MOHOI'EHHI TA EINI'EHETUYHI XBOPOBHA

JTUCTOHII-IIJTIOC.
KJIIHIKA, TEHETUKA,
JTIATHOCTHUKA
MIOKJIOHIYHOI AUCTOHII
TA CUHJIPOMY CETABU




MIHICTEPCTBO OXOPOHHMU 3/10POB'SI YKPATHU
XapkiBCbKHUil HANIOHAJTLHUA MeIUYHUN YHIBEpCUTET
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MOHOTI'EHHI TA ENITEHETUYHI XBOPOEBMU.
JUCTOHII-IIJIIOC. KJIHIKA, TEHETHUKA,
JTIATHOCTHUKA MIOKJIOHIYHOI JTUCTOHII
TA CUHAPOMY CET'ABU
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J1. B. llIkonpHIKOBa



: JIMCTOH1T — TEHETUYHO T€TEPOreHHA
\\ 1 KJIIIHIYHO MoJIMOp¢Ha IpyIia 3aXBOPIOBaHb,

K1 BIIHOCSTBCS JI0 €KCTpaIipaMiJHUX

MOPYIIEHB 1 XapAKTEPU3YIOTHCSI HEPUTMIYHUMU,
4acTo MOBUILHUMH, O0€pTaIbHUMU
HACWJIBHUIIbKUMH PyXaMU B PI3HUX YACTHHAX

TI1a 3 (DOPMYBAHHSIM MATOJIOTTYHUX T103.



Buaiagors 1UCTOHIlL:

» TICPBUHHI

» BTOPHUHHI

» ITACTOHII-TUTIOC

» JTUCTOHII P MYJITBTUCUCTEMHHX
HENPOJACTEHEPATUBHUX

3aXBOPIOBAHHAX

BACKGROUND
* MOVEMENT DISORDER (hel CAUSES INVOLUNTARY

MUSCLE SPASMS L CONTRACTIONS

« AREAS of BRAW ASSOCIATED oth MUSCLE MOVEMENT
(0.9, BASAL GANGLIA) ore NFFECTED

* 35 MOST COMMON MOVEMENT DISORDER » USA

CAVSES CLASSIFICATIONS

* INHCRITED DYSTONAS PRIMARY DYSTONIA

~ GENETY. MUTATEN - PMERITED o UNENOWN CAUSE
» ACGUIRED DYSTONWA

SECONDARY DYSTONIA

~ ENVIROMENTAL FACTORS RESULY o SCVERAL CAVSES
» IDIOPATHIC DYSTONIA

« NO CLEAR CAVSE DYSTONIA PLUS

SYNDROMES

SOTH DYSTONA L ANOTHER
MOVEMENT DISORDER

SIGNS & SYMPTOMS

» SLOW or IRREGULAR MUSCLE MOVEMENT
in AFFECTED AREA
~ WORSENS with 11 MOVEMENT
~ MAY BE ACCOMPANIED by PAN
* SPECIFIC SIGNS VARY
DCPENDING o AFFECTED
BODY PARY

ONE RAISED SHOULDER

PROGRESSIVE WORSENING
of HANDWRITING

HEREDODEGENERATIVE
DYSTONWA

DYSTOMNA wih NCURCALOGA AL
SYNPYOMS

HEAD TILTED (o ONE SIDE

UNCONTROLLED BLINKING
JEYES

DIFFICULTY SPEAKING

TURNING of NECK




BignmoBigHo 10 pexkomenaaunin €Bponencbkoi peaepaii
HEBPOJIOTIYHUX TOBAPUCTB 0YyJIa MPUHHATA HACTYMHA KJacupikamiss TUCTOHIH
(3a Albanese et al. 2011):

3a eTioJIori€I0;

* [IlepBunHa ineonaru4yna adbo "yncra" TUCTOHIS: AUCTOHIS € €AMHUM KIITHIYHAM
CUMIITOMOM (KpiM Tpemopy). Bu3HaueHa ek30reHHa npruurHa, a TAKOX 1HIIII
BPOJI>KEH1 a00 JiereHepaTUBHI 3aXBOPIOBAHHS MPU 1IbOMY BIACYTHI.

®opmu: DYTI1, DYT2, DYT4, DYT6, DYT7, DYT13, DYT17, DYT21, DYT23,
DYT24, DYT25.

* [lepBuHHA QM CTOHIA-TJIIOC: TUCTOHIS € BUPAKEHUM CUMIITOMOM,

ajie MOEIHYETHCS 3 IHITUMM PYXOBHUMH PO3i1aJaMH (MIOKJIOHYC, TAPKIHCOHI3M).
O3Haku HeWpojereHepailii BiACy THI.

®opmu: DYTS, TH, SPR, DYT11, DYTI12, DYT15, DYT16.




* [lepBrHHAa MAPOKCU3MAJILHA TUCTOHIA: TUCTOHIS IPOSIBIISIETHCS
KOPOTKHMHM €I1130/1aMH, Y TIPOMI’KKaX MI>)K HUMH KJITHIYHI TPOSIBU

BIICYTH1. MOKJIMBa HasIBHICTh TpUTrepHOTro (paktopa. opmu:
DYTS8, DYT9/DYT18, DYT10/DYT19, DYT20.

 /IlucToHii npu HelpoaereHEPATUBHUX (30KpPeMa CIAAKOBHUX) 3aXBOPOBAHHSX:
JMCTOHISI MOKE OyTH OHUM 13 KIHIYHUX TPosiBiB. OMucaHi ayToCOMHO-J0MIHAHTHI
(cmmHHOIIEPEOCIISPHI aTaKcii, JEHTAaTOPyOpO-TIaJLIiqoIF0icoBa aTpodis), ayTOCOMHO-
periecuBHi (xBopoOa Binbcona—KoHoBanoBa, 10BEHIJIBHUM HapKIHCOHI3M, XBOpO0a
Himana—Ilika), X-34uerieHi, MITOXOH Ipi1aJibHI, & TAKOK CIIOPAJANYH1 (ITPOTPECy0Unid
HaJI'sIACPHUN Mapaiid, MyJbTUCUCTeMHA aTpodisi, KOpTUKOOa3aibHa JIereHepallis,

JAEMeEHIIis 3 TUTbIIMHu JIeB1) HelipoereHepaTuBHI 3aXBOPIOBAHHS.




BropuHHi AMCTOHII: 1HIyKOBaHI JIIKAMUA JUCTOHIi; HUCTOHIi, 3yMOBJICHI HAOyTHMH
OpuYMHAMKM Ta 30BHIIIHIMH (dakTopamu. [loB's3aHi 3 mnpuilMaHHS JIEBOJOIH,
HEHWPOJICNTUKIB Ta 1H.; JHUCTOHII TP HEUPOIH(DEKIISIX, JIEeMIETiHIZYIOUUX

3aXBOPIOBAHHSX Ta 1H.

TRE MOR —INVOLUNTARY, RHYTHMIC MOVEMENT

RESTING
* DEVELOP when BODY PART is RESTING |\,
* GRAVITY-DEPENDENT &) ;

ACTION
POSTURAL == KINETIC
* SPECIFIC POSITION SIMPLE

% FLAPPING TREMOR ' UNIFORMLY throughout a
~ METABOLIC DISORéZsRe ‘X‘S) VOLUNTARY MOVEMENT
— INTENTIONAL
e (Cao d S WORSENS as BODY PART approaches ]
“.,’ a

hapa{(c TARGET

encephalopathy > ASSOCIATED w/ CEREBELLUM
ATAXIA & DYSMETRIA .

urermic ASK-SPECIFIC — /

encephalopathy TAS PECIF x

OCCURS during a SPECIFIC TASK
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Knacudikauis nucroniy (3a Albanese et al. 2011)

. . .
3a BIKOM MOYATKY 3aXBOPHOBAaHHA: = Ye .
* Panniu nouamox (< 20-30 pokiB).

3a3BUYail MOYMHAETHCS Yy HO31 UM PYIIi;

9JaCTO MOIIUPIOETHCS HA 1HII KIHIIIBKY Ta TYJIYO. L&

e [1i3Hiti nouamox.
3a3BU4all MOYMHAETHCA 3 U1 (BKJIFOYAIO4YX TOPTAHBb),

KpaHIAIBHUX M's13aX a00 B OJIHIN py1Il. . e

['enepainizyeTbes piako.



Knacudikauia qucroniii 3a JokaJizamiero (3a Albanese et al. 2011) :

* dokajgbHA: OJHA JUIsSHKA Ti1a. [TuceMoBuHit cma3zm, 6edapociasM.

CermeHTapHa: cyMiXHI IUISHKY Ti1a. KpaHionepBikaibHa TUCTOHIA.

MyabTHdoKaNbHA: 1Bl Ta OUIIIE BIAJAJICHUX AUISTHOK TLIA.

biedapocnasm + IUCTOHIS CTOIH. j} jj 0

* I'enepaJizoBaHa: oOMIBI HOTH pegriental Bystonia

Affects two or more
connected body parts

Generalised Dystonia
Affects most of the body

Ta SIK MIHIMYM III€ OJIHA AUISTHKA Tija

(3a3Buyaii ojiHa a00 JB1 pyKH).

i? é ' "‘ M
= S
Focal Dystonia

. . : Multifocal Dystonia
FCMI[[I/ICTOHIHZ ITIOJIOBHHA T1JI1A. Affects a single muscle

Affects two or more unrelated
body parts



CniBBIIHOIIICHHS TTIEPBUHHOI JIUCTOHIT-TIIIOC BINHOCATLCA

: . ™ 710 papuTEeTHUX (HOPM, 1110 3HAYHO
1 BTOPUHHOI TUCTOHIM cKiamae 2:1.

YCKJIAJIHIOE iX CBOEYACHY J11arHOCTHUKY.

BRAIN ORGANIZATION

ENVIRONMENT

{1



AJIKOT0JIb-9yTJINBA MiOKJOHYC-AUCTOHIst — DY T11

Cunapom Cerasu — 1oda-uyriausa auctonis — DY T5/DYT14
Jloa-uyTiamBi 1ucTOHIl, 1110 3ymMoBJieHI reHamMu TH Tta SPR
JIUCTOHISI-MAPKIHCOHI3M 3i IBUAKHM MoYyaTkoM — DY T12
AJIKOT0JIb-9yTJINBA MiOKJIOHYC-IUCTOHIst — DY T15

JlucToHiss-mapkiHcoHi3aM — DY T16






Miaznocmuka

) { CHCECHRA
- a e e o .



Mioxknonyc-aucronia SGCE (SGCE-MD) —

PIIKICHE CIIaJIKOBE 3aXBOPIOBAHHS, 1110 XapaKTEPU3YETHCS
MO€EHAHHSAM IMIBUIKUX, KOPOTKUX CKOPOYEHb M'31B-MIOKJIOHYCIB
Ta/ab0 TpUBAJIMX CKPYy4YyBaHb 1 MOBTOPIOBAHUX PYXIB, SIK1 MPU3BOAATH

110 HCHOpMAaJIbHUX MATOJOrIYHUX 1103 (aucToHiss) OPDA: 36899

HaliO11p11 yacTa JokaJizamnisa MiOKJIOHYCIB:

» 11U, Ty1yO 1 BEpXH1 KIHIIIBKH

» piJIIIe — HOTH.



[Tpubnu3zHo 50 % mnaiieHTiB MalOTh:
J0aTKOBY OCEPEIKOBY a00 CErMEHTapHY AMCTOHIIO Y BUIISA1 IIEPBIKAJIbHOI IUCTOHI1

Ta/ab0 CyqoM, K1 BUHUKAIOTh IIPH MUChMI1 — IIMCAJIbHUM CITa3M.

MamnidecTaliisi 3aXBOPIOBaHHS TPAIUIIETHCS HAa 1-2 IecAaTupiuys XKUTTA




N
2.1

Ch7

3AXBOPIOBAHHA, OBYMOBJIEHE MYTANICIO I'EHA SGCE

I'en emncumon-capkormikany (7021.3) komye TpancMeMOpaHHHM O1IOK,
SAKUM € YaCTUHOI JUCTPO(IH-ACOIIMOBAHOTO TIIKOMPOTETHOBOIO KOMILIEKCY,
[0 MICTUTBCS Y CKEJIETHOMY Ta CEpIEBOMY M'si3aX 1 3B'A3y€ IIUTOCKENET
13 TO3aKJIITUHHUM MaTPUKCOM. B1JIOK €lCUIOH-CAPKOITIIKaH TaKOK MICTUThCS

B HelipoHax, kiniTuHax IlypKiHbe MO304YKa Ta rimoKamIa.

I'eH IMIIPUHTYETHCS 3 MEPEBAKHOIO EKCIIPECIEI0 B1JT 0AThKIBCHKOIO aJieisl.

[RefSeq, 2016 p.]



Chr7
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MoJiekyasipHa pyHKIiA reHa — 3B'A3yBaHHSA 10HIB KaJIbIIII0
(https://www.genecards.org/Guide/GeneCard#go)

bionoriuni npouecu (https://www.genecards.org/Guide/GeneCard#go):
— y4acTh B a/ire31i KIITUHHOTO MaTPUKCY

— 0epe y4acTh y PO3BUTKY M'SI30BUX OpPraHiB



3rigno 3 karagorom GWAS (https://www.genecards.org/Guide/GeneCard#GWA)
OioMapkepaMu ISl HBOI'0 F'eHA €:

g W e W
Collager\/_&&cj_ =

g
e

Extracellular Sarcoglycan

it compiet o : halpi * KapunHoma MOJIOUHOI 3aJ1031
9%&%&%8996.,’* lanel. 0110000000000 * Besconns
38005 0 G bbBOYOO DD

° [MInzodpenis

Dystrobrevin
Sarcoplasm

° PiBenb Tpurminepuain
* COVID 19

Juctpodin-capkrornikaHoBUM KoMIuIeKe. Lleil koMIIeKc, 1110 0XOIUTi0e MeMOpaHy, 3'€IHy€ M'sI30BUI
IIUTOCKEJIET 13 MO3aKJIITHHHUM MaTPUKCOM. biIOK TUCTpOodiH € HEBIJI'€MHUM KOMIIOHEHTOM IIi€1 JTaHKH,
HEOOX1THO1 /ISl IATPUMKHU HAJIE)KHOI CTPYKTYPH, QYHKIIIT Ta IITICHOCTI M'431B.
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Ilarorennuii Bapiant SGCE na aneni SGCE , mo noxoauTsb Big 0aTbka (eKkcnpecoBaHMi),

SIK IMPpaBUJi0, NPU3BOAUTH 10 3aXBOPIOBaHHAA.

Maitxe Bcei aiTh, siki ycnaakyBaau narorennuii Bapiant SGCE Bix 0arbka,

MAKOTbH CUMIITOMM.

IHaTtorennuu Bapiant aneasL SGCE, orpumMannu Bix marepi, ik NpaBuJio,
He NMPU3BOAUTH 10 3AXBOPIOBAHHSA, JuIle ~5 % AiTeH, AKi yCIaAKyBaJIH

narorennui Bapiant SGCE Bix marepi, MaloTh CHMIITOMM.

InenTudikoBaHo HeBeJIMKY KiJbKicTh 0ci0 i3 mikpoaeaenisimu SGCE,

1110 MPU3BeEJI0 10 MeTWIIOBaHHs 000x ajenaiB SGCE.

BinabuicTs giogeii i3 SGCE-MD ycnaakyBaJiu po3Jiaj Bil reTepo3uroTHoro 6arbka,
SIKMUA MOsKe 200 He MOoke MaTH KJIIHIYHI 03Hak M/I (ockisibkn )eHOTHIIOBE BUPAKECHHS

y 0aTbKa 3aj1e:KaTHMe, Bijl KOro 3 0aTbKiB yCIaJKOBAHA MYTAIlisl TeHa).

edopa Peiimona Ta cuiBasrt., 2020 p.
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Y koro migo3proBaru?
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* B 0¢i0 i3 MiOKJIOHYCOM OKpPEMO

a00 3 IMCTOHIi€10, KA noanaeTbm
B NepuioMy a00 APyromMy A€CATHIITTI KUTTH

 Pijle nposiBJIsi€THCA 130J1b0BAHOI0

n}’roniem
»




BUILISAIOTH
HACTYIIHI
KPUTEPII

JIATHOCTHUKHU
3AXBOPIOBAHH/SI: e OcHOBHI

o JlpyropsaHi

« Kpurtepii BUKITIOUCHHS

Hebopa Peiimonp Ta criBast., 2020 p.




L | Kpurepii qia giarnHoctukua M/l BUMarawTh:

 HAasIBHICTh YOTUPHOX OCHOBHUX KPUTEPI1iB
1 ’KOJTHUX KPUTEP11B BUKITIOUCHHSI

« 200 TPHLOX OCHOBHMX KPUTEPIIB,
JIBOX APYTOPSHUX KPUTEPIiB
1 ’KOJTHUX KPUTEP11B BUKIIOUCHHSI
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OCHOBHI KPUTEPII:

» MiokJIoHis 13071b0BaHa a00 Taka, sKa IepeBakac HaJ IUCTOHIEIO
» BupaxeHiCTh pyXOBHX MPOSABIB y BEPXHIN YaCTHHI Tijia

» BinacyTHicTh TyayO0BOi IUCTOHIT

» llo3uTuBHUI CIMCHHNI aHAMHE3

» Ilouatok y BiIi 10 18 pokiB

Globus pallidus
N.Caudatus externus(GPE)

ThaI?mus

Putamen
N.Accumbens Globus pallidus
internus(GPl)

. Substantia Nigra(
N.Subthalamicus(STN)
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KPUTEPII BUKJIIOYEHHS:

» [HIII1 HEBPOIOT1YHI IPOSB JIOMATOK IO MIOKJIOHIT Ta/a00 TUCTOHIT

b OyTH OPUCYTHIMU
"

CTEKEHH1 F'OJIOBHOTO MO3KY

(3@ BUHATKOM C}HOM,‘lKi MO
y I[CHKI/IX 0516 i3 %Q’MD
> HEH()JIOI‘I‘IH\I SMitiH npu MPT

» Heiipodizionoriuni mani, SgFHE MiATBEPKYIOTh A1arHo3



Kpurepii aias giarnoctuku M/l BumaramwThb:

« YOTHPHOX OCHOBHUX KPUTEPIIB 1 3KOJJTHUX KPUTEPIiB BI/IKJHO‘IGEHH\

« 200 TPHOX OCHOBHMX KPHUTEPIiB, ABOX APYTOPSTHUX KPUTEPIiB

1 )KOJTHUX KPUTEPIIB BUKITIOUCHHS

Roze et al. 2018



» JTIAT'HO3

« Jliarno3 SGCE-MD BcTaHOB/IIOIOTH
y Npo0aH/Ia 3 MiOKJIOHYCOM Ta/a00 IUCTOHIEI0

HJISIXOM IJIeHTH(dIKaLil reTepO3uroTHOIro

nmartoreaHoro sapianry resa SGCE

=T WS ' « SGCE exkcnpecyerncsi nepeBakHo JuIe
3 0aTbKIBCHKOIO aJ1eJIsl IIeHTH(PIKOBAHO HEBEJINKY
\ KiJbKIicTh 0¢i0 3 mikpoaeaeniasvmu SGCE

a00 0IHO0ATHKIBCHKOI) JINCOMI€I0 MaTePi,

110 NMPHU3BEJIO0 10 METIIIOBAHHA 000X ajeaiB SGCE
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0 15—18 pokiB

CHETPaHIIi€r0 (OMKUC CTaHIB, 3a IKUX
OCTI1 IaHOTO FEHOTUIY BUSBIISIETHCS 3aXBOPIOBAHHS )

ACTOHIS TTAJTbLI

ko JHOIUHA 12 HAMARAETHCs B
HANPHUKTAN, THCHMO abo rpa H
1

-\




HEPBOBO-IICUXIYHI ITPOSIBA

. Ilan1yHa ataka

« MioKJIOHI

« Husbkuii M'130BU TOHYC

. Tpemop

« MiokioHis xpeOTa

« Kpuorus

. [lenpecis

« O0CeCcHUBHO-KOMNYJIbCUBHA IIOBEIIHKA
« TPUBOXHICTB

« CTpax BIAKPUTHUX IPOCTOPIB



HEBPOJIOI'TYHI CUMIITOMMU,
O PIIKO CITOCTEPITAIOTBCAI:

 JleMeHIIis Ta aTakcis

« Cynomu Takox pIJIKICHI, aJi€ PO HUX MOBIIOMIISIIOCS
MPUHANMHI Y TPhOX CIM'SIX 1 OUIbIIIE HE BBAYKAKOTHCS

BUKJIIOYHUMMU JIA I[iaFHOCTPIKI/I.

Haugarvoll et al. 2014




K/IIHIYHI ITPOABHAU @

(D

o MiokioniuHi nomtoBxu, THoBi a1 SGCE-MD, — e KopoTki,
OJMCKAaBUYHI PyXH, SIK1 HAMYACTINIE BPaXarOTh LU0, TYTyO
1 BEpXHI KIHI[IBKHA, IPUUOMY HOTH YPaKatOThCSl MEHIII IOMITHO.

o Y JIITEH MIOKJIOHYC HIT 1 TyJy0a B OKPEMHUX BHUIIAJIKaX
MOX€E MPU3BOJIUTH JI0 MalHb.

» Miokionyc 3a3Bu4aii € ocHoBHUM nposiBoM SGCE-MD.




o [Ipubnu3HO y nojsoBuHU noctpaxaanux ocid (54 %)
€ (hokasibHa a00 cerMeHTapHa JUCTOHIA,

sIKa TIPOSIBIISIETHCS SIK [IEPBIKaJIbHA JUCTOHIS

ta/abo cynomu nucbMeHHuka (Asmus et al., 2002).
Posterior commun-£ /e

) ) ) ) ) icating artery

o Ha BiaMiHYy B1J1 IEPBUHHOI TOPCIOHHOI JUCTOHII, S
carehral artary

JUCTOHISI HUYKHIX KIHI[IBOK 3yCTPI4a€THCS P1KO, o
uperior

X04a Mpo Hel MOBIIOMIIAIOCS B 0Ci0 13 paHHIM, CotpteRe RLler/

Basilar antery

iHdanTHILHUM TIodaTkoM (Bresman et al., 2000).

o JIUCTOHIS HE Ma€ TEHJEHIIIT O MOTIPIICHHS
a00 re’epasizaiii B mpoIeci 3aXBOprOBaHHS. carebellar artery

Pigko AUCTOHIS € €IMHUM IIPOSBOM 3aXBOPIOBAHHS. Anterior spinal arte



e MUMOBUIBbHI PyXH YaCTO MPUCKOPIOIOTHCS 200 MOCUITIOIOTHCS
AKTUBHUMHM PyXaMH ypaX€HUX YaCTHH TUIA.

o dakTOpH, 110 COPUUYUHSIIOTH 200 MIICUIIOIOTh PYXH — TPUTEPH,
BKJIIOYAIOTh:

Crpec
PanrroBuit rym
Kodein
TakTUIbHI MOJAPAa3HUKH.
o BLIbIIICTH XBOPHX MAIOTh MTO3UTHUBHY PEAKIIII0 MIOKJIOHI1

Ha B)KMBAHHS aJIKOTOJIIO.
AJIKOTOJIbHA 3aJICKHICTh MOKE OYTH CyIyTHIM 3aXBOPIOBAHHSIM

J




CYINYTHI ICUXIATPUYHI ITPOSIBU:

o Amnami3 307 narieHTiB 13 maroreHHUMH BapianTamu SGCE ta MD
BHUSIBUB, 1110 65 % Maiin oiuH a00 OubllIe NCUX1aTPUYHUX J1arHO31B,
HAUTIOIIUPEHIIIUMHU 3 IKUX Oyau crienudiyuni (33 %) Ta couiaabH1
do01i (31 %), 3a skuMU CJTiAyBajia AJIKOTOJIbHA 3aJICKHICTD (24 % )
Ta 00cecuBHO-KoMIylIbcuBHUM po3naj (OKP) (21 %)

o [loganpiie nmopiBHAHHSA CUMITOMHUX 1 0€3CMMITOMHUX 0C10
13 natoreHHUM BapianToM SGCE, mipo sike moB1OMIISIIOCS

B IIbOMY JIOCHIJI>KEeHH1, moka3ano, mo OKP 1 comianbHa ¢oois
Oy B 10 1 12 pa3iB OuIbII IMOBIPHUMHU, BiAIOBIAHO,
CUMIITOMHHX 0Ci0.

Reall et al. 2015



o SGCE-MD He BriMBa€e Ha TPUBAIICTh KUTTH,

aJ1€ MOYKE 3HAYHO IMOTIPIITYyBAaTH SKICTh KUTTS

o Xou4a MnoBiaoMJIsIoCsa npo croHtanHy pemicito SGCE-MD,
SGCE-MD Ttakox MOe MporpecyBaTi NOCTYIOBO,
10 TPU3BOJAUTH A0 3HAYHOI (DYHKIIIOHAJIBHOT HETIE3/TATHOCTI

Ta 1HOJ1 JO PaHHBOTO BUXOJy HA MEHCIIO



[IpunyckarTh JUCHYHKIIIIO
MO30YKOBO-TaaMo-
KOPTUKAJILHOTO
CTplaTo-Ianl0-Taaamo-

KOPTHKAJIBHOI'O [ISIX1B



JIIKYBAHHA:

30HICaMII.

ben3oziazemninm (30KkpemMa KiioHa3enam) 1 TpoTUCYOMHI Mpenaparu
(0CcO0IMBO BaJIBIIPOAT 1 JICBETUPALICTAM).

AHTHUXOJIIHEPI14YHI MpenapaT MOXKYTh MOJETIIHUTH JUCTOHIIO.
[H'ek111s1 OOTYITOTOKCHHY MOXE OyTH 0COOJIMBO KOPUCHOIO IIPHU IIEPBIKAJIbHINA AUCTOHII.

[ToB11OMJISIIOCS TIPO MOJIIIIIEHHS 32 T0MOMOT0K0 L-5-TipokcuTpuntodany,
L-momu Ta coti okcubaTy HaTpiro.

[ Mnboka CTUMYIISAILIS MO3KY HOJIIIINJIA SIK MIOKJIOHYC, TaK 1 TUCTOHIIO,
Ipu9oMy OUTBINICTH 13 HUX HaIllJIeHa Ha BHYTpimH0 01y kymro (GPI);
BEHTpaJIbHE MTPOMIDXKHE s1po Tanamyca (VIM).



DOVVDOVDODVODIVOVDDODVDIDIDIOIVIOIOVDIDIDOIODPDPIDIIDIDIIDIDIPIYIY

KJIITHIYHE CITOCTEPEKEHHS

Ilayienm I, 18 poxis.
CKapeu Ha MUMOBLIbHI pyXu YK, myinyoa, 201068u (3a Munom MioKJI0HIL).

Xeopie 3 5 pokig, Ko Nicas HeP808020 NePEHANDYIHCEHH
Y OUMUHU 3 '8UTUCL MUMOBLIIbHI PYXU 20108U, BEPXHIX KIHYIBOK.

AMPT: o3nak opeaniuH020 YpartceHHs 20108H020 MO3K) He 8UABIEHO.

Ompumyeag: cubazoH, KOpMeKCcuH, 0OHAK NO3UMUBHOT OUHAMIKU Mamu He NOMIYad.

I3 0anumu cxapeamu 36epHyiuUcy 00 yeHmpy peaoirimayii.
Bcmanoeneno oiaeno3s. I'inepkinemuunuti CUHOPOM.

Koncynomosanuti y yenmpi nevupoxipypeii. /liaenocmosana: Topcionna oucmomis.
EET: netipogizionociuna necmaobinbHicmo, 3ay4eHHs CPEOUHHUX CIPYKMYP.

IIposoounoce 0ocniodcenHs pieHs MIOI, YepyLONIA3MIHY, AKe He BUSABUILO NAMONOSIYHUX 3MIH
— NOKA3HUKU 8 MeHCax pehepeHmHUX 3HAYEHb.
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o Ilpu noemopuiu AMPT zonoernoco mo3sxy: MP-o3naku noaicunycumy.

o Bcmanoeneno diacnos: oecenepamusne 3axeopiosants LIHC 3 npesascHum ypasicenHsm
OA3ANIbHUX 2AH2TIIE8, IOUONAMUYHA MIOKIOHIYHA OUCMOHIAL.

o Ilpuznauenuti Haxom. Ha ¢oni nputimanus nakoma 8iomivena HecamusHa OUHAMIKA,
Y 38'3KY 3 uum npenapam 0y8 iOMIHEeHUlI.

o /s ymounenHs 0iacHo3y poouHa 3eepuynacs 0o Llenmpy.

o V penomuni: nposesu mixkpoarnzionamii, wKipa 6i0a, Mapmyposicms wKipu,
MIKpoaH2ionamis 0010Hb, NIOOULOB, JIAMKICMb HI2MIB, HCOPCMKeE 80/I0CCS, 2INOMOHIS M 51318,
oonixoueghanis, wupoxke oouyYs, O1AKUMHI CKaepu, KOpomKill Hic, NIOCKUU girtbmp,

HA A3UKY OLIUU HANIm, 8UCOKe NIOHEDIHHS, HU3bKA NIHISL POCMY B0N0CCS HA WL,
8Y3bKa 2pYOHA KAIMUHA, 2INepMOOiIbHICMb C)2l10018, UWUPOKI CIMONL.

o Kninixo-eeneanociunuti ananiz 6ussue 0OMsNCeHicmob pooo8ooy
AHANIO2TYHUM 3AXBOPIOBAHHAM Y 080IOPIOHO20 cubca (bamvKu € piOoHUMU Opamamil).



JHAHI OBCTEXKEHHS:

* Y HEBPOJIOTTYHOMY CTaTyCl MalOTh MICII€ TOHYCHI ITOPYIIICHHS
y BUIVISIII IMCTOHIYHOTO M'SI30BOTO TOHYCY, MIOKJIOHI]
B M'si3aX BEPXHIX KiHIIIBOK, Tyi1y0a, 00aruyysl.

* MikpoenaeMeHTH: 3ai1130 — 16,7 Mkmoub/1 (HopMa),
KaJIbI1id — 2,47 MMoJIb/J11 (HOpMa), MarHii — 0,83 MMoJb/11 (HopMa),
kamiit — 4,01 mmoaw/n (HopMa), Hatpiii — 142 mMoJb/n (Hopma),
xj0p — 105 MMoub/a (HOpMa).

 [omonmctein: 13,2 MkMoJIb/1 T (HopMa 10 5).

* Bitaminu: mianokoOanamis (Bitamin B12) — 338 rr/mit (Hopma),
(domieBa kuciora — 4 Hr/MJ1 (HopMa).

e [lepynorutazmin: 0,17 r/n (Hopma).



31pYCOJIOTTYHE J0CIIKEHHS:

pyc nmpocroro repuecy 1-ro tumy, AT 1gG — 10,38 1 (1opwma < 0,6)

yc Emmreitna—bapp nykneapanii antures AT 1gG — 9,41 1 (HopMa < _f



* AHa13 BUJIBHUX aMIHOKHCJIOT KPOBI:

LIMCTIH — 0,009 mmoan/a | (0,014-0,054),
¢eninanania — 0,105 mmoas/a 1 (0,038-0,078),
I TyTaMar — 0,078 mmoan/a 1 (0,011-0,059),
TII0TaMIH — 1,108 mmoan/a 1 (0,396-0,740),
acrapTar — 0,047 mmoan/a T (0,004-0,028),
T3UH — 0,264 mmoan/a 1 (0,105-0,221),

pellTa MOKa3HUKIB Y MEXKaxX pe(EepeHTHUX 3HAYCHbD.
e [TipyBar 98,65 MkMoIIb/11 (HOpMa).

* MIKpOEIEMEHTH:
IIHHK — 11,83 MkMoIIB/JI (HOpMa),
M1b — 13,46 MmxMoOJb/11 (HOpMA).



 Bitaminu: Bitamin B1 — 38,94 amouan/a | (40-80),
BiTamin B2 — 104,08 amonb/n (Hopma),
BiTaMiH B3 — 4,60 Mxmonb/1 (Hopma),
BiTamiH B6 — 30,38 Mmoub/11 (Hopma).

» CepoToHiH: 1,0 MKMOJIB/TT (HOpMA).

o Jlakrar: 1,9 mmoan/a T (Hopma 0,56—1,67)

e JloCIPKEHHS OpraHiYHUX KUCJIOT cevl
BusiBieH1 3M1HU METa0O0ITIB:
* 3HWKEHHS HEMPOTPAHCMITEPIB;
* BYIJIEBO/IIB;

e HenmocTaTHICTh B2, B3, B6, Fe, Zn.



Komopoionuit cman:

Mioknoniuna oucmonis.
Hecneyugiuna aminoayuoonamis.
I'inepzomoyucmeinemis.
Heoocmammnicmo ¢imaminie B, B3.
Mimoxonopianvna ouchynkuis.

Ilepcucmyrwua cepneceipycna ingpexuis.

® [Ipusnauena mepanis 0141 KOpeKuyii
BUABTICHUX MEMADOIIYHUX NOPYULEHD.




Ha 111 mpoBeieHoi Tepartii, 31 CJIIB MaMH, 3arajbHUM CTaH Nalll€eHTa MOJINIINUBCSA, "3MIIHIB",
aJie 3aJIMIIAI0THCS MIOKJIOHIT KIHIIIBOK, Ty/1y0a, TOJIOBH, SIK1 TTOCHIIFOIOTHCS TTPU XBUJIFOBAHHI.
B anamHe31 3BepTae yBary Tpuui epeHeceHa KopoHaBipycHa iH(DEKIis.

[Ticiss COVID-19 xBopuii OyB HampaBi€HUM HA JIIKYBaHHS 10 Pea0LIITAI[iiHOTO LIEHTPY.
[TarmieHT BiIMOBIISIBCS 1XaTH, MOTUBYIOUH 1I€ TUM, 110 HOMY "BayKKO JTUBUTUCS HA XBOPUX JITEH".
Y rpynni 2023 p. npoxoauB peaduniTaiiio y peaduniramiinoMmy neHtpi (M. YepHisiii),
CUJIBHO XBWJIIOBABCS, KOJIM OauuB XxBopux AiTeid. Ha npoMy (poH1 cTaB eMOIIMHO Ja0TbHUM,

3'IBUJIMCH MMaHIYHI aTaKW, KATETOPUYHO BIIMOBIISIBCS B1JT OOCTEKEHHS 1 JIIKYBaHHS, 3QJIMIIIMB HABYAHHS.



[3 nprBOAYy MaHIYHUX aTak, MprU3HaYeHo Oadazon Ha 1 MiC, CTaH MOJIIIIINABCA,

IPOMIILIM ITaHIYHI aTaKK, CTaB CIOKIMHIIIKM, ajie 3aJMIIaBCs ICIPECUBHUI CTaH.

[Tpu npoBeaeHHI MOJICKYISIPHO-TEHETUYHOTO JOCIIPKEHHS naHeb " JluctoHii"
BUSBJICHO naToreHHy MyTalliito B reHl SGCE B reTepo3uroTrHoMy CTaHi,

KA acoIlIMOBaHa 3 MIOKJIOHIYHOIO TUCTOHIEIO.



Jlanwnii BUNaJoK CJIij BBaXKaTH CIMEHMHUM BUIIAJKOM MIOKJIOHIYHO1 JMCTOHII,
I'€H SKO1 yCIaJKOBaHMH B1J OaThKa.

BpaxoBytouu Te, 1110 0aTbKO mpoOaHaa 1 Horo Opar He MaJik KJIIIHIYHUX MIPOSIBIB
3aXBOPIOBAHHSA, MPU HASIBHOCTI 3aXBOPIOBAHHS y CUHIB MOKHA IIPUITYCTUTH,
o reH SGCE BOHM ycCrnaJIKyBaJIM BiJi MaTepl.

Tpuul nepeHeceHa KOpoHaBIpyCHA THPEKIISI KOPETIOE
3 OloMapKepaMu JaHO1 IaTOJIOr.

Tpurepom sik mOYaTKy, TaK 1 HOTIPIICHHS CTaHy MAIIEHTA
CTaB MEPEHECEHUN CTPEC 1 TOBTOPHA KOPOHABIPYCHA 1H(EKIIIs.

HasBHICTH 1 KOPEKIIISI BUSIBIICHUX META0OJIIYHUX MTOPYIIECHb
J03BOJISIE TIOMIIIIINTH CTaH MAIIEHTA 1 TOTPEeOy€e JUHAMIYHOTO KOHTPOJIIO.



Miacnocmuka

cunopomy Cezaeu

HA NPUKAOL
0cooucmozo

CROCMEPEIHCEHHA




II||II|]I|II|Il|I||||I||l|||||||||l|||I||I||II||||I||II|||||J||I|II||Ill|||||l|||||||IIIT{IIIHII|||II||I||I|

WOE

Sl

|

—

Cungpom CeraBu

® PiakicHe ayTOCOMHO-OMIHAHTHE 3aXBOPIOBaHHS
e 3ymonieHe myTaitieto reny GCHI1

® Jlokyc kapTupoBaHui Ha xpomocoMi 14q22.2.

e MKX X G24.1

e OPDA: 255

® [Tommpenicts: 1-9 /1 000 000




IleHeTpaHTHICTH reHa cTaHOBUTH 35—40 %.
Onucano nonan 100 pizaux myraiii GCHI.

[Ipoayxt rena — pepment I ' TO-nukmoriaponasa-1,

SAKAW O€pe y4acTh y MEPIIOMY €Tarll 010JIOTTYHOTO IIUKITY
TETParigpoO10NTEpUHY, OCHOBHOTO KO(pakTOpa
TUPO3IHTIPOKCLIA3H, [0 CUHTE3YE T0(PaMIH.

VY nari€eHTiB BUABIAETHCS 3HaUHE (< 20 %) 3HMKEHHS
PIBHS AaKTUBHOCTI JIAHOTO (DEPMEHTY, & BECh HACTYITHUI
O10X1IMIYHUH KaCKaJ y HIFpaJIbHUX HEUPOHAX

MOKe OyTH €(DEKTUBHO BIJJHOBJIEHO MPHU BBEJICHHI
norepeaHuKka 10 amMiHy — JICBOJOIIH.



I'en GCHI acoyinosanuti

I
I
| 3 aymocomno-0ominanmHO0O OUCMOHIEID
I :
| (4O DA — 3anexncnoro oucmonicio —

GTP-maxnoriaponasa I obmexye [ eeeHs i cuHOpOM Cezcasu) ma GTP-yuxnociopona3sy |.

MBUJIKICTh niepeTBopeHHss GTP

y Terparigpodionreput (BH4),

K0(haKTOp TUPO3IHTIPOKCIIA3H,

sKa B CBOIO 4epry, € (GepMEHTOM,

Trp Phe

JIMITYIOYMM HIBUJIKICTh wid

CHHTE3Y A0(aMmiHy. S

L-Dopa 5-0H-Trp

\ v

Dopamine Seratonin

v v

[nsax 6iocuaTE3y M0haMiHy HVA 5-HIAA




I'en GCH-1

I'en GCH-1 konye uien cimeiictBa GTP nukiiorigposnas.

KonoBaHnuii 01510k € niepiinm (PepMEHTOM, SIKUK 0OMEKY€E MBUAKICTD Y 010CUHTE31
teTparigpooionTepuny (BH4), karanizyrounm neperBoperrs GTP y 7,8-muriaponeontepuny
Tpudocdar. BH4 € BaxxiuBuM KoPakTOpoM, HEOOXITHUM JJISI T1APOKCUIIA3 apOMaTUIHUX
aMIHOKHCJIOT, @ TAKOXK CUHTa3 OKCUAY a30TYy.

MyTaliii B IbOMY T€HI IMOB'sI3aH1 31 3JI0SIKICHOO rinepdeHIaaHiHEMIEO Ta JIoMa-9y TIIMBOIO
TUCTOHI€I0. Byio onucano Kijibka BapiaHTiB TPAHCKPUITIB albTEPHATUBHO 3POIICHUX,

10 KOJYIOTh Pi3Hi 130)0pMU; OJTHAK HE BC1 BapiaHTH JIat0Th MOYATOK (PYHKI[IOHAIbHOMY (PEPMEHTY

[mamano RefSeq, munens 2008 p.]
R88L V205E

R249Gfs

del exon 1 F104L L117R c.454-2A>G R241Q
E2G E65X 77-82del €.343+5G>C M211Vfs E236X

2 1 1 O W L R

GTP cyclohydrolase I




MOJIEKVJISIPHA ®YHKIIISA I'EHA
(https://www.genecards.org/cgi-bin/carddisp.pl?gene=GCH1#function)

— [1O3UTUBHO PEryJt0€ CHHTE3 OKCUAY a30TYy B €HAO0TENIAIbHUX KIITUHAX
nynkoBoi Benn (HUVEC).

— Moe Opatu ydyacTh y CUHTE31 Jo]aMiHy.

— Mooke 3MIHIOBaTH Yy TIUBICTB 1 CTIMKICTH OOJIIO.

— I3odopma GCH-1 € pyHkiioHansHUM PepMEHTOM, MOTEHITIHA PYyHKITIS
(hepMEHTATUBHO HEAKTUBHUX 130()OPM 3aJTUIIAETHCSA HEBIIOMOIO.
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IIJISIXU B3AEMOJII TEHA
(https://www.genecards.org/cgi-bin/carddisp.pl?gene=GCH1#pathways_interactions)

— O10CHHTE3 Ta pereHepaiis
TETParigpoO10NTEPUHY

Ta KaTa0oI13M (PEHUTAIAHIHY L=

— (pepponTo3 _,‘.p
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MdDeHOTHII T'eHAa

(https://www.genecards.org/Guide/GeneCard#H PO).

ayTOCOMHO-/IOMiHAHTHE Ta ayTOCOMHO-PEIICCHBHE YCHaI[KYBaHHS;' y
porpecyroya IHTeNEKTyallbHa HEJOCTaTHICTh
MOCTYPAIILHUN TPEMOP

CyJIOMHHM Hara/l

X0peoareTos

BUpa)K€HA M'130Ba TIOTOHIS

aHoMmaJisi pyxy odei

JPaTiBIUBICTh

MOYaTOK y MePioJ HOBOHAPOIKEHOCTI, 10 1 pOKY, /10 5 POKIB
MOPYIICHHS CIIYXY |
pes cavus

OCepeJIKOBa TUCTOHIS



® paHHs MaHidecTallisa — CepeiHIi BiK MOYaTKy 3aXBOPIOBaHHS 6 POKIB

KJUITHIYHI ITPOABU CUHAPOMY CEI'ABU:

NEeO0I0T 13 MEPBICHUM 3aJTyYEHHSIM HIT, JUCTOHIT KIHIIBOK 1 TyJ1y0a
1000Ba Bap1aOEIbHICTh CHMIITOMIB (MOJIMIIEHHS CTAHY ITICHISl CHY )

IIBUJIKE TTOJIMIIECHHS Ha (POHI MPUIMAaHHS MAJIMX J103 JIEBOAOIHN
Ta BIJICYTHICTh JIEBOJONA-1HAYKOBAaHUX YCKJIaJHEHb
Ha TJI1 OaraTopiyHO1 Tepanii

MapKIHCOHI3M

3aJ1y4EHHS KpaHlaJdbHOI MYCKYJIaTypu
rineppeduexcis

CITACTUYHICTh

CKOJI103

NICUX1aTPUYHI TTOPYIIIECHHS

reHepai3oBaHa TiIOTOHIS 3 MPOKCUMAJIBHOI M'sI30BOIO CIA0KICTHO Ta 1H.

— n B .



KJVITHIYHE CITIOCTEPEKEHHSA

[TamienTtka H., 7 pokis.

Ckapru Ha: OPYIIEHHS X0/, TOPYIIIEHHS KOOPAUHAIII.
He Mmoxe xoauTu npsimo. J[UTHHY XUTa€, XOAUTh HE HA OBHIM CTOII,
a Ha 30BHINIHIN MOBEepXHi. YacTO CIIOTUKAETHCS.

Ha MOMEHT 3BepHEHHS IUTHHA NEPEMIIIAETHCA MEPEOIKKAMU,
4acTo IiICTpUOYE.

Takox TypOye c1abKiCTh, IT1IBUIIICHA BTOMJIFOBAHICTb,
3HIKEHHSI KOHIICHTpallll yBaru.



AHAMHE3 XBOPObBH

VY 3 poku 0aThbKH HOMITUIIM XUTKICTh JTUTHHU
npu xo0/1b01. Byso nmpoBeneHo KOHCYIBTaIliIo JiKaps opToneaa
Ta BCTAHOBJICHO J1arHo3. /[6obiuna nipamiona
Hedocmamuicmb. BHyTPIIIHLOPOTAIIMHO MPUBIIHA
KOHTpaKTypa. JJUTUHI MpU3HaYE€HA KOPEKIIisl OPTE3aMHU.

VY 4 poku nipoeaeHo MPT ronoBHoro Mo3ky: O0'eMHOi
MAaTOJIOT1i Ta OCEPEIKOBUX 3MIH PEUOBUHU FOJIOBHOTO MO3KY,
CTOBOYpa Ta MO30YKY HE BUSABJISETHCS.

1
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KoncynsroBana HeBposorom: BansrycHa nedopmartis
cromn. J/[BoOi1uHa mipamijgHa HeJOCTaTHICTh. OTpuMyBaia
/4 MarHe-B6, arBanTap.
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AHAMHE3 XBOPOBH

Y 3B'13Ky 3 BIHHOW pojaMHA BUixada a0 HimeuunHu, 1€ OOCTEKEHHS

1 JIIKyBaHHS HE TPOBOAWIOCH. [licmsg mMOBEpHEHHS 3BEPHYJUCS 10 HEBPOJIOTa.

[Ipoxomuna oo6crexenns B OJIKJI, Bunmcana 3 mgiarHozoM: CrnacmuuHa

mempannecisi. G40.5 I'imokanpIyieMis.

Jlnst yrouneHHs a1arao3y nposeaeno EHMI™:

OTpUMaHl  JlaHl  CBI4YaThb HA  KOPUCTh  IMMIpaMigHOI  HEAOCTATHOCTI,
O1IBII BUPAKEHY 3J11BA.
[IpoBeneHHA IMIOYJIbCYy MO TMEpUPEPUUYHHX HEpPBAX HA MOMEHT OOCTEKEHHS,

B MC’KaX HOPMHU.

JI7st yTOuHEeHHsI llarHo3y 3BepHyJacs 1o LleHTpy.



AHAMHE3 ' KUTTA

Big Il BaritHOCTI, sika mnepeOirajia Ha (OHI 3arpo3u MepepUBaHHA

B IepuioMy TpuMmecTpl. BaritHa orpumyBana aydactoH. [lomorm B TepmiHi

recraiii 40 Tk, pizioma0rivHI.

VY mepion HOBOHAPOKEHOCTI AUTHHA Oyjia HECHOKiiiHA, 4acTo ILIaKaja.

3BepTaianch A0 HeBpomaroaora. PeKoMeH10BaHO — 3aCIIOKIMIMBHI 301p.

ETanu MOTOPHOTO pO3BUTKY 3T1HO 3 BIKOM.

VY 2 poku niepenecna ['PBI, nienonedgpur. OrpumyBajia aHTHO10THKOTEPAITIIO.
VY Bini 3 pokiB Ha i maBuiIeHHsS Temneparypa 10 40 °C BigMidaIKCh emi30au
rematypii. byna rocmitamizoBana B OJIKJI, Bunmcana 3 giaro3om: Toxcuxo-
memaboniuna uegponamis. /lucnnazis uupku. AXJII. Jleobiuna nipamiona

HEOOCMAMHICM®b.



OEHOTMUII:

3picT 122 cm

Bara 24 xr

MapMypoBICTh HIKIpU

Mixkpoanriomnaris 10J10Hb, CTOII

JIaMKke, TOHKE BOJIOCCS

JIucTOHIYHUN M'I30BUI TOHYC

Kopotkuii Hic

MikpocTomis

Bucoxke miaHeO1HHA

By3bka rpyaHa kiiiThuHa

[lepepo3ruHaHHs B KOJIHHHUX CyII00ax

Banberycna ycraHoBka cTon




KJIHIKO-TEHEAJIOT'TYHUM AHAJII3

BusiBUB 0OTSI’KEHICTh POJOBOAY MYJBTH(HAKTOPIATIBHOO HATOJIOTIEIO:

e [TomikicTo3oM

 Kapaio- 1 1epeOdpoBacKyIsIpHOIO MaTOJIOTIEIO

e OHKOIIATOJIOTIEIO




PE3YJIBTATU OBCTEXXEHHA:

Bioximiunnii anasi3 kpoBi (Bepecens 2023):

3ani30 — 17,08 Mxmonb/n (HopMma);
nTyxkHa ocdaraza —569,2 On/n (HopMa); ——

XOJIECTEPHH 3arajibHuil — 4,27 MMOJIB/JT (HOpMA); rf
IroKo3a — 5,06 MMoJIb/IT (HOpMa); r
ACT  —23,31 On/n (HopMa); ,’
AJIT  —12,07 On/n (HopMma); :‘
Tpurainepuau — 0,58 MMoub/1 (HopMma); !'
cedoBrHA — 2,93 MMOJIB/T (HOpMA); |
cedosa kucyiota — 2,1 On/n (Hopma);
KanbIii — 2,71 MMmons/n (HOpMa);
docdop — 1,93 mmons/a (HOpMma);
Mmarai — 0,98 Mmmow/i1 (HopMma); ;‘
|

KpeaTuHiH — 42,72 MKMOb/11 (HopMa); s

. Status

. |
KkpearnHkinaza — 109,44 (Hopma); f Amylase
JIAT  —224,92 On/n (HOpMa);, [ 1 ASL .
.. . o | Bilirubin 2 - MiKro?
O11ipy0iH 3aranbHuii — 10,67 MkmoIb/i1 (HOpMa); | e oP-\lor‘bere\tU\'\g 45 o
g 32125 e

ITT 20,02 Ox/n (HOpMa); | Zoium : rrs

.' “holesterin Phosphat, Gl

P 3 ~linesterase 2@ anorganisches ArY

.' = Transferrin 4478 o

3aranbHui 010K — 72,01 /11 (HOpMa);
anpOyMiH — 48,56 r/11 (HopMa);
amunaza — 38,7 On/n (Hopma).

Amiak (Bepecenb 2023): 14,73 mmons/nt (12-47).

‘nlycer ide




Kuniniynui anaJi3 ceyi:

IIUPUHA PO3HOILTY SPUTPOLHUTIB Mo 00'emy — | 31,2 i (37-54),
mupuHa po3noairy Tpomoonutis — 121,00 ¢ua (11,1-19,7),
abcoiroTHa KiabKicTh — 1T 0,43 1009/1 (0,05-0,4),

pelTa NOKa3HUKIB B MEKaX HOPMH.

JocaipxeHHsa 1000BOI ceyvi:

00'em ceui 3a 100y — 0,750 1 (0,700-1,200),
kpearurid — 0,34 r/mo6y (0,27-1,42),

kanbIii — 0,80 Mmois/no0y (0,50—-3,80),
docdop — 14,55 mmons/no6y (10,0-30,0),
cedoBuHa — 2291 Mmmoab/100y (133-200),
cevoBa kuciora — 1,80 mmons/mooy (0,60-3,00),
OKCHIIPOJIiH — 65,6 Mr/mo0y (39,7-89,7),
IIKOo3aMIHOIIIKaHu — 66 O,

IIIX/r kpeatuniny (0—198).




HopmarnbHe 3aCBOEHHS NTakTo3un

rNOKO3a
ranakTosa

J1aKTO3a

JlaKTas3a

HeiipoBiTaminu:

B6 — 28,5 mxr/ma (14,6-52,3)
B9 — 11,1 ar/mn (3-17)

B12 —432,0 nr/mn (193-987)

T'oMonucTein — 5,667 mMomb/n (10 5)
JlakTat — 1,53 mxmonw/a (0,5-2,2)

JlakTa3Ha HexoctatHicTth — C/C
(maros1oriyHa rOMO3HUroTA)

J1aKTO3a

be3 nakTasm

b6akTepianbHa
dbepmeHTaUIf

KUCNOTU | rasu

BOAa

CuMnTOMMU




IHosiMopdHi BapiaHTH reHiB CUCTeMH (POJTATHOIO NHUKJTY:

MTRR
l__ SAH «—Z SAM €—
Merionin
MTHFR 677 — C/T rerepo3urora fomoumerein Methionine
Homocystelne
MTHFR 1298 — A/A "neliTpanbHuii" anenb
S-MeTHnTeTpa-
napodonar MTR
MTRR 66 — A/G rerepo3urora 5-methyl- Terparigpodonar
tetrahydrofolate 2,10-MeTHAEHTRTPA-  Telrahydrofolate
rigpodonar
MTR 2756 — G/G romo3urora T 5,10-Methylene I

£ tetrahydrofolate
MTHFR




Excnpec-Tect ceui (Bepecenp 2023):

IJTI0KO3a — HOpPMa,

O110K — HeT. (HopMa);

O11ipyOiH — HeT. (HopMa);

ypOOUTIHOTEH — HOPMa;

Ph — 8,51 (5,0-7,0);

nutoma Bara — 1005 (1,005-1,03): CKpI/IHiHF-.TeCT ceui (Bepecens 2023):
OTIHC C€Yl — HOpMa;

TECT 13 MarHi€EBUM PO3YMHOM — HET. (HOpMa.);
KETOKHUCIIOTH TIPH JICUIIMHO31 — HET. (HOpMa);

npo6a Jlerans — Her. (HOpMa);

npo0Oa Ha iHJAMKaH — He3HAYHi cJIigu (HopMa Her.);
npo0a Ha KCAaHTYPEHOBY KUCIIOTY — HET. (HOpMa);
npo0Oa Ha KaJbIliii — HeraTuBHa (HopMa +, ++, ++ +);
npo6a Ha xjopuau — 5 (3—15);

npo0a Ha (PpyKTO3y — HET. (HOpMa);

npo0a Ha PeayKyHodi peUOBUHHU — HET. (HOpMa Her.);
npo0Oa Ha IPOJTiH — HeT. (HopMa Her.).

KpoB — >+++ 1,01 (HopMma Her.);
KETOHU — HeT. (HopMa);

HITPUTH — HET. (HOpMa);
JICMKOIIUTH — HET. (HOpMa HET.).



PE3YJIIBTATU OBCTEXXEHHA:

EHMI (tpaBenb 2023): oTpuMaHi 1aHi CB11YaTh Ha KOPUCTh
IipaMigHOI HeIOCTATHOCTI, OLIBIIIE BUPAKEHOI 3J11BA.




- -
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FRW AW

Ha migcraBi ckapr, aHamHe3y, PEHOTUIIOBUX OCOOJIMBOCTEN,

JOAAaTKOBHUX MeTOI[iB I[OCJIiI[)KeHHH Y JUTUHHU BCTAHOBJICHO

nonepenHin marnos3: CnoayuHo-mKkaHuHHa OUCHAA3IA.
llipamiona neoocmamuicmo. CUMNMOMAMUYHA 2eMAMYPIAL.
Jlakmaszua neoocmamuicms (2enomun C/C).

ITommopdism reniB: MTR 2756 GG (maTojoriuHa roMO3HUIoTa),
MTHEFR 677AT (anens puzuky), MTRR 66AG (anens puzuky)

XapakTep HEBPOJIOTTYHHUX MOPYIIEHB MTOTPEeOyBaB MPOBEACHHS
MOJIEKYJISIPHO-TEHETUYHOIO aHaJI13y JJIsl BUKJIFOUCHHSI

p1IKICHUX ()OpPM HEPBOBO-M'S30BUX MOPYIIICHb.



IIpu KOHTPOJII J1A00PATOPHUX MOKA3HUKIB:

Jlakrar (imcroman 2023): 1,12 mxmons/a (0,5-2,2)

bioximiunmii aHa/i3 Kposi (yiucronmax 2023): KaJbLii — 2,57 MMoib/1 (HOpMa);

3ami30 — 17,22 mxMounb/1 (HopMma); docdop — 1,48 mmons/i (HopMma);

ayxHa ¢ocdaraza — 529,8 On/n (Hopma); marsiii — 0,85 Mmons/it (HOpMa);

XOJIECTEpUH 3arajibHuii — 3,77 MMOJIB/J (HOpMA); KkpearuHi — 42,03 MKMOJIB/IT (HOpMa);
r1oko3a — 4,99 mMornb/n (HopMma);
ACT — 27,68 On/n (HopMa);

AJIT — 15,42 On/n (HopMma);

KkpearuHkinasza — 130,65 (Hopma);
JIATI — 259,25 On/n (HOpMa);
I'TT —20,66 On/n (HOpMa);
Tpurmuepuau — 0,68 mmons/n (HopMa); 3arajabHUil 61710k — 63,84 /1 (HopMa);

ceyoBrHa — 3,46 MMOJIB/I (HOpMA); anpOymid — 45,32 1/ (HopMa);

cedoBa kuciiora — 2,1 On/a (Hopma); aminasza — 45,4 On/n (HopMma).



T'omonuctein (aucronan 2023) — 3,58 mMoub/1 (10 5)
Bitamin /I 250H — 19,94 ur/miu (10-20 nedinur)

Jlo0oBuM anaJi3 ceui (imcromax 2023):
00'em — 0,600 ax (0,700 — 1,200),
kpearunid — 0,441 r/mody (0,27-0,42),
kanpmii — 0,25 mMoas/mo0y (0,50-3,80),
dochop — 13,56 mmoins/nody (10,0-30,0),
ceuoBuHa — 169 mmons/no0y (133-200),
cedoBa kucnora — 2,04 mmons/mooy (0,60—3,00),
I'AT" — 60 On/LIIIX/r kpeaTuniny (0—198),
okcumnpoain — 115,7 mr/moody 1 (39,7-89,7)



AMPT nonepekoBo-KpUKOBOro Biaainy xpedra (;koBTeHb 2023):

JUCIUTACTUYHUM OCTEOXOHIPO3 MOMNEPEKOBOI0 BIIILITY XpeOTa.
[Tpotpy3ii quckis L3-4, L4-5, L5-S1.

MPT rpyanoro Bigaisy xpedta (>;koBTeHb 2023):

MP-kapTuHa rpyIHOTO BiAALTY XpeOTa B MEKaxX HOPMHU.

Y3/ cepust (xx0BTeHb 2023): MOPOKHUHHU CEPLS ‘_._ )

- - 4
b %-/
/ ) -

Ta MOMEPEUYHUN J1aMETP KOPEHS A0PTU HE PO3UIUPEHI.
[Tponamnc nepennwoi crynku MK I cr.
Cucrono-aiactoiaiyHa QyHKISI MiOKapaa HEe 3MIHEHa,
MOKA3HUKH 'e€MOJIMHAMIKH 3a]I0BUIBHI.

[{1JTiCHICTh TIEPETUHOK 30€pekKEeHa.

JlomarkoBa aHOMaJIbHa XopAa B nopoxxHuHi1 JII.



U CoocrepekeHHS B JUHAMII ITOKA3aJ10 HAPOCTAHHS

KJIIHIYHOI CUMIITOMATHUKH.

1 B ocraHHil yac y IUTHUHU 3'SBUJINCH HAB'SI3JIUBl PyXH
y BUIJISII1 3TUHAHHS HOTH B KOJIIHHOMY CYIJI001

1 IIPUBEJCHHS PYKH, 31THYTO1 B JIKThOBOMY CYIJI001 10 Tyn1yOa.



U [utmHa mpoiinuia Kypc peKOMEHA0BaHOI Tepallii,
cTaH 0e3 aguHaMiku. JlogaTKoBO BUSBICHO JAC(MILUT 3ai3a.

] BpaxoByroun HEBPOJIOT1YHY CHUMIITOMATHKY,
AUTHHA MOTPEOyBajia T0O0CTEKEHHS I BUKITFOUCHHS
ophaHHO1 I1aToJIOT1i.

L Byno pekoMeH10BaHO IIPOBEASCHHS MOJICKYIISIPHO-
T€HETUYHOTO JIOCIIKCHHS.



HpOBeIIGHO ITOBHC €K3OMHC CCKBCHYBaAHHSI.

BusiBnieno namoeennuii cemepo3zucommuuti
sapiaum y eeni GCHI, wo acoyitosanuti
3 AYMOCOMHO-OOMIHAHMHOIN OUCMOHIEID
(HODA — 3anescna Oucmoris —

cunopom Ceeasu). GTP-yuxnocioponasy |.

Ilnsix 0iocuHTE3y H0PamMiny

Phe

NAD*
['TO-uukioriaponasza [ oOMexye MBUAKICTD

neperBopeHHs ['T® y TerpariapoOionTepuH
(BH4), koakTop THPO3UHT1IPOKCLIA3H,

AKa, B CBOIO Uepry, € GepMEHTOM, JIIMITYIOUHM
IBUJIKICTh CUHTE3Y J0(DaMIHY.

Dopamine Serotonin

v v

HVA S-HIAA




Y HeBPOIOTIYHOMY CTATYCi: O0CJIA0JIECHNI aKT KOHBEPICHIII1, MIIOTOHISA Y PyKax,
OWCTOHIYHMK TOHYC y HOrax, HIJIBUIEHUM Yy cTomax. AXULIOB1 peduekcu
3 TEHJICHIIIEIO 70 TOJIKIHE311. Y TpyAHECHE MPUCIAAaHHS, MPUCIAAE€ HAa ITHPOKO
MOCTABJIICHUX HOTAaX, 1HOAl TPOXM 3ABANIOETHCS. 3BEPTAE YyBary ImosiBa
NaTOJOTIYHUX 1103, Y BHUIJISIA1I 3TMHAHHS HOTM Yy KOJIHHOMY CyIjIoO1
1 IPUBEJICHHS 10 TyJy0a PyKH, 31THYTOI B JJIKTbOBOMY CYIJIOOI.

BpaxoByroun KIIIHIYHI TPOSIBH, PE3YJIbTATH MOJEKYISPHOI J1arHOCTHUKH,
y nipodanaa mae micue: JJODA — 3anexHa JUCTOHIA — cuHApoM Cerasu.

PexomenaoBanui npuiriom npenaparis L-J[OITA.
KoHTposb 1abopaTopHUX MOKA3HUKIB MICISA JOOOCTEKEHHS.



HA IMIJICTABI IPOBEJIEHOI'O OBCTEKEHHSI
BCTAHOBJEHHUH JIATHO3:

Hucmonis-naroc:

- %
JODA — 3anexncna oucmownis — cunopom Cezasu. >
CrnonyuHo-mKaHUHHA OUCHILA3IA. ,‘-.
Ilipamiona neoocmammuicme. Z : o ; =3
Cumnmomamuuna cemamypis. 3 LS =
Jlakmaszna neoocmamuicme (cenomun C/C). T ... . LR
IoaiMopgizm renis: e f 4 "?e _"
MTR:2756 GG(maroaoriuaa roMO3urora), T T4x
MTHFR677AT (aneis pusuxy), R o
MTRR66 AG (anenb pu3nKy) . | '- ¥ L,
BpaxoBytoun reHes 3axBOPHOBaHHS, pekoMeHA0BaHO npuiom npenapaty L-AOMA - :'
’ -



JIIKYBAHHA:

. Bpaxosyrouu cunipom CeraBu, quThHI Oyio npusHadeHo maii go3u L-1OTTA
3 TUTPYBAHHSM JIO3U J10 OTPUMaHHS €(eKTy

. IlouarkoBa g03a ctaHoBuia 1/8 TabneTku Ha 700y, 3 MABUIIEHHIM 103U

7 ‘

PROCRESS LABS

. Ha ¢oni Teparmii BiiMideHa MO3UTUBHA TUHAMIKA

. o ¥ ey
perpec CHMITOMATUKH Ha (HOHI IPHHMaHHS ’ L D 0 P A =
Vg
1/8 Tabnerku 2 pa3u HA NE€HD -
/8 Tabne pasn Ha 1C © SPREBIOTVK  300mg  p
. | oostmanr 2 menzeca wesiomion | Jeav
= Deats
N®XYGEN ‘ et
;
L-Dopa
L-DO pa . Dietary supplements
1o or ol o 60caps.
90 capsules @f l ~ ———————

- ‘
J ©



TakuM 4MHOM,

BUKOPHUCTAHHS MOJCKYJISIPHO-TEHETUYHOTO aHAI13y
J03BOJIAIIO PAHO J1arHOCTyBaTu cuHapoM CeraBu
Ta CBOEYACHO PO3pOOUTH €(PEKTUBHY TAKTUKY BEACHHS
31 IIBUJIKUM KJITHIYHUM €()EKTOM —
pEerpecoM CUMITOMATHUKH, IOIIEPEANTH 1HBAJIIJHICTb,
3HAYHO IMOJIIIINTH SKICTh KATTS

K HaIl€HTa, TaK 1 YWICHIB HOro pOAUHU




BUKOPUCTAHI MATEPIAJIM OIVIALY JIITEPATYPH

» SGCE Mioknonyc-JlucToHis

Jlebopa Peiimona, MS
Peituenn Conpaepc-llynnman, nokrtop Meanuaux Hayk, MPH
JIop1 O3emniyc, 1oKTOp PuioCOdIi.



Haeuanvne euoanns

MOHOT'EHHI TA EINIITEHETUYHI XBOPOBMH.
JucToHii-miroc.
Kuinika, renernka, AiarHocTuKa MiOKJIOHIYHOI JMCTOHII Ta cuHApomy CeraBu

Anvbom-npeseHnmayin
0nsa 3006ysadyie suw,0i medu4Hoi oceimu,
niKapis-iHmepHis, nikapie — cayxavie Yuknie nicnadunaomHoi oceimu

VYnopsaauku ['pedanina Onena SIkiBHa
Momnopan Jlronmuna Bonoxumupisaa
Bepuirop Onsra FOpiiBHa
[lIxonpHikoBa Jlapis BnaaucnaBiBHa

Binnosinanenuii 3a Bummyck O.B. byraiiosa Kowmm’rorepnnii Habip O.0. Maprtem’siHOBa
Penaxrop, kopexktop H.I. [lyGcpka
Kowmm’torepna Bepctka B.B. Bpitsakosa

®dopmar cnaiais 28,0x15,75. 83 cnatigu. 3am. Ne 25-74.

PenakniiiHo-BHIaBHHYMI Bigain
XHMY, np. Hayku, 4, m. Xapkis, 61022
izdatknmurio@gmail.com, vid.redact@knmu.edu.ua

CaizonTBo 1npo BHECEHHs Cy0'eKTa BUIaBHUYOI cripaBH /10 Jlep»KaBHOTO peecTpy BUAABHULITB,
BUTOTIBHHUKIB 1 pO3MOBCIOKYBadiB BUAaBHIUIOI poxykmii cepii JIK Ne 3242 Bix 18.07.2008 p.



