOTh MOPYILIEHHS 30py. OqHaK
py 30UTBIIEHHT PO3MIpPY TJTIOMH Ta CTYIEHS 37]aBJICHHS 30pOBOTO HEpBa MyXJIMHA
MO’KE€ CYIPOBOKYBAaTUCh €K30(pTaJIbMOM, 3MIHOIO IOJIOKEHHS OYHOro s0JIyKa,
MTO30M CTOJITTS, OJJHOCTOPOHHLOIO a00 JBOCTOPOHHLOIO BTPATOIO 30py Ta, Y
BUIIAJIKaX 3/IaBJICHHS TIIOTaNayca, IepeIyacHUM CTaTEBUM JIO3PIBAHHSM Y JITEH.
['momu x1a3MHu y nalieHTIB 3 HeiipodiOpomaTo3amu 1-ro TUIy MOXKYTh IPOHUKATH
B TiMOTalaMyC Ta TPETid HUTyHOYOK, IO MOXKE MPHU3BECTH [0 TMOSBU O3HAK
MepeYacHOTO CTaTeBOro JO3PiBaHHS Y AUTHUHHU Ta OOCTPYKTHUBHOI Tiaporiedaii,
IO CYIPOBOKYETHCS MPOTPECYIOUOI0 BTPATOIO 30pY, TOJIOBHUM 00JIeM, HYIOTOIO
Ta OJIFOBAaHHSM.

Y 35% mnamieHTiB 3yCTpIYaEThCA TMOEAHAHHS TaMapTOMU CITKIBKH Ta
MITMEHTHOTO eMITENII0 CITKIBKH — JOOPOSAKICHOI, 3JIerKa MPOMiHYIOUYO01, YACTKOBO
MIrMEHTOBAHOI MyXJIMHH, 3 3BUBUCTHUMH CYJIWHAMH CITKIBKH, IO JEXKaTh BUIIE, 1
YTBOPEHHSIM €NipeTHHaNIbHOI MeMOpanu. HaliuacTiie BOHU JTIOKaIi30BaHl HABKOJIO
JI3H Ta y makyispHii JUISHIN, piaIie MOKYTh OyTH BUSIBIICHI Ha niepudepii 04HOTO
nHa. ['icTONOrIYHO raMapToMa CKJIaaeThes 3 MpoidepyrodnX MIalbHUX KIIITHH,
(G10poBacKyISIpHOT TKAaHMHM Ta KIITHH IITMEHTHOTO €MmiTeNito. Y TMalli€HTIB
3a3BUYAl CIIOCTEPIracThesi 0€300TICHE 3HIKEHHSI TOCTPOTH 30pY 3 HEMPaBUIHLHUM
Ta CHOTBOPEHUM CHPUMHSATTSIM MpeAaMeTiB (MeTamopdorcii), ocobIuBO mnpu
3aJIy4eHHI MaKyJIsIpHOI 00JIacTi.

OpOiraneHa, (amianbHa miekcudopmHa HeipodiOpoma — mg0OposKicHA
NyXJWHA Yy MIAIIKIPHIA KIITKOBHHI, SIKa PO3BUBAETHCS 13 TOHKUX 3aKIHYEHb

MIKIPHUX HEPBIB Y BUTJISAI YUCIEHHUX BY3diB. Y 16% mallleHTIB 3yCTPIYAETHCS



HelipoiOpoma BepXHbOI MOBIKH, KA MIPU3BOJIUTH JI0 BUPAXKEHOI oro aedopmariii,
10 Hajae BIKY S-moai6Hoi Gopmu 1 Bukiukae nro3 (puc. 3 a). IlepiopOitanbHa
damianpHa miekcupopMHa HeWpodiOpoMa TIaTHOCTYETHCS 32  JOTIOMOTOIO
najbIaiii (00'eMHe YTBOPEHHS y TIEpPEeAHIN YacTUH1 OpOITH) Ta Bi3yaIbHOTO OTJISTY
(ITO3 BEpXHBOT MOBIKH, TEPTPOPist MOBIK).

Bkpaii pigko, mpubmmusHo y 5% marli€HTiB, 3yCTpIYarOThCS yBEAIbHUN
EKTOPITIOH coiTapHa emni0ynpbapHa HelpodiOpoma, TeCMOIUIACTHYHA MeJaHoMa
CTOJITTSI Ta KOH'IOHKTUBH OKa, BPO/HKEH1 aHOMaJIi1 KICTOK Yeperna, ariasisi BEpXHbO1
KJIMHOTIO11I0HOT KICTKH, SIKI MOXKYTh OyTH MPUYUHOIO MYJIbCYIOUOTO €K30(DTAIbMY.

VY neskux XBOPUX BUSBJISIOTHCS MyXJIMHU B POTOBIM MOPOKHUHI, HA SI3UKY,
HeOl, TJIOTI, BHYTPIIIHIA MOBEPXHI MIOKH, I'y0, Y NUIYHKOBO-KUIIIKOBOMY TPaKTIi,
CEUYOBHX MNUISXaX. Y Pl BHUIAJKIB CIIOCTEPITalOThCS PI3SHOMAHITHI €HIOKPHUHHI
MOPYILICHHS: aKpoMerajis, MepeayacHUid CTaTeBUU PO3BUTOK a00 1H(AHTHIIIZM,
TIHEKOMACTIsl, TiNepnapaTupeoiin3M, aaaicoHoBa XBopoOa, (eoXpoMOoLHUTOMA
HAJTHUPKOBUX 3aJ103.

VY 3HauHili yacTuHi BUNAAKIB (10 29%) BiAMIYEHI ypaK€HHS KICTOK 3
TUCTPOGIYHUMH SIBHIIIAMH, KICTO3HUMH 3MIHAMH, IEPEIOMaMH, MOJIOBKCHHSAM Ta
BUKpHBJICHHSM. Big3HauaoTs Kio3, Kipockomio3, reMirineptpodiro olOauuus,
cyOrepiocTalIbHUI TINEPOCTO3 KICTOK TOMUIOK, OCTEONOpO3, Y3ypHU BIJ THUCKY
MyXJIMH, OCTEOMASIII0 TPyO4YacTUX KICTOK BHACTIZOK BPOPKEHOTO JeheKTy
HUPKOBUX KAaHAIBINB. Y XBOPHX BHUSBISAIOTH TakKi JUCIUIACTMYHI CTHTMH, SIK
CUHAAKTWIIIS, KpUNTOpXi3M, spina bifida, momepexoBuil TimepTpuxo3, a TaKOXK
MOEIHAHHS 3 aHoMalisiMu 3y0iB, M'sI31B, BHYTpilIHIX opradiB. [lig Ha3Boro
cunapomy Kaponsg-T'ondpina-ITpakkena-Ilpika BimoMo ciMeliHe MNO€AHAHHS 3
4epBOMOAIOHOI0  aTpodoepMicro, MHOXHHHUMH CHITEIIaJbHUMH  KICTaMH,
BPO/IPKEHMMH BaJlaMH ceplis, Hamajgamu Opamukapii, ojiropeniero. CUMITOMU
3aXBOPIOBaHHS TMPOSBISIOTECA 3a3BUYall Yy pPaHHbOMY JWTHHCTBI Ta MaloTh
MPOTPENIEHTHUN Tepedir 3 MOITOBXOMOMIOHMMH TIOTIPIICHHSIMHU, OCOOJIMBO
BUpaXeH1 B MyOepTaTHOMY MEepioji, MiJl Yac BariTHOCTI, MICJS TpaBMH, ONeparliid,

TSOKKUX XBOPOO. [Tporno3 HeBu3HAYEHUI 1 3aJIEKUTH Bl (POPMHU 3aXBOPIOBAHHS Ta



Jokamizauii myxjauH. YacToTra po3BUTKY capKoMaTo3HHX 3MiH 70 15%, 3a3Buuait
BOHU BUHUKAIOTh Y TNIMOOKUX MyXJIMHAX Ta YACTIIIE Y XBOPUX 3pLIIOTO Ta MOXUIIOTO
BIKY. Y psily XBOpPHX 3aXBOPIOBAHHSA MPOTIKAE Y BUTIISAAI WIKIpHOT popmu, mpuyomy
TPUBAJIMI Yac MOKE BUSBIIATUCS JIUILE MOJIOYHO-KABOBUMH IUISIMAMU, OCOOJIMBO Y
TPYAHOMY Ta AUTSYOMY BIIIL.

Hesponoriuni cumnromu npu H®-1 He € cneuudiunumu: 3aTpuMmka
MICHXOMOBHOI'O PO3BUTKY, IIKUIbHA Je3aJanTallis, OCEpeIKOBa HEBPOJIOTIUHA
CUMITOMAaTHKa, CyIAoMHU. Eminencis BUHUKae y 3B'SI3Ky 3 MyxJuHamMu abo
JUCTEHE31SIMM  TOJOBHOTO MO3Ky. CynoMu MOXyTb OyTH (OKaIbHUMH YU
reHepainizoBanumu. EmnientuyHi Hamaau y AITed ABISIIOTH COO0I0 CHMETPUYHI
1H(}aHTUIIBHI clla3MU 3 TUNOBOIO Tincaputmieto Ha EED" y mepion Mix Hanagamu.
[Ticnst 1-ro poky >KMTTS nepeBaxaroTh (HOKaIbHI Hamaau, U0 CYHNpPOBOIXKYIOTHCS
JIETKOI0 3aTPUMKOIO PO3BUTKY 1 J0OpE MIATAI0THCS MPOTUEMIIICITUYHOI Tepartii.
JlikyBanns npu H®-I cumnromarnune.

Henrpanbuuii Heiipogiopomaroz — tun II (HO-II) € BiaminHuM 3a
KJIIHIYHUMH TPOSIBAMH, IPOTHO30M 1 TUTIOM YCIIaIKyBaHHS 3aXBOpIOBaHHsL. [26-36].
I'en H®-II nokanizoBaHo Ha XpoMocomi 22, THUIl YCHaJKyBaHHSI — ayTOCOMHO-
nomiHaHTHUM. Yactora HapomxeHHs 1 nHa 50 000 y 3araipHiil MOMYJISINI.
BinminHoto ocobnuBicTio H®-II € mBaHHOMU 4YepenHux HepsiB, ydactime VIII
HepBa. [ mioMu 11bOTO HEpBa € OOIIraTHOIO Ta MAaTOTHOMOHIYHOIO o3Hakoro HO 1.
MoxyTh 3ycTpiyaTHCs IHIII BHAM MyXJIUH 1HIIOT JIOKadi3alii MEHIHT€OMHU,
ramMapToMu, TiiomMu, Heipodibpomu, mBanHomu. lkipui mposBu npu HO-II
3yCTpivyaroThCsl 3HayHO piame npotu HO-I. INimepHirMeHTOBaH1 TUISIMU Ha HIKIP1
BUSIBJISIFOTHCS. MEHIIT HIK Y TIOJIOBUHM Tall€HTIB. KibKICTh IJIIM HE MEPEBUIIYE 5.
[xipai "Hetpodibpomu npu HO-II mamux po3mipiB 1 croctepiratotbest y 65%
naiieHTiB. BoHn BaxiuBi [y paHHbOi giarHoCcTUKA HD-II, ockinbku MIBaHHOMU
CIIyXOBOT'0 HepBY MaHidecTyloTh mizHO — micas 10—15 pokiB. Karapakra
PO3BUBAETHCS OUIBII HIXK y MOJOBUHU maiieHTiB 13 HO-II 1 Moxe OyTu mepium

CUMIITOMOM 3aXBOproBaHHs. By3nuku JIuia, KiCTKOB1 AMCIIA31i Ta ONTUYHI TIIIOMH



115t HO-11 nexapakrepni. Tomy go II-1V nexaau xutta HO-II reue 6e3cumnTomMHO.
[HOMI NTMTIIe HEMPOPATIOIOTIYHE TOCHIIKEHHS MOKE BUSBUTH 11€ 3aXBOPIOBAHHS.
OcHoBHI KJIiHiYHI Ta KiarHocTu4Hi kpuTepii HO-11
A. binarepansai HoBoyTBOpeHHs VIII uepernmHoro Hepry.
b. Poguui [ ctynens cnopigaeHocTi (0aThKH, ITH, CHOCH) Ta TaKi CAMIITOMH:
- YHinarepanbae HoBoyTBopeHHs VIII uepenHoro HepBy;
- JIB1 O3HAKH 3 HABEJICHUX HUXKYE:

e MCHIHI€OMa;

e HelipodiOpoma;

eTJIIOMa;

® [IIBAHHOMA,;

e [[epeOCIUISIPHI KalbLIMHATH.
B. JIB1 03HaKu 3 HaBEJACHUX HIKYE:
- YHiaTepaibHa BECTHOYJISIpHA IIBAHHOMA;
- MHOKHHHI MEHIHT'COMH;
- O3HAKH, NepeniyeHi y nyHkTi "b".
[[IBaHHOMM Ta MEHIHT1OMH HETHUIIOBI JJIS IITEH Ta IMIJIJTITKIB, TOMY ITPH 1X BUSBJICHHI
HeoOx1qHO mpoBectTd MPT 13  KOHTpacTyBaHHSM [Jii TOLIYKY  1HIIHUX
0e3cuMnToMHUX HOBOYTBOpeHb Ta BUkItounuTu H®-II. Tlpossom H®D-II y miteit
MOXXYTh OYyTH MHOXXHHHI MapaciiHajJbHI IIIBAHHOMHU Ta CIMHAJIBHI €MEeHIUMOMHU.
InTpacniHanbHi Ta MapacHiHaabHI IBAHHOMU BUSIBJISIIOTHCS y MAIllEHTIB BIKOM 10
15 pokiB 1, € eKCTpaMeIyJSIpHUMH TyXJMHAMH, TOMY TMpOSBISIOTH cede
CUMIITOMaMH KOMIIpecii CHUMHHOTO MO3KY. EneHauMomu, Ha BiIMiHY BiJl IIBAHHOM,
pO3TalIoBaHi IHTPAMETYJISIPHO.

[HTpacmiHabHI MEHIHTEOMH, SIK MTPABUJIO, PO3TAIIOBAHI 1HTpaIypabHO 200

eKCTpaMeayJiapHO. YmroOJieHa Jokamizaiiss — TpyaHud Bigaul xpeOra. Matouun
MPOTPECUBHE 30UIBIIICHHS, MEHIHTEOMH BHKJIMKAIOTh KOMIIPECIIO CIIMHHOTO MO3KY

Ha BIJIMOBIIHOMY PiBHI, & TAKOK MOXYTh MiJIaBaTH ACCTPYKIII MPHIICTIII KICTKOBI

CTPYKTYPH.



JlikyBanus. OOcsr mikyBadbHUX MaHimyssimid npu HO-II BuzHavaeThes
KUTBKICTIO, TOIIMPEHICTIO, JIOKAJI3aI[l€l0 HOBOYTBOPEHBb 1 BKJIIOYAE XIPYPTiduHY
KOPEKIIiI0 IpU MopyIIeHH! QyHKIIIT Oy b-5IKOTO Oprany adbo CUCTEMHU.

[TamieaTu 3 H® Oynp-sgkoro TUIy, a TaKOX iXHI pojuyi, 0coOJUBO 1-ro cTymeHs
CTHOPIAHEHOCTI, MAalOTh MPOXOAUTH IUHAMIYHE OOCTEKEHHS IMPOTITOM YCHOTO
KUTTS. TIMBKY TaKWH MiAX17 MOKE 3a0€3MIEYUTH aICKBATHY TEPAITIIO Ta JO3BOJIUTH

MMPOBOJUTHU MCIUKO-TCHCTUYHC KOHCYJIbTYBAHHA.

Ty0epo3nnii ckiepo3 (TC)

Ty6eposnuii ckiepos (TC) - 11e TeHETHYHO JASTEPMIHOBAHE 3aXBOPIOBAHHS 3
rpynu GpakoMaTo3iB, 110 BIAPI3HAETHCS MIMPOKUM CIIEKTPOM KIIHIYHUX MPOSBIB Ta
IPOrpecyrounM NepediroM, 10 MPU3BOAUTH JO CKOPOUYEHHS TPUBAJIOCTI KUTTS Ta
iHBamiiM3allli mnaimiedTiB. [Ipu 1boMy 3aXBOpPIOBaHHI PO3BUBAIOTHCSA MHOXKWHHI
NOOpOSIKICHI MyXJIMHU (TaMapTOMH) y pI3HUX OpraHax, BKJIIOYAlOYW TOJIOBHUMI
MO30K, 04Yl, HIKIpY, Ceplie, HUPKHU, MEUIHKY, JIET€Hl, IIJTYHKOBO-KUIIKOBUI TpPaKT,
€HJOKPHUHHY Ta KICTKOBY cucteMu. [locTynoBo nporpecyrooun Ta 301IbIIYIOUHUCh Y
po3Mipax, BOHU TOPYIIYIOTh (YHKIT [UX OpraHiB, 1HOAI TPHU3BOIIYU IO
daTanbHUX HacTiaAKiB.[36-39].

Bunutsatots TC 1-ro tuny, oOymosnennit myTariieto reny TSC1, ta TC 2-ro tumy,
obyMoBiieHnii MyTariiero reHa TSC2. BpakaeTbes, 10 y TaIi€HTIB 3 MyTalli€l0
TSC1 3axBoproBaHHs Teue OuLIbII M'AKO, a MyTalii B redi TSC2 00yMOBIIOIOTh
OUIBIII TSKKUM PO3BUTOK MATOJOTII.

dakTopu PU3UKY BIJICYTHI, OCKITLKH 3aXBOPIOBAHHS T€HETHYHE (MOHOTEHHE).
Yacrora TC y monyssiii craHoBuTb 1:10 000 (y HoBoHapomxeHux - 1:6000).

TC — ayTocOMHO-IOMIHAHTHE T€HETHYHO TeTEPOTCHHE 3aXBOPIOBAHHA 3
HEMOBHOIO TEHETPAHTHICTIO, BapiabeIbHOI0 EKCIPECUBHICTIO Ta BHCOKOIO
4acTOTOIO BUHUKHEHHSI HOBUX (CIIOHTAaHHUX ) MyTalllH, SIK1 BUSIBISIIOTBCS Y 68% ycix
BUIIAJIKIB, 10 Ae0IOTYIOTh Y panHboMy Billl. [Ipubmusno Bix 10 no 30% Bumnaaxis
TC ob6ymosneno mytauigsmu B redi TSC1 (OMIM 605284) (TC 1-ro tuny, OMIM

#191100), nokamizoBaHoMy Ha 9 xpomocomi B paioni 9q34, mo komaye OiTOK



ramapTuH. [HIl Bumagku XxBopoOu oOyMoBJieHI myTallismu B reni TSC2 (OMIM
191092) (TC 2-ro tTunry — OMIM #613254), nokanizoBanoMy Ha 16 XxpomocoMi B
paitoni 16p13 1 sxi xoxyioTs Ounok Tyoepun. g reniB TC xapakTepHi BHCOKa
neHeTpadTHICTh (10 100%) Ta BapiaOenbHa €KCHPECUBHICTh, IO MPOCTEKYETHCS
npu CIMEHHUX BHIIaJKax 3aXBOPIOBAHHS, KOJIM y POJIUYIB 3 OJHIEIO 1 TI€I0 XK
CIMEIHOIO TOMIHAHTHOIO MYTAIlI€I0 MOKE BIIPI3HATHUCS TSHKKICTh 3aXBOPIOBAHHSI.
I'ean TSCI 1 TSC2 y HOpMI € TIPUPOAHUMHU T€HAMH-CYNIPECOPAMH ITyXJIUHHOTO
pocty. binkosi npoayktu reriB TSC1 ta TSC2, ramaptun Ta TyOepHH, yTBOPIOIOTH
rerepoanuMep, 3JaTHUM 1HTIOyBaTu omnocepeakoBanuii komruiekcom mTORCI
(mammalian Target of Rapamycin Complex 1) curHanphuii kackaa. MexaHizm
natorene3y TC nonsrae B myrtamisix y remax TCS1 1 TSC2 3 BrpaToro ixHbOI
¢dbyHKIIi Ta MOB'A3aHOT 3 MYTaIlisIMU TATOJIOT1YHOIO akTHuBalieo kiHazu mTOR. B
pe3yJbTati Bi0yBaeThCsl aKTUBAIIA NUISIXY curHaiabHO1 nepenadi PI3K/Akt/mTOR.
Jlanuii Kackaja € KJIIYOBUM PEryJIATOPOM pPOCTy Ta mpodidepanii kimiTuH. Bin
aKTUBYETHCA y BIJIIOBIAb HA HAJIXO/UKEHHS MTOKUBHUX PEYOBUH Ta (DAaKTOPIB pOCTY,
PEryJIOUd P KITUHHUX (QYHKUIA, TAaKUX SK TPAHCIALIA, TPAHCKPUILISA Ta
aytodaris. I'imepaktuBaris kackaaxy mTORCI, mo Beae 10 MoCUiIeHHS KIIITHHHOT
npodidepalli, BBaXKa€ThCS BAXIMBOIO JAHKOIO 3J0SKICHOI TpaHchopmarii. Y
kiitrHax 3 myTarieto TSCI 1 TSC2 ueli curHanbHui MUISIX TOCTIMHO BKIIFOYEHUH.
[e#t msx CUTHAIBHOI TPAHCIYKIIIT € KIIF0UOBOIO JIaHKOto martoreHedy TC. OpnHa 3
myTamii TSC1 ta TSC2 MicTUTBCS Yy BCIX KIITHHaX OpraHizMy. Y KIITHHI-
pPOJIOHAYANIBHUIN  MYyXJIMHHOTO KJIOHY BiJIOyBA€ThCS 1HAKTHUBAIlS JPYTOrO,
HE3a4eIrJIEHOTO CIaJKOBOI0 MYTalll€l0, aJIENIO.

JliarHOCTHKa 3aXBOPIOBAHHSI TIPYHTYETbCS Ha TMOEJHAHHI KIIHIYHUX Ta
BUSIBJICHHUX TP JI0JJaTKOBOMY JIa0OpaTOPHOMY OOCTEKEHHI CUMITOMIB. DEeHOTUTT
namiedTa 3 TC 3a1eXuTh BIJ 4UCIIa, JIOKaTI3allii Ta po3Mipy ramapToM. Bik XBoporo
TaKOX BIJIIrPAa€ BaXXJIMBY POJIb, OCKIJIBKU P13HI CUMITOMH XBOPOOU BUSIBIISIIOTHCS Y
pi3HI BiKOBI mepiogu. Benuka KinbkicTh KiiHIYHMX o3HaK TC, BapiaOenbHICTH
dbenotumy, TOM (Qakr, 1Mo MaHiecTalis O3HAK 3aJCKUTh BiJ BIKY IMAaIll€HTa,

YCKIIQIHIOIOTH JIIaTHOCTUKY 3aXBOPIOBAHHS.



besnepeunuii aiarno3 TC BCTAHOBIIOETHCS Ha MIJCTaBl HAsSBHOCTI 2 MEPBUHHMUX
o3HaK a00 1 mepBUHHOI Ta 2 BTOPUHHHUX O3HAK; MOMJIMBHUH J11arHO3 - Ha MiACTaBl
HasBHOCTI | mepBUHHOI 03HAakW abo 1 mepBUHHOI Ta 1 BTOpUHHOI 03HaK, abo 2 (i
O1bIIIe) BTOPUHHUX 03HAK. HMkue HaBesieHO MepBUHHI Ta BTOpUHHI 03HaKHU (2012
TSC Clinical Consensus Conference).
[TinTBepmkena marorenna MmyTtaris TSC1 abo TSC2 e walTrOIOBHIIIMM
KpUTEpIEM, TOCTATHIM il BCTaHOBJIEHHS JiiarHo3y TC.
IlepBunHi (Besiuki) O3HAKN:
- Anrio¢iopomu o6myys (He MeHiie 3) abo Gpiopo3Hi OsIIKK Ha J001;
- TIMOMITMEHTHI TUISIMU (HE MEHIIIe 3 1 He MEHIIIe 5 MM Y JiaMeTpi);
- HETpPaBMAaTH4YHI HaBKOJIOHITTHOB1 (p10poMu (HE MeHUIE 2);
- IIJISTHKA «IIarpEHEeBOI MIKIPUY;
- MHOYKMHHI FaMapTOMU CITKIBKH;
- KIpKOBI AucIuIa3ii (He MeHIe 3): KipkoBi TyOepu
Ta MITpaIiiiHi TPaKTH y 01111 pe4OBUH1 TOJIOBHOTO MO3KY;
- cyOeneHauManbH1 By3JH (He MeHIIE 2);
- cyOerneHaruMaibHa TraHTOKJIITHHHA aCTPOIIUTOMA;
- paboMiOMH ceplisi MHOKHHHI a00 MOOUHOKI;
- miM$aHrioneioMioMaTo3 JereHb;
- MHO>KWHHI aHT10MI0JIIIOMU HUPOK (HE MEHIIIe 2).
Bropunni (MaJi) o3HaKku:
- YUCJICHH] TIOTJIMOJICHHS B eMaiti 3y0iB (He MeHIe 3);
- (hibpomu B OpoxKHUHI poTa (HE MeHIIe 2);
- raMapTOMHM BHYTPIIIHIX OPTaHiB;
- aXpOMATUYHUHN JUISTHKY CITYacTOi 0O0JIOHKH OKa;
- IUISIMU TUITY KOH(ETTI Ha HIKIPi;
- MHOYKHMHHI KICTH HUPOK.
Yacrota oxpemux KiiHIYHMX cumnromiB TC y mnomynsuii HacTymHa:
rinomirMeHTHi mwisiMu - 90%, anrio ¢pid6pomu ocodu - 47-90%, HaABKOJIOHITTHOBI

bi16pomu - 19-52%, Gi6po3Hi Ousiiku, M'ski h16pomu - 30%, TIISTHKY «IIIarpeHeBOT



mkipu» %, padaomiomu cepust - 20-60%, MHOXUHHI KiCTH HUpPOK - 18-35%,

aHT1OMIOJINOMH HUPOK - 48-67%, kicTu Ta aHriomioyinoMud HUPOK - 9-17%,

aimdanrioneiiomiomaro3 jeredb - 1% (84% - >kiHKM ramMapTOMH CIiTYacTOi

000JI0HKH a00 ucKa 30poBoro HepBa — 50%, ramapToMu nediHku — 25%, peKTaibH1

notimu — 78%, CKeJIeT: OCTEOIEeHis, KICTH, OCEpeIKH CKiiepo3y — 45 — 66%.

[TepepaxoBani cumntoMu Ta 03HaKK TC mepeBa)KHO 3’ SABISIOTHCS 3aJICKHO BiJl

BIKY XBOPOTO:

3 20-ro THXKHSI BariTHOCTI 0 HAPOKEHHS JITHOCTYEThCS padioMioMa cepiis.
[lepunatanpHuii  mepion: cyOemeHIMManbHI — BY3JIW/IMYyXJIUHU  MO3KY:
MHOXHHHI KiCTH HUPOK; cuHIpoM Bosbda—Ilapkuncona—Yaiita (WPW);
¢b16po3Hi1 OJsAKK Ha J1001; eNUISITUYH Hanaau in utero.

[Iepion HOBOHAPOKEHOCTI: (OKATBHI EMIJICNTUYHI Hanaau 3/6€3 BTOPUHHOI
re’epanizarii.

Ho 1 poky: iHdaHTHWIBHI cria3Mu/cUHAPOM BecTa; TrinomirMeHTHi MisiMu Ha
HIKIpl; 3aTpUMKa [CHUXOMOTOPHOTO PO3BUTKY; TaMapTOMH CITYaCTOl
00OJIOHKH OYeil.

Ho 5 pokiB: cunapom JlenHokca-I'acTo; ayTu3Mm; MOpPYIICHHS HaBYaHHS;
anriopi0pomMu 00JIUYYSL.

6-12 pokiB: po3ymMOBa BIACTAIICTh, TSDKKHH  Tepedir  emijencii,
cyOerneHIMMalbH1 By3Jd, TIFraHTOKJIITUHHA aCTPOIIUTOMA

Jopocii: HOpMaabHUM PO3YMOBHM PO3BUTOK, SKIIO HE OYJIO emiJerncii;
aHT1OMIOJINOMM HUPOK (YCKJIaJHEHHS - TemaTypii Ta KpOBOTeul);
niMdanrioneioMioMaTo3 JiereHb, ITHEBMOTOPAKC; AUXaJIbHA HEJOCTATHICTD;

HaBKOJIOHITTHOBI (HiOpOMHU.

Huxye HaBOAMTHCS XapaKTEPUCTHKA OKPEMHX KIIHIYHMX CHUMIITOMIB (BOHHU

3TPYIOBaHI 3aJIEKHO BiJl yPaXXEHHS PI3HUX CUCTEM OpraHi3My).

CuMnTOMU ypaX€HHS HEPBOBOI CHUCTEMU BKJIIOYAIOTh CMUICITUYHI HaIaju,

MOPYIICHHS TTOBEAIHKU, 3aTPUMKY TICUXIYHOTO PO3BUTKY, MTOPYIIICHHS CHY.

CynoMH1 Hamajau BUHUKAIOTH y 92% maii€eHTiB 13 TyOEpO3HHM CKJIIEPO30M.

JleGroT HamajiB YacTille MOCia€e MepuIuid piK KUTTS, OCOOIMBO y TEPII MiCSII.



OCHOBHHMM THUIIOM HamafdiB € iHGAHTWIBbHI Crla3Mu Ta (OKaJbHI MOTOPHI Hamaiu.
MoskiiiBa BTOpMHHA TeHepati3allis HamajiB, L0 CYMPOBOKYEThCS BTPATOIO
CBIZJOMOCTI Ta TeHepadi30BaHUMH TOHIKO-KJIOHIYHUMH CyJoMaMu. [HpaHTUIBHI
crna3Mu Ipu TyOepO3HOMY CKIIEpO3l BXOJATHh 10 CTPYKTYPH CHUMITOMATUYHOI
dbopmu cuHApomy Becrta 1 CympoBOIKYIOThCS BCiMa XapakTePHUMHU IS
CUMITOMATHKU CMiJIeTNcCii O3HaKaMH: 3aTpPUMKa IMCHUXOMOTOPHOTO PO3BUTKY [0
ne0lTy HamaAiB, HAasBHICTh JACKUIBKOX THIIB HamaaiB (iHGaHTWIBHI CIIa3Mu,
¢doxanbHi Hamaau, MTOBTOPHO-TEHEPAII30BaHl HANaaAM), CTPYKTYPHI 3MIHH MO3KY,
o BusiBIsiOThCS 1ipu KT Ta/a6o MPT ronoBHOro Mo3Ky, pe3UCTEHTHICTh Hama/IiB
JI0 TMPOTUETUICTITUYHOT Teparlii Ta HECIPUSTIUBHUM MPOTHO3. [HpaHTUIBHI ciazMu
MAaloTh, SIK TPABHJIO, ACUMETPUYHHUM XapakTep 13 3alydeHHSIM [0 Hamagy OJHIEl
noyioBUuHU Tina. DokanbHU KOMIOHEHT aCUMETPUYHMUX 1H(PAHTWIHHUX CIa3MiB
MPEACTAaBICHUM NEBlalll€l0 OY€H, TOJOBU, PUTMIYHUMH MOCMUKYBAaHHSIMHU OYHHX
A0JTyK, HACWJIBHUIIBKOI YCMIIIKO Ha O0JM4Y4l, SIKI MEpPenyloTh crasmy ado
CYNPOBOIKYIOTh Horo. HasiBHICTh 3aTpUMKH PO3BUTKY Y MOEIHAHHI 31 MIKIPHUMHU
3MiHAMU € T[OKa3aHHAM JIHA TPOBEIACHHS HEHpoBi3yami3auli sl YTOYHEHHS
XapaKTepy MOIIKOKEHHS FOJIOBHOTO MO3KY Ta TOCTAHOBKH JI1arHO3Y.
EEl'-nmatepan  TyOepo3HOTO  CKJIEpO3y: TINCapuUTMisA, TMaTepH  «cnanax-
NPUTHUYEHH», MYJIbTU(OKAIbHA enijIenTU(OpPMHA aKTHBHICTh, F€HEpani30BaHa
MK-XBUJIbOBA aKTUBHICTB 13 4acTOTOIO 2-2,5 I'1I.

Tybepu 3yctpiuatotecsi y 95-100% xBopux Ha TC. Bonu € nauistHkamu
dbokanpHOT KipKOBOI aucriasii 31 3umxeHuM yucioM ['AMKepriyaux HeMpoHiB 1
XapaKTEPU3YIOTHCA BTPATOI KIACUYHOI 6-11apOBOI IUTOAPXITEKTYPH KOPH MO3KY.
Tybepr MOOJAMHOKI YA MHOXHHHI, PO3MIPOM Bijl KIJTbKOX MM JI0 KIJBKOX JIMB,
PO3TAIIOBYIOTHCS HA/I OAMHUYHOIO YW KUTbKOMA MpUieraumMu 6opo3namu. Y 54%
BUMAJIKIB TyOepu kanbuudikoBaHi. [cHye TonorpadiuyHuil 3B'130K MK HasBHICTIO
dbokycy Ha EEI' Ta TyOGepom, BusiBieHuM npu MPT-pocnimkenni. Eninentuyni
HamaJu MOXYTbh BUXOJUTH 3 HOPMAJIbHOI KOpH, IO OTOUYY€E TyOep, sKa € 30HOI0

«mepe30yKeHnX» HelpoHiB. Tyoep Moxke OyTu "HIMUM" - HEEMUIENTOTE€HHUM.



CEY 3yctpiuatorses y 95-98% xBopux Ha TC. BoHr MHOKHHHI, pO3MIpOM 2-

10 MM, JIOKamM3yIOThCS Yy CTIHKaX OIYHUX HUIYHOUKIB, YaCTKOBO a00 TOBHICTIO
KanbpIuGikoBaHi, 6€3CUMITOMHI. [cCHY€E psiMa 3aIeKHICTh MIXK TSDKKICTIO €TUIeNnCil
npu TC ta yuciaom kipkoBux TyOepiB Ta CEY. Yucno tyOepiB 8 1 Ouiblie €
¢dakTopom pu3uKy MaHiecTalii eniyiencii y nepiui 2 pOKu >KUTTS.
PagianbHi MirpamiiHi TpakTH, TOOTO. ypaxeHHs 017101 peuOBUHH rOJIOBHOTO MO3KY,
1o 3yctpivaroThes y 30-95% xBopux Ha TC, rpynu reTepoTONIYHUX KIACTEPHHUX
KJIIITUH, SKi 3'€IHYIOTh €MEeHIUMY CTIHOK IIIYHOYKIB 1 TyOepH, BiANOBIIAIOTH
MITPAIifHUM IIJIIXaM CIIOHTI00JIaCTIB Mij] Yac eMOpIoreHesy, € eMIenTOreHHUMU
30HaMH.

CETI'A 3yctpiuatotbes 3 yactotoro 5-20%. CEI'A - myxnuHa y xBopux Ha TC,
po3ramioBaHa Ouiss oTBopy MoHpo, Oiibllie 5 MM B JiaMeTpi, 3 HIATBEPKEHUM
3pOCTaHHsIM, 110 HaKonmn4ye KoHTpacTHUl npenapat (Consensus Meeting for SEGA
and Epilepsy Management. 12 March 2012, Rome, Italy). CEI'A €
MOBUIBHO3POCTAIOUOI0 TJIIOHEMPOHATIBHOIO MMYXJIMHOIO, HE 3[]aTHOIO IO CIIOHTaHHO1
perpecii. 3pocTaHHS MyXJUHH TIOB'SI3aHE 3 PHU3UKOM PO3BUTKY TOCTpPOI
rigporedanii, HaCHiIKH sIKOT MOXKYTh OyTH (haTaTbHUMU.

CEI'A wuactime cnocrepiratoteess npu  TSC2, Hix TSCI; 3a3Buuait
3'SIBISIIOTHCA Y Billl 4-10 pokiB, ane 1HO/A1 BUSBISIOTHCS aHTEHATAJIBHO 200 B MEpioJt
HOBOHAPOHKEHOCTI; MMEPEBAYKHO PO3TALIOBYIOTHCS 01151 0TBOpY MoOHpO (piako — y
3aJIHIX BIJIUIAX Tia O1YHMX HUIYHOUKIB, Y CKpoHeBuX poris, III 1 [V muryHoukax
Mo3Ky); TpaHchopmariss CEY B CEI'A HaifuacTime BigOyBaeThCs y TepIn JBa
JNECATWIITTS KUTTS, MK Tociae MyOepTaTHUl Tmepiod, TpaHchopmalis
MaJoOMMOBIpHa 3 KIHUA TpeTboro aecaATumiTrs kutts. CEY  ckopime
tpanchopmyetbess B CET'A, skmo BiH giameTpoM Oiiblie 5 MM, HE TOBHICTIO
KaJIbLIMHOBAHUM, pO3TalllOBaHUN O11s1 0TBOPY MOHpPO 1 HaKOMHUYy€e KOHTPACTHUMN
npenapat. CEI'A kpyrii abo oBayibHI, B OUIBIIOCTI BHUIIAJIKIB HE 1HPUIBTPYIOTH
pPEYOBHHY MO3KY, ¥ 1/3 maiieHTiB MHOXXHHHI; JOOPOSIKICHI Ta HE IEPEPOIKYIOTHCS
Ha 37nosikicHi. [lpu 30utbmenH1 giamerpa n0 10 MM 1 OuIblIe MyXJIHMHU MOXKYTh

nopymryBatu 1upkyIsmito [{CX 1 npusBoautn 10 mporpecyrodoro 301IbIICHHS



pO3MipiB O1YHMX IUTYHOYKIB Ta MABUIIEHHS BHYTpiliHboYepenHoro Tucky. CEY ta
CET'A ricToi0T14HO OJTHOPITHI.

Oco0MBO BaXKJIMBOIO € PAHHS, JI0 TOSBY KIIIHIYHUX CUMIITOMIB, J1arHOCTHUKA
CEI'A, ockibKM BOHA JI03BOJIsIE BUKOHATH MOBHE BUJAJICHHS MyXJIMHU JIO TOSBU
O3HAaK MiJIBUIEHHS BHYTPIIIHBOUYEPEIHOTO THCKY Ta 3HHM3UTH 1HTpaonepaliiHy
JIETaNbHICTh Ta YaCTOTY MICISONEPAIiHUX YCKIIaHEHb.
3MiHU HIKIpH Ta 11 moX1AHUX TparsitoTbea y 100% Bumaakis.
 ['imomirmenToBaHi wissMH. Yucmo misM KoauBaeThbes Bim 3-4 mo 100 1 Oinmbie.
Bonu po3TamoByroThes 1u(y3H0, aCUMETPUYHO, 3'IBIISIOTHCS BiJ HAPOHKEHHS a00
B II3HINIOMY BIIll, MEPEBAKHO B Mepiil 3 poKH KUTTA. MICTATh KIITHHH 31
3HI)KEHHM BMICTOM MeJaHiHy /[l [11arHOCTHKM TINONITMEHTOBAaHUX IUISIM
MOKAa3aHO JIOCHIPKEHHS 13 3aCTOCYBaHHSIM Jjamnu Byna — ginsHKA mIKipu 31
3HM)KEHHM BMICTOM MEJaHiHy TMpU OCBITJIEHHI JAMIIOK SCKPAaBO CBITSATHCS
MOPIBHSAHO 3 TBMSHOIO 3J0pOBOK MHIKipor. Ille ogHuM siICKpaBUM KIIIHIYHUM
CUMIITOMOM 3aXBOPIOBaHHS € JIENITMEHTOBAaHE BOJIOCCS, OpOBU Ta Bii.
 I'imepnirMeHTOBaH1 IUISIMU KOJBOPY "KaBa 3 MOJOKOM'" 3yCTpIHarOThCs pIIIIE.
Bonu matoTe oBanibHY a00 OKpyriy Gopmy, po3mipu B Mexax 1-5 cM, KUIBKICTh
IJIIM HE TEPEBUILYE S.

* AneHoMa canbHUX 3a03 (aHriodidbpoma oOauyus, ageHoma [Ipunrina) gacrime
3'sBisieThest y Billl 3-11 pokiB, B cepeaHbOMY B 4-7 POKiB. 30BHIIIHIA BUTJIS
aHriopiOpom Haraaye miasiMd ab0 BY3JIMKHM 3 TJAJKOK OJMCKYYOIO MOBEPXHEIO.
VYo6neni micus Jiokatusailli anriogiopoM - MEHTP HOCOTYOHUX CKJIAJ0K, Kpuiia
HOCa, MIOKU Ta Tigoopiaas. [laTorHOMOHIYHMM € iX OinarepanbHO-CUMETPUYHE
poO3TallyBaHHS - "KpWiia METEIUKA" .

» ®i06po3Hi Otk — marorHoMmoHiyHUK cumnTom TC. Sk mpaBuio, BoHH
pO3TalIOBYIOThCS Ha JI001 Ta BOJIOCUCTIA YacCTHUHI TOJIOBM YyHIJIaTepajbHO,
3'SIBISIIOTBCA  Mi3HIME aHriodiOpom. bBiasmiku MawoTh pi3HY KOHCHCTEHIIIIO,
BHUCTYTAIOTh HAJl TOBEPXHEIO MIKIPH, MOPCTKI HA TIOTHK.

 JIINsSHKM «IIarpeHeBoi MWIKipu» 3a3BUYail po3TallloBaHI aCUMETPUYHO Ha CIHHI B

TIONEePEKOBO-KPUKOBOMY BiJTii. [XHiit po3Mip — Bif KifbKoX MiniMeTpis 10 10 cm



1 Ounpine. IlnssMu 37€rka BUCTYNAlOTh HAJ MOBEPXHEI IIKIPpU, MATh >KOBTO-
KopuuyHeBe a00 po’keBe 3a0apBiiCHHs 1 30BHI HAraaylooTh CBUHAYY IIKIPY YH
arnesIbCHHOBY LIKIPKY.
» HaBkostoHirteoBi ¢i6pomu (myxiuau KoeHneHa) sBisitoTh COO00 ThMsIHI, YePBOHI
a00 KOIpOPY MIKIpY BY3JTUKH, PO3TAIIOBaHI Ha MAIBIIX. 00 JIaTepaibHOI MOBEPXHI
HITTROBOTO JIOXa TMiJ HITTbOBOI IUIaTiBKOw0. Haifuacrime 3ycTpidaroThCcs Ha
MaJbISIX CTOIMH, IEPEBAKHO Y JKIHOK micis myoeptaty. Posmip ¢hibpom Bapiroe Bij
1 1o 10 mm. i yTBOpeHHS CXHMIIbHI IO 3pOCTAHHS HABITh MICIIS BUAAICHHS.
Ouni cuMnToMu BUSBISIIOTECS Y 50% xBopux. YacTo 3ycTpiyaroThCsi TaMapTOMU
ciTkiBku (paxkomu). Ha BUrIsm mi MyXJIMHA TOAUISIIOTBCS Ha KaJIbIIMHOBaHI
(CUMIITOM «TyTOBOI SITO/IM») 1 HEKAIbIIMHOBaH1. MaKOMHU PO3TAIIOBYIOTHCS ITOBEPX
CYJIUH CITKIBKH, IO Kpaw JIMUCKa 30pOBOrO HEpBY Ta Ha nepudepii. [Hmm 3MiHu
BKJIIOYAIOTh aHr10(piOpoMH MOBIK, ACMITMEHTALII0 PpalIyXHOi 000JOHKH abo
CITKIBKM OKa, aTHUIIOBY KOJOOOMY, KaTapakTy, HaOpsSK JKCKa 30pOBOrO HEPBY,
aTpo(diro 30pOBOrO HEPBY, BHUIIAJAaHHSA TOJIB 30py (TOMOHIMHA T€MIaHOICI,
CKOTOMH ), HeMapaJiTHYHa KOCOOKICTb, ape3 VI HepBy, KpOBOBHWIIMB Y CKIIONOI10HE
T1710. OYH1 CUMIITOMU MaH1()ECTYIOTh Y TIEPIII 2 POKU KUTTH.

Kapnianbai cumnromu. PabioMioma 4yacto 3'sIBAsSE€THCS] BHYTPIITHEOYTPOOHO
a00 y nepurl micsul XuTTsA. BoHa po3TaioByeThes IHTpaMypanbHO a0o mposiadye y
MOPOKHHUHY, CTa€ MPUYMHOID CMEPTI Bij ceprieBoi HempocTtatHOocTi. Kapionoriuni
CUMIITOMH BKJIFOYAIOTh MOPYIIEHHS CEPLEBOr0 pUTMY (TaxiKapis, Mirpamis Bois
putmy, AB-Omokana, po3BuTOok cuHApoMy  Bombda-Ilapkincona-VYaiita,
Gi10pwisIiss  OUIYHOYKIB) Ta  CKOpOUYyBalbHOT  (PYHKINT  MioKapaa TpH
IHTpaMypajabHOMY pO3TAlllyBaHHI MYXJWHHU, CEPLUEBY HEAOCTATHICTh BHACIIJOK
oOCTpyKIlii Kamep cepilsd MyxJnHOI0. Pabgomioma € moOpOSIKICHOI MyXJIMHOIO
(eTanbHOIO TamMapTOMOIO), IO YITKO BIJIMEXKOBaHA BijJ HABKOJMIIHIX TKaHUH.
Bunagku wmanurHizamii He onucaHi. Haibinem eexkTuBHUMU MeETOJaMu
JIlarHOCTUKU pabmomiom € aBoBuMipHa exokapmaiorpadis (Exo-KI') Ta mBumki

pexxumu MP-nociipKeHHs.



3MIHM BHYTPIIIHIX OpPraHiB BKJIIOYAIOTh AHT1OMIOJIIMOMM 1 KICTH HHPOK,
HUPKOBO-KJIITUHHY KapIUHOMY, JiM(paHTrioMioMaTo3 JIereHb, aHT1OMIOJIIIOMHU
HAJHUPKOBUX 31103, IEYIHKU, PEKTAIbHI MOJINU. XapaKTEePHOI OCOOIMBICTIO X
3MIH € 1X MHOXUHHUM XapakTep, IBOCTOPOHHE Ypa)XE€HHS MapHUX OpPraHiB,
TpUBAINN OE3CUMITOMHUMN Tepeoir.

KicTkoBO-Cyr/10060Bi 3MiHU € IIISTHKAMHU CKIIEPO3Y 1 KICTH B PI3HUX KICTKax,
JECTPYKIIl IUIOCKUX KICTOK; PIAKO BHHHUKAIOTh OCTEOJ3 Ta OCTEONOopo3
MOTIEPEKOBOTO BTy XpeOTa Ta TOJIOBOK CTETHOBHX KiCTOK.

JlikyBanns. Etionoriune nikyBanus npu TC Biacytre. [lo 2012p. nikyBaHHS

Majo CUMIITOMaTH4YHUI xapaktep. Y 2012 p. OyB 3apeecTpoBaHui mpenapar
€BEpOJIIMYC, KU BIUIMBAE HA OCHOBHY JaHKy narorene3y mnpu TC (e iHridiropom
curHanbHOrO 1UIsIXy mTOR) Ta 3meHmye 3poctanns nyxiauH y [ITHC ta Hupkax
(piBenb gokazoBocti I) [29]. € okpeMi poOOTH, 1II0 BKa3yIOTh Ha T€, IO BIH TAKOXK
3MEHIIY€E KUIbKICTh EMUISNTUYHUX HamagiB (piBeHb AokazoBocTi V) 1 3HMKYye
CTYIIHb BUPA3HOCTI aHr10(hi0pom ocodu (piBeHb JOKa30BOCTI ).
AHTHENUIENTHYHI npenapaTt: 0a3oBi npenapaTtu Biradatpin 50-100 mr/kr/ no0y,
Baneripoatn 50-100 mr/kr/ moOy, tomipamat 5-10 mr/kr/ moOy. KomGinoBana
Tepamisi BKJIO4Yae KoMmOiHamito 0a30BUX mpenapaTiB 3 OeH3o1a3eniHaMu
(xkmonazenamom) 0,25-2 mMr/mo0y, GpenodbapoOitasiom 5-15 Mr/kr/noby, amikraioMm
0,2-5 mr/kr/no6y, cykcunenom 15-30 mr/kr/ no0y, kapbamazeninom ((hiHIETICHH)
npu acumeTpii HamaaiB 10-15 mr/kr/no0y.

['opmonainbha Teparisi: koptukoctepoinni ropmonn (AKTI, cunakren-nemno
BHYTPIITHBOM'SI30BO; MPEIHI30JI0H, AEKCAMETA30H IepopanbHo) 1-2,5 Mr/kr/mo0y.

XipypriyHe JiKyBaHHsS. Y JI€IKUX XBOPUX PE3EKIis OJUHUYHOTO
KOPTUKAJIBHOTO EIMUJICITOTeHHOTO0 TyOepCcy CTEepPeOTaKCUYHMMH METoAaMHu ado
BIJIKDUTOIO KPAHIOTOMIEIO CIpUsi€ 3HAYHOMY YIIKO/DKEHHIO HamaaiB. Pesekiis
IHTPABEHTPUKYJIAPHUX MYyXJIMH IMOKa3aHa PH OKJIIO31MHIN rigpouedarnii.

[IpenatanpHa miarHoctuka Ta npodinaktuka. Y3/, MPT nns BusiBieHHs
pabaoMioMu cepusi Ta TyOepciB Ma€ JIarHOCTHUYHY I[IHHICTh 13 2 TPUMECTPY

BariTHOCTI. ['eHeTHUHMI M1arHO3 TyOepO3HOro CKIIEPO3y HEAOUUIBHUN, OCKIIBKU



JIBI TPETUHU BUMAJKIB BUHUKAIOTH CIIOPAINYHO a00 CIIPUYMHEHI MO3ail[M3MOM Ta
HE BHM3HAYAIOTHCS CKPUHIHTOM JIeHKOHMTIB. Skimio obuaBa OaThbKH KIIHIYHO
3I0pPOBi, PU3UK TOBTOPEHHS TyOEpPO3HOTO CKJIEPO3Y y APYroi MUTUHU JOPIBHIOE
1:22 micns oxHi€el XxBopoi Ta 1:3 micist IBOX XBOPHUX JITEH.

BaxnuBo BigzHaunTH, mo npu migo3pi Ha TC mamieHT moBUHEH OyTH
OOCTeXXEHMH y CIHEeMIaJiCTiB pI3HOTO MpoduUI0 A7 BHUKIIOYEHHS alo
MIJTBEP/PKCHHS T1aTOJIOT1i BHYTPIIIHIX OpraHiB. Taka MyJbTUIUCIHUIUIIHApHA
KOMaHJIa TIOBMHHA CKJIQJAaTHCS B MPEHATaJIbHOMY TEpio/i 3 TeHETHKa, aKyliepa-
riHekoJiora Ta kapjionora, y Bimi Big 0 g0 1 poky - 3 AMTSYOro HEBpoJora Ta
Jepmatojiora, y Bili 1-5 pokiB - JOMOBHIOBAaTUCS OQTaIbMOJIOrOM, y Bimi 5-18

POKiB. HepoJIor Ta ypoJior, micis 18 pokiB — myJIbMOHOJIOT. [1-14]

Cunapom Illrypre-Bedepa

EnuedanorpureminanbHuii anriomaros, abo cunjpom lltypre-Bebepa, abo
MeHIHrogaiaJibHui aHrioMaTo3 XapaKTePU3YEThCS AaHTIOMAaTo30M  OOJIHYYS,
CYIMHHOT OOOJIOHKM O4Yel Ta TBEpPJ0i MO3KOBOi OOOJIOHKH. BUIBIIICTH CTykae
CIIOpaJIMYHi, ajie OmucaHi 1 CIMeHHI BapiaHTH.
[lItypre Ta Bebep y 1879 p. He3anmexHO omucaldu 1€ 3aXBOPIOBaHHA. ABTOpHU
BUJIUTWJIA OCHOBHUM KJITHIYHUM CUMIITOM - TEMHO-POYKEBa CyJMHHA TUIsIMa Ha OH1A
CTOPOH1 00JIUYYS 1 TOJIOBH, IO 1HO/I1 TTOIIUPIOETHCS Ha SI3UK, TyOU, HE0O0, TOPJISHKY,
JTHO POTOBOI TIOPOXHWHM, 3aJHI0 TIOBEPXHIO IIWi. 3aXBOPIOBAHHS MOXKE
CYMPOBOJIKYBAaTHCA €K30()TaIbMOM Ta EIJICTICIEIO.
ETionoris. [lpuunHoio 3aXBOproBaHHS MPUIHATO BBa)KaTH MOPYIICHHS BEHO3HOI
KaHami3amii, 1o BiAOYBAEThCS MK JIMCTKAMU €KTOACpMH Ha 4-8 TIKHIB
BHYTPIIIHHOYTPOOHOTO PO3BUTKY.
Kniniuna kaprtuna. IllkipHi 3MIHM y BUIJISIAI  aHTIOMAaTO3HOTO HEBYyca
JIOKAMI3yI0ThCsl Ha OOJM4YYl, 3a3BUYail 3 OAHOro OOKy, aje MOXYTb OyTU
nBOCTOpOHHIMU. HeByc Mae Koitip MOPTBEHHY 1 BUPKEHUI TIPH HApOKeHH1. Bix

JIOKAJII30BaHUN y BEpPXHINH Ta cepeiHid yacThHI OCOOM, 1HOI TMOIIUPIOETHCS HA



HIDKHIO 4YaCTUHY OOJWYYs, U0, TPYJAHY KIITHHY, KIHIIIBKH (TakoX Ha
rcuaTepaIbHIi CTOPOHI1), HE 3MIHIOETHCS TIPOTIATOM KUTTS.

Hesponoriuni nopymenns. Eminentuyni Hamagum BUHHKaAOTE y 75-90%
namieHTiB. Hanmaau 3a3Buuail QokanbHi, 4acTO Ha KINTAIT «HKEKCOHOBCHKOIO
MapIiry», MOXYTb OyTH BTOPHMHHHO OijarepanbHO reHepamnizoBaHumMu. Y 90%
MAI[IEHTIB Ha MEPIIOMY POII )KUTTS PEECTPYIOThCS 1HPAHTUIIBHI CIIA3MHU, SIK1 MOTIM
MOXYTh TpaHC(OpPMYBATUCSA B TOHIYHI, AaTOHIYHI Ta MIOKJIOHIYHI Haraju.
Eninentnyni wanmaau npu cunapomi Ilrypre-BebGepa € pesucteHTHUMH 0
MPOTUETIVICTITIYHOI Tepamii 1 B psAAl BUNAAKIB MPHU3BOIATH JI0 EMUICITUYHOTO
cratycy. Tspkkicte emiiencii npu cusiapomi Illtypre-BebGepa Bu3HauaeThes
CTYNIEHEM YPaKE€HHSI TOJIOBHOTO MO3KY. XapaKTepHI MICISAUIUIOMHI Nape3u Ta
napaiui, ikl perpecyroTh 4yepe3 Kijibka roJIvH micis Hanaxy. [Ipu HeBponoriayHoMy
OTJISIII BUSIBIIIFOTHCS KOHTpaIaTepalIbHUM reMinapes, reMiaHorcis, remiatpodis.

OuyHl 3MIHM XapaKTepU3YIOThCA YHI- a0 OuIaTepalbHOIO TJIAYKOMOIO,
aHT10MOIO CYJAMHHOI OOOJIOHKH OKa, T€TEPOXPOMIEI0 paiykHOI 0000HKH. [yxe
pPIAKO aHTIOMM pO3TalIOBaHI y BHYTPIIIHIX OpraHax - y KHILEYHUKY, HUPKax,
CeJIC31HIT, SEUHUKAX, ITUTOBU/IHIH Ta M IUTYHKOBIN 3aj103aX, JiereHsx. KomOiHarris
cunapomy lltypre-BebGepa Ta aHriomMaro3y BHYTPIIIHIX OpraHiB BUIUISETHCS
NesSKUMU aBTopaMu B okpemuidi cunipom Kninnens-Tpenone-Beb6epa.

Hetipopaionoriuai CUMITOMHU €HIEPAIOTPUTeMIHAIIBHOTO aHT10MaTo3a
BKJIIOYAIOTh BEHO3HI aHTIOMH M'AKOT MO3KOBOI OOOJIOHKH, PO3TallOBaHI HaJ
MOTHJINYHOIO 200 TIM'SSHO-TIOTHJIMYHOO 00JIACTIO, a TAKOXK YpaKEHHS 1IepeOpaibHOT
remichepu (aTpodivHi 3MiHH, aHT1IOMH, JUISHKA KPOBOBHIIMBIB), III0 BUHUKAIOTh Y
BIIMOBIHUX B1JIJIJIaX TOJIOBHOTO MO3KY, PO3IIUPEHHS CYJIMHHUX CIUICTIHb O1YHHUX
[IUTYHOYKIB, PO3IIUPEHHS CyOenmeHIuMaIbHUX BEH 1 CyJIMH TEPUBEHTPUKYISIPHOT
30HU, TremiaTpodis MiBKyJb, aTrpodiuHa peaykuis OUI0T PEeYOBHHM, EKCTpa-,
1HTpalepeOpalibHI aHT10MHU.

OcHOBHUMU METOJIaMH J1arHOCTUKHU eH1e(haJoTpUreMiHaILHOTO
aHrioMaro3y € Herpopasaionoriuni gocmikeHHs — KT ta MPT ronoBHoro mMo3ky.

KT O6inpm iHpopMaTHBHA BUSBIEHHS I1HTpaKpaHiadbHUX KanbluHATIB, MP-



JOCITIDKEHHST Kpallle Bi3yalli3ye aHTioMH, 3MIHM OUI0i PEYOBMHU Ta CYJIWHHHX
CrieTeHb. BciM  marieHTaM — peKOMEHAayeTbes  mpoBenaeHHs ~ MPT 13
KOHTpacTyBaHHsIM. AmHriorpadis, OyIyud [OCHTh 1HBa3UBHUM  METOJIOM
JIOCITIJIKEHHS1, BAKOPUCTOBYEThCS JIMIIE K Mpexipypriuna aiarnoctuka. [lokazanus
JUISL  JTOCHIJKCHHSI BKJIFOYAIOTh KOPEKII0 KOCMETHYHUX JAe(EeKTIB IIKipH Ta
MOBTOPHI 1HTpakpaHianbHi KpoBOBWIMBHU. [lpu EEI' BHSABISIOT MIKMIBKYJIbHY
aCHMETPIIO Ta CMIJICNITUYHI MAaTePHU - (POKaIbHI Ta reHepasi3oBaHi.

JlikyBauus cunapomy llItypre-BeGepa cummnromarnyHe, onepaTtuBHE Ta
KoHcepBaTuBHe. KoHcepBaTHBHA Tepamisi crnpsMOBaHa Ha KOPEKLII0 HEPBOBO-
MICUXIYHOTO CTAaTyCy NAIll€EHTIB Ta YCYHEHHS ENUICTITUYHUX HamaaiB. MeToro
OIEPAaTUBHOIO JIIKYBaHHS € YCYHEHHSI KOCMETHYHHMX J1e(EeKTiB Ta 3amoOiraHHs

HOBTOPHUM KpoBoBuBaMm. [40,42-45,47-51]

Cunpapom I'inneasi-Jlinaay, ado peruHouepede/JIApHUI aHTIOMAaTO3

Cunnpom Tlnmens-Jlingay, abo peTuHOIepeOCIUISIpHUNM aHTIOMATo3 - 1€
ayTOCOMHO-TOMIHAHTHE 3aXBOPIOBaHHS 3 HEMOBHOIO TIEHETPAHTHICTIO, IO
XapaKTEPU3YEThCS HASBHICTIO AHTIOM CITKIBKH, MO30YKOBHX 1 CHMHAJbHUX
reMaHrio01acToM, HUPKOBO-KJIITUHHOI KapIUMHOMH, (PEOXpOM MPHUAATKIB S€YOK,
MyXJIUH €HA0TIM(ATUYHOTO MillleuKa BHYTPIIIHBOTO ByXa , KICTKUA MIJIUTYHKOBOT
3aJ1031, HUPOK, MEUYIHKH 1 MPUJATKIB SIEYOK.

[Tpuunnoro cunapomy l'innens-Jlingay € aHoManbHUN T'eH, JIOKATI30BaHUN
Ha XpoMocomi 3p25-p26, 110 BIAMOBIAAE 3a CUHTE3 O1JIKa MyXJIMHHOTO Cympecopa.
Cumntomu 3a3Buyail maHidectyrots y Bill 30-40 pokiB. Haltuacrime 3'sBiaseThCs
aHrioMa CITKIBKM, a TIOTIM pO3BHUBAEThCS MO30YKOBAa CHMITOMATHKA.
3axBOpIOBaHHS TPOTIKAE 3 PEAKTUBHUMHU 3alaJIbHUMH 3MIHAMH CITKIBKH 3
eKCyJAaIll€l0 Ta TeMoparisiMy, II0 CYMPOBOXYIOThCS HaAall BiAIIapyBaHHAM
CITKIBKH, IJIayKOMOIO, KaTapakTolo Ta yBeiToM. [IpoTarom aeskoro yacy narji€HTH
CIIOCTEPIraloThesl y 0dTaIbMOJIOTa 3 TPUBOIY OOJIF0 B OIll Ta 3HUXKEHHS 30Dy,

Mi3HIIIE BUHUKAE 3araJIbHOMO3KOBA CUMITOMAaTHKa (TOJIOBHUM O111b, OJIFOBaHHS), a



MOTIM O3HAaKH OCEPEIKOBOIO YPAKEHHS MO304YKa — alaJloXOKiHEe3, IHUCMETPIs,
aTakcis y mo3i Pombepra.

[Tpr4arHOIO TOSIBY 3aTalIbHOMO3KOBHX Ta OCEPEAKOBUX CUMITTOMIB € Ty XJIMHA
MO30YKa 1 HapocTaroua BHYTPIIIHbOUEPEIHA TinepTeH3is. [HOoMI 3axBOpIOBaHHS
ne00Tye CNUHAIBHUMH CHMIOTOMAaMH — BTPAaTO TMPOMPIONENTHBHOI Ta
MOBEPXHEBOI Uy TIIMBOCTI 32 CETMEHTAPHUM Ta MPOBITHUKOBUM THIIOM, SIKi TIOB'sI3aH1
3 KOMIIPECIE€I0 CITMHAIBHOT FTeMaHT1001aCTOMHU Ha CIMHHUN MO30K. [Ipu mokamizariii
MyXJIMHU Yy BHYTPIIITHLOMY BYCI 3aXBOPIOBAHHS CYIIPOBOKYETHCS BTPATOIO CITYXY.
UacToTra HapoKEHHS BicLepalibHOiI mMmartosiorii mpu cuuapomi [innens-Jlinpay
konmuBaetbess Bim 10-15% (deoxpomonutoma) no 40% (HUPKOBO-KIITHHHA
KaplmHOMa).

JiarHOCTHYHI KpHUTepii:

+2 Ta Outbme remanriodmacrom LTHC;

] remanrio6j1acToma y Mo€JIHaHHI 3 BiCIEPaJIbHOIO MAaTOJIOTIEL0;

*OJIMH 13 TIEpPEeIIYCHUX BHINE KIIHIYHUX CHMITOMIB Yy TO€JHAHHI 3 CIMEHHUM
aHAMHE30M.

Jns  marBepkeHHs aiarHo3y npu  cuHapomi linmens JliHmay mpoBOASTH
Helpopazgionoriudi  npocmimkenHs (KT, MPT) 3 koHTpacTyBaHHSM.
['emaHTi00,1ACTOMH MO30YKa BUSBJISIOTH Y KOXKHOMY JIpyromy Bunaaky. ¥ 20-40%
MaII€HTIB 1I€ COJIJIHA MyXJWHA, B 1HIIUX BUIQJKAX - BACKYJSPHUU IMyXJIUHHUN
BY30J1, KM 3HaXO/IUTHCA B CTIHLII BEJIMKOT JIKBOPHOI KICTH, YaCTIIIE JJOKAT130BaHOT
B remicepi Mo3zouka. ['emanrio6acToMa MPakTUYHO HE BIAPI3HAETHCS B KICTH, 1
TITBKY BBEJCHHS KOHTPACTY 1 HAKOMWYEHHS WOTO KIITHHAMU MyXJIMHU TOJIETIIY€E
MOCTAaHOBKY J1arHo3y. PiIKO MyXJIMHU pO3TalIOBYIOTHCA B CTOBOYp1 200 MiBKYJISAX
BEJIUKOTO MO3KY, JUISl X JIarHOCTUKHU OUThII 1HGOPMATUBHUM METOJOM CIY>KUTh
MPT. ChiHanbHi reMaHrio0jacTOMU TPEJCTaBIICHI COJITHUMH MyXJuHaMH a0o
MICEBJOCUPUHTOMIEJIIYHUMHM TIOPOKHUHAMHU. YCIM TallleHTaM 31 CHIHAIbHUMU

YTBOPEHHSIMU TOKa3aHi KOHTpacTHI MP-nocmimkeHHs.



JlikyBanus cunapomy l'inmens-Jlinnay cumnromaruuse. [Ipu remanriodmactomax
MOKa3aHO XIPypriuyHy pe3eKlliio, ajie MCIs BHAAJCHHS MyXJIMHU CXWIbHI JI0

penmauByBaHHs. [1-5, 53]

ATakcisi-Tesieanriexra3sis (cunapom Jlyi-bap)

ATakcis-TeleaHriekTasist - 3aXBOPIOBaHHS 3 ayTOCOMHO-PELIECUBHUM THIIOM
yCHaJKyBaHHSA, IO XapakTepu3yeThcsi mnopymieHHsMm pemapauii JIHK, Baxkum
iMyHOZIe(DIITUTOM, MO30YKOBOIO  JICTCHEpAIli€l0, TeJCaHTIeKTa3isiMu  Pi3HOT
Jokami3amii, CXWIBHICTIO JO OHKOJOTIYHUX 3aXBOPIOBaHb, YYTIUBICTIO JI0
pajialiitHOTO BILIUBY.

Yactora BunukHeHHs1 1 Ha 40 000. I'en nmokanizoBanuii Ha xpomocomi 11.
KiiHiuHa KapTHHA XapakTEepHU3yEThCS MO30YKOBOIO aTaKCielo (sika 3a3BUYall cTae
MOMITHOIO i1 HABKOJUIIHIX B TMepioj HAOYTTS AUTHUHOI HaBUYOK XOJbOH),
JM3apTPI€I0, OKOPYXOBUMH MOPYIICHHSIMHU, XOPE0ATETO30M, MIOKJIOHISIMHU, & TOKOX
CHJIOKPUHHUMH TOPYIICHHSIMH. XapakTepHl IIKIpHI 3MiHM (TeJleaHTieKTasii)
3'SIBISIIOTHCA B 3-6 POKIB Ha KOH'IOHKTHBI OU€H, a MOTIM MOIIUPIOIOTHCS Ha 00 IMYYs,
KO0, ITTHEOIHHS, BYIITHI pAaKOBUHH, JOPCAJIbHY ITOBEPXHIO PYK.

Hedextu IMyHITETYy NPOSBISIIOTHCS PEIUAUBYIOUMMH OaKTepialbHUMHU Ta
BIpYCHUMU 1H(DEKIIAMH, TIMPOMAMH, JTEHKO30M Ta 3JIO0SAKICHUMU MyXJIMHAMH, K1
3arajgbHO BpakatoTh 10-15% XBOpUX 3 aTaKkCi€r0-TeNIeaHT1eKTa3I€lO.

Heiipopaaiosioriydi  AOCHIIPKEHHST BUSIBJISIIOTH  IIpOrpecyrouy  aTpodiro
MO304Ka, TIEPEBAKHO YEpPB'sika, BTOPUHHY arpodiuny auiataiito [V mnuryHouka,
MOCTreMOpariuii BOTHHINA B TMAapeHXIMI MO3KY, TMOsfBa SKUX TIOB'sS3aHa 3
KPOBOBUJIMBAMH 3 €KTO30BAaHUX CYIUH

HasBricTs y autuHM arpodiuyHux 3MmiH Mo30uka mpu nposenenHi KT abo
MPT ronoBHOro MO3KY, aTakcCisi Ta MPOTrPecyrOuMil HEBPOJIOTIYHHUNA AePiuuT

BHMAararoTh BUKIIOUCHHS CHHIPOMY aTakcii-reseanriekrasii. [1,3,5-9]



I'imomenano3 Ito
[imomenano3 Ito 3a wacToToro 3aiiMae 3-e¢ wmicie cepea ¢akomaTo3iB IICHs
TyOEpO3HOTO CKJIEpo3y Ta HehpodiOpomaToly. Y NeIKUX BUIAIKAX TPAIIAETHCS
ayTOCOMHO-JIOMIHAHTHE ycmnaakyBaHHs. [laTorenes He 3'scoBanwmii. I'imomenanos
ITo xapakTepu3yeThCsl HASBHICTIO Ha IIKIpl TiMO- Ta JEMIrMEHTOBAaHUX 30H 3
HEYITKUMH MEXaMH, CMYKOK Ta M. Y 40% maiieHTiB 3yCTpIiYaloThCs IUIAMU
KOJIbOPY «KaBa 3 MOJIOKOM», aHT10MHU, «MOHTOJIbCbKay OJIAKUTHA IUIsIMA, AU(Yy3HA
aJIOTICIIIsI, TETEPOXpOMis palay HOT 000JIOHKM Ta Bosoccsa. CKelIeTHO-M'sI30Bi
aHoMaJlii  BKJIIOYAIOTh  TeMmirineptpodito, Kigo3, CKOJI03, TiNepiopao3,
pyauMeHTapHi peOpa, BapyCHI Ta Balbl'ycHi nedopmariii crom. HeBposoriuxi
CUMIITOMH 3yCTpiuaroThcsa y 50% maiieHTiB 1 BUSBISIOTHCA EMNUICITUYHUMHU
HarajaMu Ta 3aTPUMKOIO TICHUXIYHOTO PO3BHUTKY. JeOIOT emuienTUYHUX HamnajaiB
nocigae 1-i pik XuTT IUTUHU. OCHOBHUM TUIIOM €MIJIENTUYHUX MAPOKCU3MIB €
1H(paHTUIBHI cna3Mu, QoKadbHI MOTOpPHI Hamagu Ta MiokioHii. Hanaau
PE3UCTEHTHI 10 MPOTUBOCIIICNITUYHOT Tepartii [1-7].

Haii6i1b11 iHpOpMaTUBHUM METOJOM J1arHOCTUKH LepeOpalibHOI MATOJIOT11
e MPT wmo3ky. Ilpu nocmimkeHHI BUSBISIOTH IIMPOKHN CHEKTP aHOMAaiil:
MOJIIMIKPOTIPit0, HEUPOHAIIbHI IeTepPOTOMNii, reMimMeraienuedanito, JiceHuedairo,
(dokanpH1 KIPKOBI JUCIUIa3li, TIMOIJIA31i0 MO30JUCTOrO TijIa, a TaKoXK aTpodiro

PEYOBHMHHU TOJIOBHOT'O MO3KY. [51-57]



BucHoBkn

TaxkuM 9yuHOM, TAIi€HTH 3 ()aKOMATO3aMH, 10 XapaKTECPHU3YIOThCS 3MiHAMU
MIKIPHUX TMOKPHUBIB, HEBPOJOTIYHUMH TOPYIIEHHSMHU Ta MATOJOTIEI0 BHYTPIIIHIX
OpraHiB, MOTPEOYIOTh I1HAWBIAYaJbHOIO MYJIBTUIMCHMIUTIHAPHOTO MMAXOAY 0
oOCTeXEeHHS, BEICHHS Ta JIIKYBaHHS, 10 TO3BOJIUTH MOKPAIIUTH SIKICTh JKUTTS ITHX

XBOPHX.



3anuTaHHs IS 3aKJII0YHOT0 KOHTPOJIO 3HAHb
1. Slka Tpiaga xapaktepHa Juist xBopoou Crepxa-Bebepa?

1.Anriomaro3 B 00acTi MPOEKIIii TPIHHUYHOTO HEPBa, TMIayKoMa, aHTioMa
MO3KOBHX 000JIOHOK

2.HicrarMm, iHTeHIIHHUN TpeMOp, CKaH0BaHa MOBa
3.CnaboyMCTBO, EMINPUCTYTH, HIKIPHI 3MIHU

2. Ins mweripodidOpomaTosa PekiiHrxay3eHna xapakTepHi Takl CHMIITOMH, 32
BUHSITKOM:

1. ITirMeHTHI TIsIMUA
2. Eninpuctynu
3. [lyxnmHu 10 X0y HEPBOBUX CTOBOYPIB
4. Anrioma o0nuyyst
3. SIxi 3MiHM Ha OYHOMY JH1 XapakTepHi 1iia pakomaTosa ['innens-Jlangay?

1.AnriomMaTo3 CITKIBKH, aHeBpU3MHU, KUCTH, ACTCHEPAIlisl CITKIBKH,
HNITMEHTHUN PETHHIT

2.HoBoyTBip y BUTIIsiA1 "TyTOBOT siroaun”
3.HoBoyTBip y Burisiai "BUIlIHEBOI KICTOYKH"

4. SIxkuii CMMIITOMOKOMIUIEKC XapakTepHuid 1y1st xBopoou Jlyi-bap /BkaxiTh
HEBIPHY BIIMOBIIE/?

1.ATakcis
2.Hictarm
3.Temeanriexrasii
4.CkanjgoBaHa MOBa
5.ImyHonedinuT
6.Az1eHOMa CallbHUX 327103
5. SIxe MOMIKOIKEHHS IIKIPU XapaKTEPHO I TyOEpO3HOTO CKIEPO3y?
1.AneHoma caabHHX 327103
2.IxTi03

3.JlenirmMeHTalis



6. Slke MOIIKOKEHHS IKIpY XapakTepHe s HelpodiOpomaTos3a
Pexmiarxay3sena?

1."KaBoBi" missMu
2.AneHoma caJIbHHUX 3aJ103
3.I'imepkepaTo3
7. SIke 3aXBOPIOBAaHHS HE HAJICKHUTH 10 (pakomMaTo3iB?
1.Heitpodiopomatos
2. TyGepo3Huii ckiaepo3
3.ATakcis-TeneaHriekrasis
4.D16po3Ha OCTEOAUCILIIA3IA

8. SIkuii KIIIHIYHUNA CUMIITOM HE XapaKTepHUH ISl MHOKUHHOTO
HelpodidpomaToza?

1.3HMKEHHS 1HTETIEKTY
2.CynomMHuli CUHIIPOM
3.PyxoBi, 4yT/IMB1 NOPYIIECHHS
4 Kineue Kaitzep-®neiimepa

9. 17151 sIKOTO 3aXBOPIOBAHHSI XapaKTEpPHE CIOMYyUYEHHS: aHT10Ma IIKIPH, AaHT10MU
00O0JIOHOK 1 PEYOBUHHU FOJIOBHOTO MO3KY, aHT1OMHU CYAMHHOI 0OOJIOHKH OKa,

riaaykoma:
1.XBopoba Tesa-Caxkca
2.XBopoba bypHeBims
3.XBopoba IlITypre-Bebepa

4.Cungpom Onbpaiita

10. IIpwm sikiit XBOpOO1 CIIOCTEPIraeThCA: TEACAHTI0EKTa31sl IIKIPH 1 CTU30BHUX,
MO30YKOBUH CHHAPOM, BPOKEHUHN ASHIIIUT IMyHOTTIO0YTIHIB?

1.Cunapowmi Jlyi-bap

2.XBopobu Pexninrxaysena
3.XBopobu Illapko-Mapi

4. XBopoou Bepanira-I'opdhmana



BiamnoBiai Ha 3amuTaHHS 71 3aKJIFOYHOTO KOHTPOJIIO 3HaHb
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